®EJIEPAJIBHOE 'OCYJIAPCTBEHHOE BIO’KETHOE OBPA30OBATEJIBHOE
YYPEXKJIEHUE BBICHIEI'O OBPABOBAHUS
«POCTOBCKHH OCYJIAPCTBEHHBIA MEJJUIIMHCKUNA YHUBEPCUTET»
MHHHCTEPCTBA 3JIPABOOXPAHEHMS POCCUICKOMN ®EJIEPAIINH

Kadeapa remarosioruu v TpaHcy3uoorum (¢ Kypcamm KJIMHHYECKOH J1a00paTOpHOi
AUATHOCTHKH, FTCHETHKH U J1a00PATOPHOI reHETHKH)
YTBEPXIAIO
PykoBogurens
00pa3oBaTeNbHON IPOTPAMMBI

I.M.H., ipodeccop Koran M.I..

«18» uronsg 2024 r.

PABOYASA ITPOTPAMMA JJUCHUIIJIMHBI(MO/YJIA)
«'EHETHUKA»
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PaGouas nporpamma nuctuurmuabi(Moayiis) «CEHETUKA» no cienunanbHOCTH
31.08.17 nperckas »HAOKPUHOJNOTHS pa3paboTaHa mpenoAaBaTesiIMUu  Kadeapsl
reMaTtoJiorui M TpaHcPy3uoioruu ( ¢ KypcaMu KIMHUYECKOW JabopaTopHOit
JIMArHOCTHKH, TCHETUKHU 1 TaOOPATOPHOI T'€HETHUKH) B COOTBETCTBHH C TPEOOBAHUSIMHU
denepanbHOrO  TOCYIApCTBEHHOTO  O0Opa3oBaTENBbHOTO  CTAaHAApTa  BBICIIETO
oOpazoBanus (PI'OC BO) no cnenuansHoctu 31.08.68 Ypornorus, yTBepx AaeHHOTO
npukazoM MunoOpHayku Poccum Ne 1111 ot 26.08.2014 u npodeccrnoHanbHOTo
cranaapra «Bpau-yponory», yTBep>KIEHHOTO MpuKazoM MHUHTpyAa U COLUAIBHOU
3amuThl Poccuiickoit @enepanuu ot 14 anpens 2018 r. No 137H.

Pabouast nporpaMMa JUCHUIUIMHBL (MOYJIs1) COCTaBJICHA:

Ne | damuaus, uMs, 0TUYECTBO Yuenas 3annmaeMasi 10/KHOCTh, Kaeapa
CTelNeHb,
3BaHHue
1 AmenrHa CeeTnana | A.M.H. npodeccop Kadeapsl TeMaTOJIOTHH "
CepreeBHa TpaHCcy3HOJOTUH (C KypcamH KIMHHYECKOM
1abopaTopHOM  AMArHOCTUKHM, TEHETHUKH U
71a00pPaTOPHOU I'EHETHKH)
2 [HerrepeBa Enena | x.M.H. JOLICHT Kadenpsl reMaTOJIOTMHU 51
BanentunoBHna TpaHc(y3uoiaoruu (C KypcaMu KIMHUYECKOM
nabopaTopHON  AMArHOCTUKHM, TEHETHKH |
n1abopaTopHOI TeHETUKH)
3 ITonomapesa TaTpsHa | K.M.H. ACCHUCTEHT Kadeper reMaToJIoruu u
Hropesna Tpancdy3uomorun (¢ KypcamMH KIUHUYECKON
nabopaTopHON  JAMATHOCTUKH, TEHETHKH U
1a00paTOPHON TEHETUKH )

ITpoTokon ot 11.06. 2024 Ne 7 .

PabGouass mporpamma aucCUMIUIMHBI (MOJIYJsI) OOCyX JeHAa U OJ00peHa Ha
3aceaHUM Kadeaphl TEeMAaTOJIOTHH U TPaHCQY3UOJOTHU (C KypcaMu KIMHHYECKOM
1a00paTOPHON TUArHOCTUKHU, TEHETUKHU U JIA0OPATOPHOU TeHETHUKH )




1. leab u3y4eHUus JUCHMILIIMHBI (MOLYJIA)

JlaTe oOyuaromumcst yriayOjieHHbIe 3HaHUSI B 00JIaCTU T€HETUKHU U BhIPA0OTaTh
HaBBIKHU MMOJTOTOBKU KBAIM(UIIMPOBAHHOTO Bpayua-ypoJsiora, 00J1agaroIiero CUHCTeMoi
YHUBEPCAIBHBIX U MPO(PECCHOHATBHBIX KOMIETEHIINM, CIIOCOOHOTO U TOTOBOIO JIJIs
CaMOCTOATENbHON MpPOoGecCUOHANBHOM ACSATENBbHOCTH B YCJIOBHUSIX IEPBUYHOM
CHEeUaTN3UPOBAHHON MEIUKO-CAaHUTAPHOM MTOMOIIIH.

2. Mecto nucuuninnbl (MoayJs) B crpykrype OOII

PaGouas mporpamma auctumiuabl (Mmoayins) «I'enetuka» otHocutes K bioky 1
IPOrpPaMMbl OPJUHATYPHI U SBISACTCS BAPUATUBHOW JIJII OCBOCHHS OOYYaIOIIUMMUCS.
WN3yuenne  OUCHUIIIMHBI — HANpaBiIeHO Ha  (OPMHPOBAHHE  KOMIIETEHITUH,
00ecrneurBalONINX BHIMOJHEHHE OCHOBHBIX BUJIOB JICSITEILHOCTH Bpaya.

3. TpeOoBaHuA K pe3y/ibTaTaM 0CBOCHMS AMCIHUIIUHBI (MOIYJIs1)
[Ipouiecc wu3ydeHHss AMCUMIUIMHBI (MOIYJsI) HampaBlieH Ha (OPMUPOBAHUE

caenyromux kommereHuud B cootBeTcTBUU ¢ ®I'OC BO u OOII BO no pgaHHOM
CIEIMATILHOCTH:

Tabnuya 1
KO[[ N HAMUMCHOBaHUE HJ'IaHpreMI)Ie pe3yJibTaThbl 06y‘leHl/Iﬂ o JuCIMIJInHe (MOIlyJ'[lO),
KOMIIETCHIIMU COOTHECCHHbBIC ¢ UTHAUKATOPAMHU JOCTHKCHUA KOMIICTCHIINH

TOTOBHOCTD K OIPEACIICHUIO Y MAIIMEHTOB MaTOJIOTHYECKUX COCTOSIHUM, CHMIITOMOB, CHHAPOMOB
3a00JIeBaHUH, HO30JI0THUECKUX ()OPM B COOTBETCTBUH ¢ MexayHApOAHON CTATUCTUYECKOM
kiIaccuukanueit 6oae3Hei u mpooieM, CBsI3aHHBIX CO 3J0POBbEM

(IIK-5)
Entgmlegs OSOE'MT 3uary - CTaHOapTbl OKa3aHUsA MeaULMHCKUX yChyr,

ME\FHOCTMZ " KIMMNMHN4YeCKne pekoMmeHaauunm no Bornpocam okasaHud
5 / MEMLMHCKON MOMOLLU; - NaTonornyeckme
obcnenoBaHune

COCTOSIHWS,, CUMNTOMbI, CUHAPOMbI 3a6onesaHui,
HO30M0rnMYyeckmx oopm B COOTBETCTBUN C
Me>xxgyHapoaHOW CTaTUCTUYECKOWN KriaccudmKkaumnemn
bonesHen n npobnem, CBA3aHHbIX CO 300POBLEM; -
aHaToOMO-(PyHKLNOHaNbHble 0COBEHHOCTU OpraHoB U
CUCTEM B BO3PACTHOM acrnekTe; - Metoguky cbopa u
OLEHKM aHamHe3a BonesHu; - MeToaunky
KNHM4Yeckoro obcneaoBaHus;

nawuMeHToB C
3aboneBaHUAMMN U
(vnn) coctoaHNAMM

Ymere OCYLLECTBMSTb COOP arob, aHamMmHe3a Xn3HW,

aHamHe3a 00Me3HN U aHanM3npPoBaTh MOSYyYEHHYHO
MHGOPMAaLNIO; - MPOBOAMTL (PmnsmnKanbHoe




obcnenosaHue ¢ ydetom 15 Bo3pacTa; - BbIIBNATb
OTKIMOHEHUS], OLLEHMBATb TSXKECTb COCTOSIHUS;

Biaagern

- HAaBbIKOM COCTaBIEHUst anropnuTMa ANarHoCTUKU 1
obcnegoBaHMa NaUMeHToB; - cnocobamm
NMHTEepnpeTaumm pesdynbTaToB obcrnenoBaHus
nauMeHToB; - HaBblkaMW NMOCTAHOBKMU
npenBapuTenbHOro AnarHo3a Ha OCHOBaHWUN
cobpaHHOro aHaMHesa, xanob, dunamkanbHOro
obcnegoBaHus;

MK-5.2. Hanpaenset
NnaumMeHToB Ha
nabopaTtopHbie n
WHCTPYMEHTarbHble
obcnegoBaHus

3HATEL

MeTOAbl NabopaTOpPHbIX U MHCTPYMEHTAIbHbIX
ncecnegoBaHun, MX BO3MOXHOCTU AN
anddepeHumanbHON AMarHoCTUKM 3aboneBaHum; -
HOpMaTMBHbIE NOKa3aTenn nabopaTopHbIX U
WHCTPYMEHTanbHbIX NCCIIEA0BAHNIN C Y4ETOM
BO3pacTa;

YmMmeTh

- NIPUMEHNATb NabopaTopHble N MHCTPYMEHTarbHbIe
MeTOAbl ANarHOCTUKM U 06cneaoBaHns NaUMeHToB; -
OLEHMBAaTb NokasaHusl 1 06bemM MeaNLMHCKOM
NMOMOLLIN;

Baanern

- HaBbIKamMu onpeferneHns nokasaHun n HasHavyeHus
WNHCTPYMEHTarbHbIX 1 fTabopaTopHbIX UCCrefoBaHUm
naumeHTam c 3abonesaHnsiMu 1 (UK1) COCTOAHUSMU
B COOTBETCTBUWN C AENCTBYIOLLMMM NOPSiAKaMu
oKasaHusi MEOULUHCKOW NMOMOLLN, KITMHUYECKUMU
pekoMeHOaunsaMun; - HaBblkaMn UHTEpNpeTaumm
nabopaTopHbIX U MHCTPYMEHTarbHbIX UCCNegoBaHUN

4. O0beM JMCUUILIMHBI (MOAYJIA) IO BUAAM y4eOHOH padoThI

Tabnuya 2
Buabl yueoHo# padoThl Bcero, O0beM Mo NoJyrogusiM
qac. 1 2 3 4
KonTakTHas padora od0yuyaromerocst ¢ 18 18 - - -
npenogaBaTesieM 1o BUAAM y4eOHbIX 3aHATHI
(KonTakr. pa6.):
JleknmonHoe 3anstue (JI) 6 6 - - -
Cemunapckoe/npaktudeckoe 3ansrue (CI13) 12 12 - - -
CamocrosTenpHas paboTa 00yJaroIierocs, B TOM YHCIIe 18 18 - - -
TOJATOTOBKA K MpoMexyTouHoi arrectaiuu (CP)
Bun npomexxytounoii arrectanuu: 3auer (3), 3a4er ¢ 3aver 3 - - -
orekoit (30), Dk3amed ()
O6muii 00bEéM | B Yacax 36 36 - - -




B 32a4€THLIX eJHHHIAX | 1 | 1

5. Conep:xanmne TMCHUTIIAHBI (MOIYJIs1)

Tabnuya 3
Ne paznena HAaMMEHOBaHUe pa3Jies0B, TeM Kon unankaropa
1 I'eHeTHKa Ye0BeKa 11K 5.2
1.1 MouJiekysipHbIE OCHOBBI HACIEICTBEHHOCTH IIK 5.2
1.2 [luTonormyeckrue OCHOBBI HACIEACTBEHHOCTH IIK 5.2
2 Kiunnyeckasi XapakTepuCTHKA HACJIeACTBEHHBIX 0os1e3Hell K 5.1, 11K 5.2
2.1 XpOMOCOMHBIE 00JIC3HU INK 5.1, 1K 5.2
29 Monorennbie pOpMbI HACJIEACTBEHHBIX 00JIe3HEH (TTaToreHes, K 5.1,1TK 5.2
KJIMHHUKA, TMAaTHOCTUKA, YaCTOTA B IMOIYJISIITUH)
3 JlabopaTopHbie MeTOAbI IMATHOCTHKH HACJIEACTBEHHbBIX K 5.2
0oJie3Hel :
3.1 [{UTOreHETUYECKHE Y MOJICKYJISIPHO-T€HETUYECKUE METOIbI IIK 5.2
3.2 broxuMuYecKkre METO bl IMarHOCTHKY HACIeACTBEHHBIX Oosesner |[1K 5.2
4 IIpoduaakTuka HACJeACTBEHHbBIX 00J1e3Hell 1K 5.2
4.1 Meauko-TeHeTHYECKOE KOHCYIbTUPOBAHHE MK 5.2
4.2 HeonatanpHbIN CKPUHUHT IIK 5.2
6. YueOHO-TeMaTHYeCKUil IJIaH JUCUUILJIMHBI (MOYJIS)
Tabnuya 4
B TOM 4YHCJIe
Kon npak |camoc |¢popm
Ne HAUMEHOBaHHE BCEr0 |TAKT |JIEK [CeM |THYe |TofATe |a Kon
pasiesia |pa3aesioB,TeM YacoB |Hasi (UM |MHA |[CKHMe |JIbHAfl |KOHTP |MHAMKATOP
pato (u  |[pbl [3aHA |padoT |0JH a
Ta THSL |a
3aver | [IK 5.2
1 I'eneTHka yesi0BeKa 6 2 2 4 %IICTHH
ompoc
MonekysipHbIe yerabl | [IK 5.2
1.1 OCHOBBI 3 1 1 2 i
HACJIEACTBEHHOCTH omnpoc
[uTonornueckune yern | [IK 5.2
1.2 OCHOBBI 3 1 1 2 18171
HACJIEACTBEHHOCTH ompoc
2 Kaunuueckasn 12 6 2 4 6 savyer | [IK 5.1, TIK




XapaKTepUCTHKA yetH | 5.2
HACJeACTBEHHBIX bIN
0oJ1e3Hel onpoc
X DOMOCOMHLIE yerubol | 1K 5.1, TIK
2.1 p 5 3 2 2 i 5.2
0ose3Hn
onpoc
MounoreHHbIe (OPMBI IK 5.1,TIK
HACJIEICTBEHHBIX 52
Oose3Hel (maTorenes yETHbL
2.2 > |7 3 2 4 i
KJIIMHUKAa,
onpoc
MAArHOCTHKA, YaCTOTa
B MOMYJISIIINH)
JlabopaTopHble 3aver | [IK 5.2
MeTOAbI JUATHOCTUKH CTHBI
3 AbL 1T 9 5 4 4 X
HACJIEACTBEHHbBIX i
0oJ1e3Heill onpoc
[{uToreHeTnueckue u yerubl | [IK 5.2
3.1 MOJIEKYJISIPHO- 7 3 2 4 71
reHEeTUYECKUE METOIBI onpoc
Buoxumunueckue TIK 5.2
METOAbI JUATHOCTUKHU YCTHRI
32 6 2 2 4 17|
HACJIEACTBEHHBIX oIDOC
Oose3Hen p
3ayer | IIK 5.2
IMpodpuaakTuka CTHBI
4 HAacCJIeCTBEHHBIX 9 5 4 4 %,;
0oJ1e3Hen
onpoc
MeauKo-reHeTUYECKOoe yern | IIK5.2
4.1 A 6 2 2 4 bl
KOHCYJIbTUPOBaHUE
OIpoc
HeonaranbHsiit yeruet | TIK'5.2
4.2 7 3 2 4 i
CKPUHHUHT
onpoc
HToro: 36 18 12 18 3a4yeT

7. Y4eOHO-MeTOANYeCKOe o0ecredeHre CAaMOCTOSATeIbHOH padoThl
o0yyarimuxcs

[lenbs camocTosITENHHON PAOOTHI O0YYAIOIIMXCS 3aKIOYAETCS B TIIYOOKOM,
TIOJTHOM
YCBOCHUM y4YeOHOTO Marepuaja W B Pa3BUTHM HABBIKOB CaMOOOpa30BaHMS.
CaMocTtosiTennbHast paboTa BKIOYaeT: paboTy C TEKCTaMH, OCHOBHOW W
JIOTIOJTHUTETHHON JUTEPaTypPOH, y4e0HO-METOTUICCKUMHU IOCOOUSIMH,
HOPMATHUBHBIMH MaTepualaMH, B TOM 4YHCJIe MaTepuanamu HHTepHETa, a Takxke



mpopaboTKa KOHCTIEKTOB JIEKIIMM, HAlTMCaHUe T0KIIA0B, pedepaToB, ydacTue B padoTe
CEMHUHAPOB, HAYYHBIX KOH()EPEHITUSX.

OOyuatomuecs, B TEUEGHHE BCEro Tmepuoja oOydeHus, 00eCIeunBarOTCs
JOCTYIIOM K aBTOMAaTU3UpOBaHHOW cucteme «OpmuHarypa u Marucrtparypa
(mucTaHnuoHHOE 00ydeHue) POCTOBCKOTO TOCYJapCTBEHHOTO  MEIULIMHCKOTO
yauBepcuteTay (AC OMJIO PoctI'MYV) https://omdo.rostgmu.ru/. u x a1eKTpoHHOI
UHGOPMAITMOHHO-00pa30BaTeIBLHON Cpee.

CamoctostensHas padora B AC OMJIO PoctI’'MY mnipencrainseT co6oit 1ocTyn
K DJIEKTPOHHBIM 00pa30oBaTEIbHBIM pPECypcaM B COOTBETCTBHM C (OpMON OOydeHHs
(JIeKIMKM, METOIUYECKUE PEKOMEHJIAllMK, TeCTOBBbIC 3aJaHusl, 3aJlayd, BOMPOCHI s
CaMOCTOSATENIbHOTO KOHTPOJST ¥ W3Y4YeHUs, HMHTEPHET-CChUIKH, HOPMATUBHBIC
JOKYMEHTBl M T.JI.) TIO COOTBETCTBYMOIIEH muctumuinae. OOydarommecss MOTYT
BBITIOJIHATH KOHTPOJIb 3HAHUMN C MMOMOIIBIO PEIICHUSI TECTOB U CUTYallMOHHBIX 3a]1ad,
C TOCNIenyromeld MPOBEPKON MpernojaBaTeieM, WJIA BBIIOJHUTE KOHTPOJb
CaMOCTOSITENILHO.

3agaHus 11 CaMOCTOSATEILHOM PadoThI
Pa3nen 1: I'enetrnka yenoBeka

Tema 1«MoiekysipHbIE OCHOBBI HACIEICTBEHHOCTHY
1. PoJib HyKJIEMHOBBIX KHUCJIOT B XpAaHEHUU U PEANN3ALMU T€HETUUECKON
uHdopmanuu. JTHK
CrpykTypa reHa
Tpanckpunus
CrutaiicuHr
TPaHCIISALINS
MuTOXOHIpHaTbHBIN TEHOM

I'eneTnueckue peKOMOUHALIMH
PHK

A i

Tema 2 «IIuToIOTMYECKHE OCHOBBI HACEACTBEHHOCTH
1. Ponb sgapa v quTOIia3Mbl B HACJIECTBEHHOCTH
2. OCcOOEHHOCTH raMeTOreHe3a y My X4YHH U KEHIUH
3. CoBpeMeHHbIE TPEACTABICHUS] O HOPMAJIbHOM KapUOTHUIIE YETOBEKA
4. OCHOBHBIEC NATOT€HETUUYECKUE MEXAHU3Mbl BOSHUKHOBEHUSI XPOMOCOMHOM
MaTOJIOTUH

Paznen 2: Knunudeckas xapakTepUCTHKA HACIEICTBEHHBIX OOJIE3HEH


https://omdo.rostgmu.ru/

Tema 1 «XpoMocoMHBIE 0OJIE3HI»

l.

2.

Tema

9.

Omnpenenenre MOHATUS XPOMOCOMHBIX 00JI€3HEH, UX KiaccupuKaIms,
pacmpoCTPaHEHHOCTh B TOMYJISIIAN

KnuHuKo-IuTOreHeTHuecKast XapakKTeprUCTUKa CHHAPOMOB, CBSI3AHHBIX C
AHOMAJIUSIMHU B CUCTEME TIOJIOBBIX XPOMOCOM

KinmHuKO-IUTOreHeTHYeCcKash XapaKTepUCTUKA CHHAPOMOB, CBSI3AHHBIX C
YUCJIOBBIMU aHOMAJTHSIMU ayTOCOM

KimmHuKO-IUTOreHeTHYeCKasl XapaKTePUCTUKA CHHIPOMOB, CBSI3aHHBIX CO
CTPYKTYPHBIMH IIEPECTPOHUKAMHU XPOMOCOM

KiMHHUKO-IUTOTeHETHYECKash XapaKTepHUCTHKA CHHIPOMOB, CBSI3aHHBIX C
MUKPOCTPYKTYPHBIMHU TIEPECTPONKAMH KapHUOTHIIA

[TpencraBieHusI 0 BO3MOKHBIX CBSI3SIX MATOTEHE3a OTCIBHBIX 3a00JIEBaHUH C
POIUTEIIBCKUM THUIIOM HACIIEOBAaHUS XPOMOCOMHBIX mepecTpoek. [loHnsaTue o
T€HOMHOM HMMIIPUHTUHTE

2 «MonoreHnnbie (HOpMBI HACIEICTBEHHBIX Oosie3Hel (maToreHes, KIMHUKA,
JMAarHOCTUKA, YaCTOTA B MOIYJISILIUN )»

HBO yrneromos. O01mias KIMHUYECKAs XapaKTepUCTHKA. [[prHITUIIBI
JTUArHOCTUKH

Hapymenue oomena coequuutenbHoi TkaHu. O0mas KIMHUYECKast
XapakTepucTuka. [[puHIMnIbl [narHoCcTuKu. JleueHue.

Knunuka. Jluarnoctuka, edenue, npouiakTuKa HaclaeACTBEHHbIX CUHAPO-
MOB C IPEUMYILIECTBEHHBIM HAPYILLICHUEM MUIIEBAPUTEILHON CUCTEMBI
JInzocomubie 6osie3Hn. OO1Ias KIMHAYECKAs XapaKTepucTuka. [IpuHIune!
JIUAarHOCTUKH. JleueHue.

[Tepokcucomusie Oosie3Hu. OO1Ias KIMHUYECKas XapakTepuctuka. [IpuHiure
JTUAarHOCTUKH. JleueHue.

HBO amunoxucior. O6mias KIMHUYECKas: XapakTepucTuka. [[puHimms
JUArHOCTUKH.

HBO opraandeckux kucnot. O01mas KIIMHNYecKas XapaKTeprUCTHKA.
[TpyHIMIBI TUATHOCTUKU

Hapymenue suepretuyeckoro oOMeHa B MUTOXOHApuUsiX. OO1as KiInHu4YecKas
xapakTepucTuka. [[puHIHIBI TUarHOCTUKHU

[Iporpeccupytomue Mpleunbsie AucTpopuu. O01Ias XapaKTepuCcTHKA.
Jlnarnoctuka. Jleuenue.

10.®akomaro3sl. O6mias xapakrepuctuka. Jluarnocruka. Jleuenue

11.

KJ'II/IHI/IKa, JUAarHoCTHUKa, JICUCHHUC, HpO(bI/IJ'IaKTI/IKa HACJICACTBCHHbBIX CUHAPOMOB
C IPCUMYIICCTBCHHBIM HAPYIICHUCM OpraHa ClIyXa

12.KJII/IHI/IKa, JAUAarHoCTHKa, JICYCHHC, HpO(i)I/IJIaKTI/IKa HaCJICACTBCHHBIX CHHIAPOMOB

C IPCUMYIICCTBCHHBIM HAPYIICHUCM OpIraHad 3pCHUA

13.KnuHuka, TMarHoCTHKA, JeYeHUe, TPOoPUIaKTHKA HACIICICTBEHHBIX CHHIPOMOB

C IPCUMYIIICCTBCHHBIM HAPYIICHUCM KOXXKH, BOJIOC, HOI[KO)KHOﬁ KJICTYAaTKH,



HOI'TEM.

14.HacnencTBeHnHble ciuHotepebeiapHble nereneparuu. Oomas
xapakTepuctuka. J{uarsoctuka. Jleuenue.

15.HacnenctBennsie ciacTuueckue naparuieru. OO1asi XapakKTepUCTHKA.
Junarnoctuka. Jleuenue.

16.Knunuka. Jlnarnoctuka, Je4eHue, NpoPUIaKTUKa HACIEACTBEHHBIX
CHUHJIPOMOB C IPEUMYLIECTBEHHBIM HAPYILIEHHEM KOCTHO-CYCTaBHOW CHCTEMBI

17. Knunuka. JlnarHocTuka, jedeHue, npoPpuIakTuKa HacaeACTBEHHbIX
CHUHJIPOMOB C IPEUMYIIECTBEHHBIM HAPYIIEHHEM MOYETIOJIOBOM CHCTEMBI

18.ButamunzaBucumele coctosiHus. O01mast xapakrepuctuka. [IpuHunel
JTUArHOCTUKH.

19. Qucnunuaemun. OOmas xapakrepuctuka. Jluarnoctuka. JleueHnue.

20.Hapy1ieHust oOMeHa MypUHOB U MUPUMUANHOB. OOIIas XapaKTepUCTHUKA.
[IpuHIMIIBI TUarHOCTHKMY.

21.Hapyuienue TpaHCopTa U YTUIU3AIUU METAIIJIOB

22 .Hapymnienre oomMeHa noppupruHoB U cuHTe3a rema. O0Ias XxapakTepUCTHKA.
[IpuHUMITBI TUarHOCTHKHY.

23.Hapymienue cuHTe3a U AecTBUS TOPMOHOB. O011as XapaKTepucTUKa.
[IpuHUMIIBI TUarHOCTHKHU.

24 Hapyuienue KpoBH U KpOBETBOPHOM TkaHU. O0111ast XapaKTepUCTHKA.
[IpuHIUIIBI TUarHOCTHKH.

25.HapylIeHHe B cucTeMe MeMOpaHHOro TpaHcnopTa. OO1as xapakTepUCTHKA.
[IpuHIUIIBI TUarHOCTHUKH.

26.HacneacTBeHHble UMMYHOeuUThl. OO1Ias xapakTepucTika. [IpuHImmsI
JTUArHOCTUKH.

27.Kumeunsle aucaxapuao3sl. O0mias xapakrepuctuka. [I[puHumb
JUArHOCTUKH.

28.Monorennbie (HOpPMBI 3I0Ka4€CTBEHHBIX HOBOOOPA30BAHMIA.

29.Knunuka. JluarHoctuka, jedeHue, npouiiakThKa HacaeICTBEeHHBIX
CHUH/IPOMOB C IPEUMYIIECTBEHHBIM HapyIIEHUEM (PU3NUECKOTO Pa3BUTHUSA

30.Kinnuka. JlnarnocTuka, jedyenue, npopuiiakTuKa HacaeACTBEHHbIX
CHUHJIPOMOB C IPEUMYIIIECTBEHHBIM HAPYIICHUEM CEPACYHO-COCYAUCTON
CUTEMBI.

31.Knunuka. Jluarnoctuka, jedyenue, npouiiakTuKa HacaeACTBEHHBIX
CUHIPOMOB C IPEUMYILECTBEHHBIM HAPYILIEHUEM SHIOKPUHHOU CUCTEMBI.

32.Knunuka. J[uarnocTtuka, jedenue, npo(uiiakTuka HacaeACTBEHHBIX
CHUHJIPOMOB C IPEUMYIIECTBEHHBIM HAaPYIICHHEM HEPBHO-MBIIIIEYHON CUCTEMBI.

33.HacieICTBEHHbBIE HAPYIIEHUS CEPACYHOrO PUTMA U KaApIUOMUOIIATHH

Paznen 3:JlabopaTopHble METO/IbI TMATHOCTUKHY HACIICICTBEHHBIX 00JIe3HEH



Tema 1 «[{uToreneTnueckre METOIbI TMATHOCTUKU XPOMOCOMHBIX 00JIE3HEN
1. Tloka3zaHus K IPOBEACHUIO XPOMOCOMHOTO aHaIn3a
2. MeToabl OKpalllMBaHUsI XPOMOCOMHBIX MTPENapaToB
3. Ipunnumne! naeaTuduKanuu MetadazHbIX XpOMOCOM YETIOBEKa

Tema 2 «bnoXuMHYECKHE METOIbI JUATHOCTUKH HACJICACTBEHHBIX OOJIC3HEH
1. IlpaBuna cbopa u xpaHeHUs] OMOJIOTHUYECKOTO MaTepuaia
2. OOwas xapakTepucTuKa GU3NKO-XUMUYECKUX METO/I0B
3. Teoperuueckue OCHOBbI OMOXUMHYECKUX METOJOB JUATHOCTUKH

Tema 3 «MoOnEKyISIpPHO-TEHETUUECKUE METOAbl IMArHOCTUKU HACJIEICTBEHHBIX
Oose3Hen»
1. DH3uMBI, yroTpeoisieMble B MOJIEKYJIIpHOM KiloHupoBanuu u JIHK-
JIMarHOCTHUKE
2. Ammmudukanuonasie MeToabl, ipuMensemsblie B JIHK-nnarnoctuxe. TTLP
3. T'ubGpuauzanmonHsie MeTo b1, IpuMeHsemble B JIHK-1uarnocrrke

Paznen 4: Ilpodunaktrka HaCIEICTBEHHBIX OOIE3HEN

Tema 1 «Meauko-reHeTHYeCKOe KOHCYJIbTUPOBAHUEY
1. IIpuHIUIIBI pacyeTa HOBTOPHOIO FT€HETUYECKOTIO0 PUCKA TP MOHOTE€HHOM
MIATOJIOTHH, XPOMOCOMHBIX 00J1e3H1X, MD3, KpOBHOPOJICTBEHHBIX OpaKax

2. 3amaun MI'K
3. TEHETHYECKHU NMPOTHO3 IIPU MyTareHHbIX BO3AEHCTBUAX

Tema 2 «HeoHaTanbHbBIA CKPUHUHT
1. TpebGoBaHus k mporpaMmMaM MacCOBOI'O CKpUHUHTA
2. IIpuHUUIIBI OCYLIECTBIEHUS POIPAMM MacCOBOIO CKPUHHUHTA
HOBOPOKICHHBIX

KOHTpOJII: CaMOCTOSITEJIbHOMN pa6OTI>I OCYHICCTBIIACTCA Ha CGMI/IHapCKI/IX/
IMPAKTUYCCKUX 3aHATUAX.

8. OueHouHbIe MaTepuabI 1/l MPOBEACHUS TEKYIIEro KOHTPOJIS
YCIIEBA€MOCTH M MPOMEKYTOUHOM ATTeCTANNH 00yYAOIINXCS

OrneHoUHBIE MaTepuaibl, BKJIIOYAs OIICHOUYHBIC 3aJaHUsS MJIs TPOBEACHUS
TEKYIIETO KOHTPOJIS YCIIEBAEMOCTH U MPOMEKYTOYHON aTTECTAIlMN 00YUaIOIIUXCS 110
JTUCITUTUTMHE (MOyJI0) TmipeacTaBieHsl B [Ipunoxkennn OlLeHOYHBIC MaTepHaibl IO
JTUCHIUTUIMHE (MOTYJIs).



9. YueOHO-MeTOAUYECKOe U HHPOPMAITMOHHOE OOecneyeHre TUCIUIIUHBI

(MoayJin)
Tabnuya 6
Ne ABTOp, HAUMEHOBaHMe, KoaudecTBo
n/n MECTO M3aHusl, U31aTeJbCTBO, IO U3JAHUA IK3EeMILISIPOB
OcHoBHasl JIUTEpaTypa
1 MenunuyHcKas TeHETUKA: HAllUOHAIbHOE PYKOBOJICTBO: IO/, Hoctyn u3
pen. E.K.I'mutepa, B.ILIIy3sipeBa, C.1. Kynuesa.-M.: I'90TAP | 9bC
-Menmna, 2024.-896 c. «KoHcynbTan
T Bpaday
2 MytoBuH I'.P. Kninanueckas reneruka. [ eHomuka u Jloctyn u3
IPOTEOMHUKA HACIEACTBEHHOM naTtojoruu: yued. nocodue / I'.P. | ObBC
MyToBuH. - u3a. 3-e, nepepad. u gon.-M.: [DOTAP-Menua, «KoHcynbpTan
2010. - 832 c.- TeKCT: NEKTPOHHBII T Bpaya»
1
3 | HacnencTBeHHBIC 0OJIC3HU:HAITMOHATLHOE PYK-BO: / o pea. | Hocrym u3
H.IT. Boukoga, E.K. I'mutepa, B.IL. Ily3sipeBa.- M.: I'D90TAP- | ObC
Menma, 2012. - 936 c.- TeKCT:3JIEKTPOHHBIN «KoHcynbTan
T Bpaday.
4 Hrroccbaym P.JI. Menuniunckas renetuka: yue6. [locobue / 1
P.JI. Hetoccbaym, P.P. Mak-Hunec, X.® Bunnapx; nep. ¢ anri. | HocTym u3
nox pex. H.IT. boukosa. -M.: TDOTAP-Menua, 2010. - 642 ¢. | 9bC
«KoHcynbTan
T Bpauay.
JlonoJiHUTEIbHAS JIUTEPATYPA
1 | I'eneTnueckuii macopT - OCHOBA WHANBUAYAIBHON U 1
npeaukTuBHON MeauuuHbl/ mon ped. B.C. bapanosa. — CII6:
N3n-Bo H-JI, 2009. - 528 c.
2 Jlunosenkuii b.M. HacneacrBeHHbIE TUCIUTIUIAEMUN: PYK-BO 1
st Bpadeit/ .M. Jlunoenkuii: CII16: - CnenJlut, 2010, 128 c.
3 | CmonsgauHOB A.B. KieTounble ¥ TeHHBIE TEXHOJIOTHH B 1
KapauoJioTun: pyK-Bo s Bpaueit/A.b.CmonstauHOB. - CI106:
CrnenJIut, 2009. - 175 c.
4 SxoBneB B.M. KnnHuko-Bu3yajibHast TMarHOCTUKA KJIAIAHHBIX 1
CHHJIPOMOB U TIOAKJIAITAHHBIX aHOMAJIUNA Pa3BUTHUS
HACJICJICTBEHHON COCAUHUTEIIbHOTKAHHOMN JUCIIIa31uU
cepana/B.M. fkosnes, A.U. MapteinoB, A.B.froxa. -
CraBponons: CtTIMYVY, 2014. 214 c.
S Knmandeckas reHeTuKa: yueOHUK JJISI By30B: JIJIsL CTYJCHTOB, 1

WHTEPHOB, OPIMHATOPOB, aCIUPAHTOB U MpemnoaaBareneit/ B.H.
["'op6ynoga, JI.JI. Ctpekanos ,E.H. Cycrunpis [ u ap.]- CII6:




POJIMAHT,2015-398 c.

6 | bosiesnn ["ome [Dnekrponnstit pecypc]/ E.A. Jlyknna- Joctym n3

M.:JIutteppa,2014.-56 c. ObC
«KoHcynbTan
T Bpayay.

7 | HelipomeTabonuueckue 3aboieBaHus y JAeTedl W moApocTKoB: | JlocTym u3
JIMArTHOCTUKA M MOAXOJAbl K  JICYEHHIO[ DIEKTPOHHBIN OBbC
pecypc]/C.B. Muxaiinosa,E.}0.3axapoBa, A.C. Ilerpyxun- | «KoncynbTan
M.:JIurteppa,2017.-368 c. T Bpayay.

8 | HacnencTBeHHbIC HelpoMeTaboInuecKue 6onesnu | Jloctyn u3
IOHOIIIECKOTO M B3POCJIOro BO3pacTa| DJIIEKTPOHHBIA pecypc]/ 2bC
I''E. Pynenckas,E.}O. 3axapoBa- M..I'DO0TAP-Menua,2018.- | «KoHcynbTan
392 c. T Bpayay.

9 | HacmencTBennbie Oosie3HU[DIEKTpOHHBIA pecypc]/ mox pexa. | Joctym u3
E.K.I'murepa, B.IIL. Ily3sipeBa-M.: I'D0TAP-Menua,2017.-464 ObC
C. «KoHcynbTan

T Bpayay.
Ilepeuensn pecypcoB cetu «HTEpHET»
Tabnuya 7

Ne JIeKTPOHHBbIE 00pa30BaTe/IbHbIE Pecypchl Hoctyn

n/n

1 DJIEeKTPOHHAasI oudImoTexa PoctI'MY. — URL: Hoctyn
http://109.195.230.156:9080/0pacg/ HeorpaHuyeH

2 KouncyabTant cryaenra [Kommiuekrsl: «Meauiuna. 3apaBooxXpaHeHHE.

BO», «Menuuuna. 3npaBooxpanenue CIIO», «Ilcuxonornueckue Haykn», Hoctyn

K OTJCJIbHBIM H3aHUSM KOMIUIEKTOB: «['yMaHHTapHbIC W COLHUAIbHBIC | HEOrPaHW4eH
Hayku», «EcTecTBeHHblE M TOUYHblE HaykuW»  Bxoasmux B «9BbC

«KoHcynpTanT crymeHTa| : DJIEKTpOHHas OHONIMOTEYHasl CHCTeMa. —

Mocxksa OO0  «KoHCynpTaHT  CTyJEHTay». - URL:
https://www.studentlibrary.ru + BO3MOXHOCTH JJII HHKIIO3UBHOIO

00pa3oBaHMs

3 KoncynbTant Bpaya. JJIeKTPOHHAsi MeIMIMHCKasg OuO/JIHMOTEeKa
OnekTpoHHas 6ndauoTeuHas cucrema. — Mocksa : OOO «Bpicmias mikona HocTtyn
OpraHM3allii ¥  YOpaBJIeHHs  3ApaBoOXpaHeHHeM.-KoMIUIeKCHBINH | HEOrpaHUYeH
MEIUIMHCKUN KoHcantwHr». -  URL: http://www.rosmedlib.ru +
BO3MOKHOCTH JIJIsl HHKJIFO3MBHOTO 00pa30BaHus

4 Hayunas  auexkrponHass O6méamorexka eLIBRARY. - URL: OTKpbITbIN
http://elibrary.ru JOoCTyn

5 BupTyanbHbIn
HanuonanbHasi 3jekTpoHHas 0mdauoreka. - URL: http://H36.pd/ YmTanbHbIN 3an

npun 6ubnuoTteke

6 B/l u3nareancrBa Springer Nature. - URL: https://link.springer.com/ 1o beccpoyHas
IP-anpecam PoctTI'MY u yman€HHO IMOCIE PErHCTPalliM, VIAJIEHHO dYepe3 noanucka,



http://109.195.230.156:9080/opacg/
https://www.studentlibrary.ru
http://www.rosmedlib.ru
http://elibrary.ru
http://нэб.рф/
https://link.springer.com/

KHNAC PO®MU https://kias.rtbr.ru/reg/index.php (Haynpoexm) AOCTYyN He
orpaHuyeH
7 Poccuiickoe oOpa3zoBanme : (denmepanpHbii  moptan. - URL: OTKpbITbIN
http://www.edu.ru/. — HoBas oOpa3oBaTeibHas cpeja. aoctyn
8 DenepajbHbI HEHTP JIJEKTPOHHBLIX 00pPa30BaTeJbHBLIX PECypCcoB. - OTKpbITbIN
URL: http://srtv.fcior.edu.ru/ (mouckoas cuctema SJHIEKC) JocCTyn
9 JuiekTpoHHasi OubOamoreka Poccmiickoro ¢gonaa pyHIaMeHTATbHBIX OTKpbITbIN
uccaegopanuii (PODU). - URL: http:// www.rfbr.ru/rffi/ru/library aocTtyn
10 DenepajbHasi JIEKTPOHHASI MeJIMIUHCKasaA OmdOamoreka MuH3apaBa OTKpbITbIN
Poccun. - URL: https://femb.ru/femb/ (morckoBas cuctema SHackc) JocTyn
11 | HHMB umenn CeuenoBa. - URL: https://rucml.ru (mouckoas cucrema | OrpaHUYeHHbI
Sanexc) n
Aoctyn
12 | Wiley : odu. caiit; pasaen «Open Access» / John Wiley & Sons. — URL:
https://authorservices.wiley.com/open-research/open-access/browse- KoHTeHT
journals.html (mouckoBas cuctema SIHIEKC) OTKpPbITOro
gocryna
13 | Cochrane Library : odwumn. caiit ; pazgen «Open Access». - URL: KOHTEeHT
https://cochranelibrary.com/about/open-access OTKPbITOro
gocrtyna
14 | Kokpeiin Poccusi : poccuiickoe otneneHue  KokpaHoBckoro KoHTeHT
corpyaanuectBa / PMAHIIO. — URL: https://russia.cochrane.org/ OTKPbITOro
Jocrtyna
15 | Beomeaundo.py : Mea. calT [OTKpBITHIA HH(POPM.-00pa30oBaTEIbHBII OTKpbITbIN
MeauIuHcKui pecypc]. — Mocksa. - URL: https://webmedinfo.ru/ aoctyn
16 [Univadis from Medscape : mexagyHapoa. men. noptan. - URL:
https://www.univadis.com/ [PerynspHo obHoBNAemas 6asa OTKpbITbIN
YHUKanbHbIX MHOPM. M obpasoBaTt. Men. pecypcos]. becnnaTtHas aocTtyn
perucrpaums
17 | Med-Edu.ru : meguumHckuin obpasoBaTenbHbI BuaeonopTan. - OTKpbITbIN
URL: http://www.med-edu.ru/. BecnnatHasa perucrpauus. AocTyn
18 Mup Bpaya : npodeccuoHarnbHbIM nopTan [MHPOPMaALMOHHbLIN
pecypc nna Bpaden wun ctygeHtoB]. - URL: https://mirvracha.ruf OTKpbITbIN
(mnomnckoBas cuctema AHgekc). becnnaTHas perncrtpaums JO0CTyn
19 | MEJABECTHMUMK : moprtan poccuiickoro Bpaua [0uOnmoreka, 0Oasa OTKpbITbIN
3Hanuii]. - URL: https://medvestnik.ru JOoCTyn
20 PubMed : »nexTpoHHas TMOWCKOBas cCHUCTEMa [0 OMOMEIUIIMHCKUM OTKpbITbIN
uccnenoBanusaMm]. - URL: https://pubmed.ncbi.nlm.nih.gov/ (mouckoBas [oCTyn
cuctema SHIeKc)
21 Cyberleninka Open Science Hub : oTkpbiTag Hay4yHas OTKPLITLIA
3NEeKTPOHHas bubnmnoteka nybnukaumm Ha MHOCTPAHHbIX A3blKax. — AoccTyn
URL: https://cyberleninka.org/
22 | Hayunoe naciaeaue Poccunm : 3nexkrponnas 6monuorexka / MCL] PAH. - OTKpbITbIN
URL: http://www.e-heritage.ru/ JocCTyn
23 | SAGE Openaccess : pecypcsl oTKpbITOTO nocTyma / Sage Publications. — KOHTEHT
URL: https://uk.sagepub.com/en-gb/eur/open-access-at-sage OTKPbITOro

aocTyna



https://kias.rfbr.ru/reg/index.php
http://www.edu.ru/
http://srtv.fcior.edu.ru/
http://www.rfbr.ru/rffi/ru/library
https://femb.ru/femb/
https://rucml.ru
https://authorservices.wiley.com/open-research/open-access/browse-journals.html
https://authorservices.wiley.com/open-research/open-access/browse-journals.html
https://cochranelibrary.com/about/open-access
https://russia.cochrane.org/
https://webmedinfo.ru/
https://www.univadis.com/
http://www.med-edu.ru/
https://mirvracha.ru/
https://medvestnik.ru
https://pubmed.ncbi.nlm.nih.gov/
https://cyberleninka.org/
http://www.e-heritage.ru/
https://uk.sagepub.com/en-gb/eur/open-access-at-sage

24 | EBSCO & Open Access : pecypchl OTKpeITOoro goctyma. — URL: KoHTeHT
https://www.ebsco.com/open-access (mouckoBasi cucrema SIHeKc) OTKPbITOro

goctyna

25 | Lvrach.ru Me[. Hayd.-npakTudy. noprtan [npodeccrnoHanbHbIN
pecypc ons Bpaden u men. coobulectsa, Ha 6ase Hayd.-nMpakTuy. OTKpbITbIN
XypHana «Jleyawmun Bpay»]. - URL: https://www.lvrach.ru/ aoctyn
(nonckoBaga cucrema AHgekc)

26 | ScienceDirect : odur. caiit; pazmen «Open Access» / Elsevier. - URL: KoHTeHT
https://www.elsevier.com/open-access/open-access-journals OTKPbITOro

gocrtyna

27 | Karger Open Access : xypHaibl oTkpbITOro aocrymna / S. Karger AG. — KoHTeHT
URL: OTKpbITOro
https://web.archive.org/web/20180519142632/https://www.karger.com/O goctyna
penAccess (mouckoBasi cucteMa SIHIeKC)

28 | Directory of Open Access Journals : [moinHOTekcTOBBIE KypHaibl 121 KoHTeHT
CTpaH MHpa, B T.4. N0 MenuuuHe, Owuonoruu, xumuu]. - URL: OTKpbITOro
http://www.doaj.org/ aoctyna

29 | International Scientific Publications. — URL: http://www.scientific- KOHTEHT
publications.net/ru/ OTKPbITOrO

AOoCTyna

30 |e OTKpbITbIN
° The Lancet : obun. caiit. — URL: https://www.thelancet.com A0CcTyn

31 | Menaaiin.Py : Mmeauko-6nonornyecknii HHGOPMAIMOHHBIN TTOPTa s OTKpbITbIN
CIIELIMAJIUCTOB : CETEBOE JJIEKTPOHHOE Hay4yHOe u3nanue. - URL: aoctyn
http://www.medline.ru

32 Memnuunckuii Becrauk FOra Poccun : snextpon. xxypHan / PoctTMY. KoHTeHT
- URL: http://www.medicalherald.ru/jour (mouckoBas cucrema SAuaexc) OTKPbITOro

gocTtyna

33 | FO:xxHo-Poccuiickmii sxypHaJs TepaneBTuyeckoi npaktuku / PoctTMY. KOHTEHT
— URL: http://www.therapeutic-j.ru/jour/index (mouckoBasi cUCTeMa OTKPbITOro
SIHpmekc) gocrtyna

34 | PyOpukarop xnuHuueckux pexomenaauunii Munsnpasa Poccun. - URL: KoHTeHT
https://cr.minzdrav.gov.ru/ OTKPbITOrO

JocTyna

35 | ®bY3 «MupopmanmoHHO-MeTOANYeCKHIl eHTP» PocrnorpeOHaazopa : OTKpBITHIN
oduir. caiit. — URL: https://www.crc.ru JocCTyn

36 | MunucrepcTBo 3apaBooxpanenus Poccuiickoii Penepauuu : odui. OTKpBITHIN
caiit. - URL: https://minzdrav.gov.ru (mouckoBas cucrema SHaekc) aoctyn

37 | BcemupHas opraHuMsauusa 3gpaBoOXpaHeHusi : odul. cauT. - OTKpbITbIN
URL: http://who.int/ru/ AocTyn

38 | MunucrepcTBO HAayKH MW BbIcmiero oopaszoBaHusi Poccuiickoii OTKpbITLIN
Oenepanun : odwui. caidt. - URL: http://minobrnauki.gov.ru/ (mouckoBas [OoCTyn
cucteMa SHACKC)

39 | OpunmajabHblili MHTEPHET-MOPTAN NpaBoBoii uHGopmamum. - URL: OTKpbITbIN
http://pravo.gov.ru/ aoctyn

40 | Apyrue OTKpBITBIE pECYpCHl BBl MOXKETE HAUTH IO  aJapecy:

http://rostgmu.ru — bubanorexa — DIeKTPOHHBIH KaTanor — OTKpBITHIE
pecypchl HHTEPHET — Jajiee 10 KII0YEBOMY CIIOBY...



https://www.ebsco.com/open-access
https://www.lvrach.ru/
https://www.elsevier.com/open-access/open-access-journals
https://web.archive.org/web/20180519142632/https://www.karger.com/OpenAccess
https://web.archive.org/web/20180519142632/https://www.karger.com/OpenAccess
http://www.doaj.org/
http://www.scientific-publications.net/ru/
http://www.scientific-publications.net/ru/
https://www.thelancet.com
https://www.thelancet.com/journals/lancet/home
http://www.medline.ru/
http://www.medicalherald.ru/jour
http://www.therapeutic-j.ru/jour/index
https://cr.minzdrav.gov.ru/
https://www.crc.ru
https://minzdrav.gov.ru/
http://who.int/ru/
http://minobrnauki.gov.ru/
http://pravo.gov.ru/
http://rostgmu.ru

10. KagpoBoe o0ecnieyeHue peaju3anuu IMCHUTIAHBI (MOIYJIs1)

Peanuzanus nporpaMMbl AUCHUILIUHBI (MOAYJIs1) 00€cTieYuBaeTCs
npodeccopcko-npenogaBaresbckuM coctaBom kadeapst PI'bOY BO PoctI MY
Munsapasa Poccun.

11. Meroau4yeckue yKasaHus AJsi 00y4alOUIMXCH 10 OCBOCHHIO
AMCIHUTIHHBI (MOXYJIs1)

OOpazoBaTenbHBIA TPOLECC MO AUCHUIUIMHE (MOIYJsSI) OCYLIECTBISIETCS B
cootBeTcTBUM ¢ DenepalibHbIM T'OCYJIapPCTBEHHBIM 00pa30BaTEIbHBIM CTAHIAPTOM
BBICIIIETO 0Opa30BaHUsI.

OcHoBHBIMH (hOpMaMU TOJYYEHUS M 3aKpeIUIeHWs 3HAHUW 1O JIaHHOW
JTUCIUTUIMHE (MOIYJII0) SIBIISIIOTCSI 3aHSTHS  JIGKIIMOHHOTO THUIA M MPAKTHYECKOTO
3aHATHUS, CAMOCTOSTENIbHAs paboTa OOyYaroIerocs U MPOXOXKIACHUE KOHTPOJIS IO
PYKOBOJICTBOM MPETO/IaBaTeNsl.

VYueOHbIil MaTepuai no AUCHUIUIMHE (MOAYJIII0) pa3jielieH Ha 4 pa3ied:

Paznen 1. ['enernka yenoBeka

Paznen 2: Knunnueckast XxapakTepuCTUKaA HACTIEICTBEHHBIX 00JIe3HEH

Paznen 3: JlaboparopHble METOABI AMATHOCTUKH HACIEICTBEHHBIX 00JIe3HEN

Paznen 4: IlpoduiakTrka HacaeACTBEHHBIX OOJIe3HEN

W3ydyeHne MUCIUTUTMHEI (MOJyYJIsl) COTJIACHO y4eOHOMY IUTaHy IOJpa3yMeBacT
CaMOCTOATENbHYI0 paboTy oOy4daromuxcs. CamocTosiTenbHasi paboTa BKIIOYAET B ceOsI
U3ydyeHHe y4eOHOM, y4eOHO-METOIWYEeCKOM ¢ OCHOBHOM U JIOMOJTHUTEIHLHOMN
JUTEPATypor, €€ KOHCIEKTUPOBAHHWE, TOJTOTOBKY K CEeMHHapaM (MPaKTUYECKUM
3aHATHSAM), TEKYIIEMY KOHTPOJIIO YCIEBAEMOCTH W TPOMEKYTOYHOW aTTeCTAINH
(3auery).

Texymmii KOHTpPOJIb  yCIEBAEMOCTH IO  JUCHUUIUIMHE (MOAYJ0) U
IPOMEKYTOUHASI aTTEeCTAlHUsS OOYYAIOIIMXCS OCYIIECTBISIIOTCS B COOTBETCTBHH C
[TonoxeHneM  yHHMBEpPCHUTETa IO  YCTAHaBIMBAIOMICH  ¢GopMe  IPOBEIACHHS
IPOMEKYTOYHOH aTTECTAIHNH, €€ IEPUOTUIHOCTH U CHCTEMBI OIICHOK.

Hanuuue B YHuBepcuteTe 3JeKTpOHHOM HMHGPOPMAIMOHHO-00pa30BaTEILHON
Cpenpl, a TakK)Ke DJIEKTPOHHBIX O00pa30BaTEIbHBIX PECYPCOB IIO3BOJIICT HM3y4YaTh
TUCIHMIUTMHY (MOAYJIh) WHBAIMIAM W JUIAM C OTPAaHUYCHHBIMH BO3MOXKHOCTSIMH
310poBbsi. OCOOEHHOCTH M3yUYEHHUS TUCHUILTUHBI (MOAYJIS) MHBAIMIAMH U JHUIAMU C
OTrpaHUYCHHBIMU BO3MOKHOCTSIMU 3JI0POBbs orpezienensl B [lonoxenuu o6 oOyueHuu
WHBAJUIOB U JIUI] C OTPAHUYECHHBIMU BO3MOXKHOCTSIMU 3/I0POBBSI.

12. MaTepuaibHO-TeXHHYECKOe oOecrevyeHre JUCHUILIUHBI (MOLYJIs1)



[Tomewmiennss g peanu3al  NPOTPaMMbl  JUCHMIUIMHBL  (MOAYJIS)
MPEICTABIAIOT CO00M y4eOHbIE ayUTOPUU JJIS MPOBEACHUS 3aHATUN JICKITMOHHOTO
THUIIA, 3aHATHI CEMUHAPCKOTO THUIIA, TPYNIOBBIX U UHAUBUYATbHBIX KOHCYJIbTAIlUMU,
TEKYLIEro KOHTPOJISI M MPOMEXYTOYHOM aTTECTallUH, a TAaKXKE IOMENICHUS IS
CaMOCTOATENIbHOM pabOThl M TMOMEILIEHUs [Jis XpaHEHUs U NpO(HIAKTHYECKOTO
obOciyxuBaHusi ~ ydeOHoro  oOopynoBanus.  [lomenieHuss ~ yKOMIUIEKTOBAHbI
CHeUaIu3UPOBAHHON MEOENbI0 U TEXHUUECKUMU CPEACTBAMU 00YUEHHUS, CITyKAIUMU
JUTSl IpeJICTaBIeHUsl yueOHOM nHpOopMaLiK OONbIION ay TUTOPHH.

JUiss mpoBedeHUS 3aHATUNA JIEKUMOHHOTO THMA TMpeuiaralTcs Ha0opbl
JEMOHCTPALIMOHHOTO o0opy0oBaHUs u y4eOHO-HarJIsTHBIX nocooui,
o0OecreynBalIe TEeMAaTUYECKUe WUTIOCTpAllid, COOTBETCTBYIOLIEH paboyeil
POrpPaMMbl TUCHUTUTUHBI (MOIYJIS).

MuHUManbHO HEOOXOAMMBIA I peau3alii MPOrpaMMbl  AUCIIUTUIMHBI
(MOmyJsl) MepevYeHb MaTepHabHO-TEXHUUYECKOro o0ecredyeHHs BKIIYAaeT B cels
CrienuaIbHO 000PYIOBAaHHBIE MIOMEIIEHUS I TIPOBEICHUS YI€OHBIX 3aHITHI, B TOM
yuciae ayAuTOpUH, OOOpPYJIOBAaHHbICE MYJIbTUMEAUNHBIMU W HHBIMH CpPEJICTBAMU,
NO3BOJISIIOLIEM 00yJaroIumMcs OCBauBaTh 3HAHMS, MpeayCMOTPEHHBIC
npo(ecCHOHaNbHOMN IEATEbHOCTBIO, B T.4. HHJUBHYyaJIbHO.

[Tomemenuss st  CaMOCTOSITENIbBHOM  pabOThl  0OYyYarOlIMXCSl  OCHAIICHbI
KOMITBIOTEPHOM TEXHUKOW C BO3MOXHOCTBIO TOJKIOYEHUS K ceTh «MHTepHET» U
obecrieyeHueM JOCTyNa B AJIEKTPOHHYI0 MHGOPMAIMOHHO-00pa30BaTEIbHYIO CpeIy
PoctI'MY.

B ciywae npuMeHeHHS ~ AJEKTPOHHOTO  OOy4Y€HHUs, JUCTAHIMOHHBIX

00pa3oBaTeIbHBIX TEXHOJIOTHH JOIyCKAaeTCsd 3aMEHa CIICIHAIbHO 000PYIOBAaHHBIX
MOMENIEHUH WX BHUPTyaJIbHBIMH aHAJOTaMH, ITO3BOJISIOMMMH  OOYYaOIIUMCS
OCBaMBaTh YMEHHS W  HABBIKM, MPEAYCMOTPEHHBIE  TPOodecCHOHATHLHOM
JIeITEIIbHOCTBIO.

Kadenpa  obecrieueHa  HEOOXOAUMBIM  KOMIUJIEKTOM  JIMIIEH3MOHHOTO
IporpaMMHOro o0ecriedyeHuss (COCTaB OMpeneIsIeTcss B pabounMx Iporpammax
JUCUUIUIMH (MOJIyJICH) U TIOJICKUT €KET0THOMY OOHOBJICHHUIO).

IlepeyeHb MPOrpaMMHOI0 oGecedeHHs
1. Office Standard, numnensus Ne 66869707 (moroBop Ne70-A/2016.87278 ot
24.05.2016).
2. System Center Configuration Manager Client ML, System Center Standard,
munieH3us Ne 66085892 (morosop Ne307-A/2015.463532 ot 07.12.2015).
3. Windows, muuensust Ne 66869717 (morosop Ne70-A/2016.87278 ot 24.05.2016)
4. Office Standard, muuenszust Ne 65121548 (moroBop Ne96-A/2015.148452 ot
08.05.2016);



5. Windows Server - Device CAL, Windows Server — Standard, nmuriensus Ne 65553756
(moroBop Ne PIMVY 1292 ot 24.08.2015).

6. Windows, muniensust Ne 65553761 (morosop NePI'MVY 1292 ot 24.08.2015);

7. Windows Server Datacenter - 2 Proc, mumensuss No 65952221 (moromop
Nel13466/PHJ(1743/PTMVY 1679 ot 28.10.2015);

8. Kaspersky Total Security 500-999 Node 1 year Educational Renewal License
(moroBop Ne 273-A/2023 ot 25.07.2023).

9. IlpenocraBienue yciyr cBa3u (MHTepHeTa): «Ip-Tenekom XOJNIUHT» - JOTOBOP
PI'MVY262961 ot 06.03.2024; «MTC» - noroBop PITMVY26493 ot 11.03.2024.

10. Cuctema yaudunrpoBaHHeix kommyHukamnuit CommuniGate Pro, nutiensus: Dyn-
Cluster, 2 Frontends , Dyn-Cluster, 2 backends , CGatePro Unified 3000 users ,
Kaspersky AntiSpam 3050-users , Contact Center Agent for All , CGPro Contact
Center 5 domains . ({orosop Ne 400-A/2022 ot 09.09.2022)

11. Cucrema ynpaBnenust 6azamu ganabix Postgres Pro AC, nunensus: 87A85 3629E
CCED6 7BA00 70CDD 282FB 4E8ES5 23717(Jorosop Ne 400-A/2022 ot 09.09.2022)
12. 3amumennsiii nporpammubiil koMiuieke 1C: Ilpeanpusitue 8.3z (x86-64) lmir.
(moroBop NoePI'MVY 14929 oT 18.05.2020r.)
13. DxocucTema cepBUCOB sl OM3HEC-KOMMYHHUKAIIUN 1 COBMECTHOU pabOTHI:

- «MTC Jlunx» (ITnatdpopma). JlononHutenbHbIil MOy «BoBieueHne u pa3aesieHue
Ha TPYIIIBIY;

- «MTC Jluax» (ITnatdopma). Koudurypanus «Enterprise-150» (morosop
PI'MVY26466 ot 05.04.2024r.)

14. CnpaBounas IIpaBoBas Cucrema Koncynerantllntoc (moroBop Ne 24-A/2024 ot
11.03.2024r.)

15. Cucrema 3amuThl TPUIOKEHHUH OT HECAHKIIMOHUPOBAHHOTO JocTyna Positive
Technologies Application Firewall (lorsop Ne520-A/2023 ot 21.11.2023 1.)

16. Cucrema MoHUTOpHHTA COOBITHI MH(MOPMAIIMOHHON Oe3omacHocTH Positive
Technologies MaxPatrol Security Information and Event Management (lorsop
Ne520-A/2023 o1 21.11.2023 1.)



OEJIEPAJBHOE I'OCYJAPCTBEHHOE BIO/KETHOE OBPA30BATEJIBHOE
_YYPEXJIEHUE BBICHIEI'O OBPA30OBAHMS
«POCTOBCKHU I'OCYJAPCTBEHHBIN MEJMIIMHCKUU YHUBEPCUTET»
MHUHHUCTEPCTBA 3IPABOOXPAHEHUA POCCUUCKOU PEJAEPALINN

Kadenpa remaTonoruu u TpaHcy3noa0ruu (¢ KypcamMu KIMHUYECKON 1a00paTOpHO
JMAarHOCTUKH, TeHETUKU U Ta00paTOPHON IreHETUKH)

OuieHOUHBIE MaTEPHUAIIBI

no nucuumuinae I'eneTuka

CneunansHocts 31.08.68 Ypoiorus



1. Ilepeyenr kommnereHUuH, (opMHpPYeMBIX JUCHUIUIMHOH (IOJTHOCTBIO MU
YACTUYHO)

Ipogpeccuonanvuvix (I1K):
Kon u naumenoBanue Nunukatop(bl) AOCTUKEHUS
o01enpodecCHOHATBHON KOMITCTCHITUN obmenpodeccnoHaTbHOM KOMITCTCHITUN
[IK-5 TOTOBHOCTB K OIIPENIEIICHUIO Y TTALIUEHTOB

NaTOJIOTUYECKUX COCTOSHUM, CUMIITOMOB,
CHHJIPOMOB 3200JI€BaHU, HO30JIOTHYECKUX
¢$bopM B COOTBETCTBHH ¢ MeXTyHapOIHOM
CTaTUCTHUYECKON Kiaccupukanueit 6oae3Hei n
po6JieM, CBSI3aHHBIX CO 3/I0POBbEM

2. Buabl OLEHOYHBIX MAaTepHAJIOB B  COOTBeTCTBHM ¢  ¢(opMHpyeMbIMH

KOMIIETeHIIUSIMH
HaumeHoBaHue Buzpl o11eHOUHBIX MaTepuaaoB KOJIMYECTBO 3aJaHUN
KOMIIETEHIINH Ha 1 KOMIIeTEeHIUIO
IIK- 5 3aaHus 3aKpLITOrO THIIA 25 ¢ pTajJJOHAMHU OTBETOB
3agaHusi OTKPBITOTO TUIIA: 75 ¢ >TaJlOHAMH OTBETOB

Bompocsr 11st cobecenoBanust
CuTyanimoHHbBIC 3aJ1a9H
3agaHus OTKPHITOTO TUMA! 75 ¢ aTaTIOHaMH OTBETOB
Bomnpocsr mist cobecenoBanust
CuTyanuoHHBIC 3aJ1a9H

3ananus 3aKpbITOr0 TUNA
3amanue 1. MacTpykius: Beibepure oauH NpaBUIbHBINA OTBET.
Juarnoctuueckue KpuTepuu MyKOBHCIIM1034:
1. XxpoHHUeckre OPOHXO0IKTa3bI, IPABOCTOPOHHEE PACIIONOKEHUE Ceplla, XPOHUUECKHE
CUHYCHTBHI,
2. rpyOble uepThl 1ula, Kuockonnos, Aepopmarus rpyIuHbl, HU3KUHA POCT, MOPOK KIJIallaHOB
cepana, YMCTBCHHAsI OTCTAJIOCTh,
3. peuuIuBUPYIONINE XPOHUYECKHE THEBMOHHUH, HapylIeHHe QYHKIUHU TOKeNTy109HON
KeJe3bl, MallbaOCopOIIHst, OOUIBHBIN 3TOBOHHBIN CTYII;
4. 3agepkKa pocTa, MHOKECTBEHHBIA TU30CT03, IOMYTHEHHE POTOBHUIIBI, TOBBIILICHHAS
AKCKpPEIUs TJIMKO3aMUHOTJIMKAHOB (MYKOIIOJIMCaXapu0B) C MOYOM.

Omanon omeéema peUANBUPYIONINE XPOHUIECKIE THEBMOHUY, HAPYIIIEHUE (PYHKIIHH
MO/KEITY IOYHOM JKeJIe3bl, MaTbaOCcOpOIIHsl, OOMITHHBIN 3JIOBOHHBIN CTYJI

3amanue 2. UuacTpykmus: Beibepute oquH NpaBUIbHBIA OTBET.
Jlmarnoctuueckue KpuTepuu HelipopudpomaTosa:
1. BpOXKIEHHBII MOPOK CEPALAa U TOPOK Pa3BUTHUA JTyYEBOM KOCTH U €€ TPOU3BOIHBIX;
2. MHO>KECTBEHHbIEC MIUTMEHTHBIE MATHA HAa KOXKE, OMyXOJIU KOKHbIE, TOJKOKHBIE U TIO X0y
HEPBHBIX BOJIOKOH, CKOJINO3, TTIMOMBI 3pPUTEILHOTO HEPBA;
3. cebopeifHbIe aIecHOMBI Ha MIEKaX, IEMUTMEHTUPOBAHHEIE MSITHA, «KO(EHHBIE» TATHA,
CYJIOpOTH, YMCTBEHHAsl OTCTAJIOCTh;
4. aHeMus, TeNaTOCIICHOMETalIus, «OaIllIeHHBII Yeperl, BOJISHKA IJI0/1a.

Omanon omeema MHOKSCTBCHHBIC IINTMCHTHBIC IIATHA HA KOX€C, OITYXOJIU KOXKHBIC,
IMOJKOXXHBIC 1 110 XOAY HEPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCJIIBHOT'O HEPBA



3ananue 3. Unctpykuus: Beibepute oauH npaBuiibHbIN OTBET.
JIMarHoCcTHYECKUE KpUTEpUH (PEHUIIKETOHY PUU:
1. nBOMCTBEHHOE CTPOCHHE HAPYKHBIX MOJIOBBIX OPraHOB, PBOTA, AETHApaTalIHs;
2. mporpeccupylomue 6Je1HOCTh U TUIIOTPOQHs, CINIEHOMETaJHsl, BEICTYAOINE CKYJIbI U
TI0OHBIE OYTPHI, «OAIICHHBIN Yepen, aHEMUsI;
3. MHO)XECTBEHHbIE IUT'MEHTHBIE ISITHA HA KOXKE, OMYyXOJIH KOXHbIE, TOJIKOKHBIE U 110 X0y
HEPBHBIX BOJIOKOH;
4. oTcTaBaHME B ICHXOMOTOPHOM Pa3BUTHU, MUKpoLe(]aIrs, TUITONMUIMEHTALHSI BOJIOC U
KOXKH.

Omanon omeema OTCTaBaHUE B IICHXOMOTOPHOM Pa3BUTHUHU, MUKpoLe(hanus,
TUIONUTMEHTALUs BOJIOC U KOXKHU.

3ananue 4. Uactpykuus: BeiGepute o1H NpaBUIIbHBINA OTBET.
Juarnoctuueckue Kputepuu cuHapoma Mapdana:
1. orcTaBaHMe B ICUXOMOTOPHOM Pa3BUTHUH, MUKpoOLe(danus, TUIIONUT MEHTAIIHS;
2. MOJABBIBUX XPYCTaIMKa, TUIEPIIOABIKHOCTh CYCTaBOB, BOPOHKOOOpa3HOE B/IaBJICHHUE
IpyJIUHBI, BBICOKHI POCT, aHOMAJIbHBINA POCT 3y0O0B;
3. YMCTBEHHas OTCTAJIOCTh, MAKPOOPXUAM3M, JTMHHOE JIULIO, BHICOKHUI J100, MaCCUBHBIN
o100POI0K, OTTONBIPEHHBIE YIIIH.
4. lN'uneprenopusm, OpaxugaKkTHINS, KpUOTOPXU3M, HU3KUH POCT, IaX0Bas IPbhKa yMepeHHas
YMCTBEHHAsI OTCTAJIOCTb

Omanon omeema NOABBIBUX XPYCTaINKa, TUIIEPIIOABIKHOCTb CYCTaBOB,
BOPOHKOOOPa3HOE BJABJIEHHUE IPYAUHBI, BBICOKUH POCT, aHOMaJIbHBIN pocT 3y00B

3ananue 5. UncTpykuus: Beibepure o uH npaBUiIbHBINA OTBET.

JlnarHocTUYECKNE KPUTEPUU aIpEHOTEHUTAIBHOTO CUHIPOMAL!

1. runeprenopusm, OpaxuaaKkTUINS, KPUOTOPXU3M, HU3KUI POCT, TaXOBbIE IPHIKH, YMEPEHHAas
YMCTBEHHAsI OTCTAJIOCTb;

2. TOHaJbl MIPE/ICTaBICHbI IMUKaMH, HapYKHbIE MTOJIOBBIE OpraHbl CHOPMHUPOBAHBI 110
KEHCKOMY THILY, BTOPUYHBIE TOJIOBbIE IIPU3HAKU HEIOPA3BUTHI, KapuoTun 46, XY

3. mporpeccupyolas BUPUIN3ALHKs, YCKOPEHHOE COMaTUYECKOE Pa3BUTHUE, TOBBIIICHHAs
9KCKpelHsi TOPMOHOB KOPbI HAATIOYEYHHUKOB;

4. yMCTBEHHasi OTCTaJIOCTh, MAKPOOPXUU3M, OTTONBIPEHHBIE YIIH, JUIMHHOE JIUIIO,
MacCCHBHBIH 10100POIOK.

Omanon omeema nporpeccupyromias BUupuin3anus, YyCKOPpEHHOC COMaTUYCCKOC
Pa3BUTHC, TOBLIMICHHASA SKCKPCUHA TOPMOHOB KOPbI HAAIIOYCUHHUKOB

3ananue 6. UncTpykuus: Beibepute oquH npaBuiibHbINA OTBET.
denorunuyeckue npusHaku cunapoma KialiHdenbrepa BKIIOYAIOT:
1. HU3KOPOCIOCTh, KPHUIOBHIHBIE CKIIATKH KOXH B 00IaCTH II€H, MHOKECTBEHHBIC
MUTMEHTHBIE POAWHKY, TUM(POCTa3, MOPOKU CEp/Iia U KPYIHBIX COCYI0B
2. BBICOKHMI pOCT, TUIIEPTOHAIOTPOITHBINA THIIOTOHAAN3M, MUKPOOPXUIHN3M, OeCIIIOANE,
TMHEKOMACTHS, a300CTIEPMUS
3. muKporedanys, MOTUIAKTUINS, pacilelnHa ry0sl u HeOa
4. Mukpo(TambMus, pacuiearHa ryosl 1 Heba, MUKpouedaus, NOTHIAKTUINS

Omanon omeema. BHICOKUN pocCT, FI/IHCprOHa,I[OTpOHHHﬁ TUnoroHaanu3sm, MUKpOOPXHUAnU3M,
6€CHJIOI[I/IC, TMHCKOMACTHUA, a300CIICPMUA



3ananue 7. Unctpykuus: Beibepute oquH npaBuiIbHBIN OTBET.
[Topok pa3BuTHS, BCTpEUAIOIIUICS KaK CaMOCTOSITEIbHO HACIIELyEeMbIi TOPOK C ayTOCOMHO-
JOMHUHAHTHBIM THIIOM TI€PEIaud, TaK U KaK CUMIITOM IIPH JPYTUX CHHAPOMAaX, Ha3bIBACTCS
1. OxTpomakTHINs
2. Kpunropxusm
3. Amrasus OOJIBIIOrO Maiblia
4. T'mapouedanus

Omanon omeema: IKTPOAAKTUINS
3ananue 8. UHcTpyKuus: BeiGepuTe 01H NpaBUIIbHBINA OTBET.
K xknmangecknMm npusHakaM cuHapoMa beksura-Buaemana oTHoCAT
1. KpputoBuaHbIE CKIIaIKH HA I11€€, MOHT'OJIOMIHBIN pa3pes Iia3
2. Kopotkyto miero ¢ u30bITKOM KOKU U KPbUIOBUIHBIMU CKIIQAKAMHU
3. I'uneprenopusm
4. Bouplryio Maccy IpH pOKICHUH WK MTOCTHATAIIBPHOE OTIEPEKEHNE (PU3NUECKOTO PA3BUTHS

Omanon omeema: BOJ'H)IHYIO MaccCy Ipu pOXACHHUU WU ITOCTHATAJIBHOC OIICPCIKCHUC
(I)I/I3I/ILIGCKOI“O pPa3BUTHA

3ananue 9. UncTpykuus: BeiGepute o1H NpaBUIIbHBINA OTBET.
[Tokazanus /Ui poBeIeHUs] KAPUOTUITUPOBAHUS:
1. 3agep:kka (pU3MYECKOro U MOJIOBOTO PA3BUTHUS, THIIOTOHAINU3M, THIIOTCHUTAIN3M;
2. HapylUleHHe IypUHOBOTO U MUPUMHUIUHOBOIO OOMEHa;
3. npuoOpeTeHHble JedOopMaLiU TO3BOHOYHUKA U TPYAUHBI, IOMYTHEHUE POTOBHULIBL,
rernaTocIuIeHOMEeT aus;
4. mporpelMeHTHas yTpara NIpUOOPETEeHHBIX HABBIKOB, CyIOPOKHBIA CUHPOM, CIACTUYECKHE
napanuiu

Omanon omeema: 3aCPIKKa (1)I/ISI/I‘~IGCKOFO H ITOJIOBOT'O pa3sBUTUA, TUIIOTOHAANU3M,
TUIIOIrCHUTAJIU3M

3ananue 10. UncTpykuums: BeiGepure ouH NpaBUIBHBINA OTBET.
CUMITOMOKOMILIEKC, BKITIOUAOIINA MUKpOLiepalinio, pacuieanHy ryObl 1 HEOA, TOTHIaKTHIIHIO
U TIOJIMKUCTO3 MOYeK, HauboJee XapakTepeH IJis:

1. cunnpoma DaBapica;

2. cunapoma JlayHa;

3. cunnpoma Bonbda-XupuixopHa;

4. cunnpowma llatay.

Omanon omeema: cunapoma Ilaray.

3ananue 11. UHcTpykuus: BeiGepure ouH NpaBUIBHBINA OTBET.
[Tokaszanus U1 IPOBEICHUST OMOXMMHUYECKOTO MCCIICAOBAHUS HE SBIISIOTCS:
1. 3aaepiKKa MCUXUYECKOTO PA3BUTHUS B COUCTAHHUH C MPU3HAKAMHU MOYCKHCIIOTO JHATE3a;
2. nerkasi onuroQppeHus, 3aepKKa MOJIOBOTO CO3PEBAHUS;
3. onuropeHust B COYCTAaHUH C OOIICH TUCIIACTUYHOCTHIO;
4. MBIIICYHAs TUTICPTOHUS, TUTIOTIUTMEHTAIIHSI, 3a/IeP’)KKa MOTOPHOTO M PEUEBOTO PA3BUTHSL.

Omanon omeema: nerkas oJuroppeHus, 3a1epxKKa MoJI0BOr0 CO3PEBAHUS
3amanue 12. UHCTpYyKIMs: BeiOepuTe oMH MpaBUIbHBINA OTBET.
[Tokazanus 115t IPOBENICHUS CIICIIMAIBHBIX OMOXUMHUYECKUX TECTOB:



P

YMCTBEHHAsI OTCTAJIOCTh, BPOKIECHHbBIE TIOPOKH PA3BUTHS Pa3IMUHbIX OPIaHOB U CUCTEM;
MIPUBBIYHOE HEBBIHAIIIMBAHUE;

KaTapakTa, renaTocIieCHOMETalts, OTCTaBaHUE B Pa3BUTHH, HEOOBIYHBIH 3amMax MOYH
MEPTBOPOKICHHE B aHAMHE3e

Omanon omeema. KaTapakTa, rermaToCrjiCHOMETrajinsa, OTCTaBaHHUE B Pa3BUTUMH, HEOOBIUHBIN
3armax MO4Yu

3ananue 13. UncTpykuus: Boeibepure ouH MpaBUIbHBINA OTBET.
bruoxumuueckas AuarHocTUKa rokasaHa Mmpu:

1.

[98)

COYETaHUM 3aJIeP’KKU TICUXOMOTOPHOTO Pa3BUTHA C TUIIONUTMEHTAUEN 1 HEOOBIYHBIM
3armaxoM MOYHM, IPOrPEAUEHTHOM YTpauuBaHUU IPUOOPETEHHBIX HABBIKOB.
TUIIOT€HUTAIIN3ME, TUIIOTOHAIU3ME,

. Oecruronuu;

HC BbIHAIIIMBAHHC 6epCMeHHOCTI/I

Omanon omeema: cOUETAaHUU 3aJACPKKU IICUXOMOTOPHOTO Pa3BUTHSI C TUIIONIUIMEHTALUEN U
HEOOBIUHBIM 3allaXOM MOYH, IPOrPEIUEHTHOM yTPAUUBAHUU TPHUOOPETEHHBIX HABBIKOB.

3ananue 14. Unctpykuus: Beibepure oiuH NpaBUIBHBIA OTBET.
[Toka3zanus 11 npoBeieHUs] OMOXMMHUYECKOTO UCCIIeI0BaHUS:

1.
2.

(98]

ITIOBTOPHBIE CIIy4anl XPOMOCOMHBIX IIEPECTPOEK B CEMBE;

OTCTaBaHUE B PU3UUECKOM Pa3BUTHHU, T€NATOCINIEHOMET aJIHsl, HEMEPEHOCUMOCTb KaKHX-
100 MUILEBHIX IPOIYKTOB;

. MHO>KECTBEHHBIE BPOKJICHHbIE IIOPOKH Pa3BUTHUS;

. TIOBTOpPHBIE CIOHTAHHBIE a0OPTHI.

Omanon omeema: OTCTaBaHUEC B (1)I/I3I/I‘ICCKOM Pa3BUTHH, I'CIIATOCIVICHOMET AJINA,
HCIICPCHOCUMOCTD KaKHX-JTH00 IMUIICBBIX ITPOAYKTOB

3ananue 15. Unctpykuus: Beibepure ouH npaBUiIbHBIN O0TBET. LluToreHeTnueckuii MeTos
ABJISIETCS PEIIAOIINM JUISl TUATHOCTUKH:

1

2
3
4

3

. MOHOTEHHOH MaTOJIOTUH C U3BECTHBIM NEPBUUYHBIM OMOXUMHUECKUM J1e(EKTOM;
. CHHJIDOMOB C MHOXECTBEHHBIMH BPOKICHHBIMU TTIOPOKAMHU PA3BUTHS;

. XpOMOCOMHOMH TaTOJIOTUH;

. MHOTO()aKTOPHBIX OOJIE3HEH

Omanon omeema: XpOMOCOMHOfI IaTOJIOTHUH,

amanue 16. MaCTpYyKIMs: BpiOepuTe 0MH MPaBUIIBHBIA OTBET.

ITpenaTtanpHas quarHoctuka cuaapoma LlemnBerepa Bo3MoxkHa ITyTeM OIpPeeICHHS

AKTUBHOCTH:
1. merunmanonuin-KoA-myrtasbl

2. rtanytapun-KoA neruaporeHassl

3. MEepOKCUCOMO-CBA3aHHOW KaTajasbl
4. OMOTHMHUOA3EI

Dmanon omeema: IEPOKCUCOMO-CBA3AHHOM KaTanas3bl

3amanue 17. UacTpykuus: Beibepure oauH MpaBIIbHBIA OTBET
[ToBTOpHBIN pUCK MYJIbTH(PAKTOPUATHHOIO OPOKA /17151 CHOCOB MpoOaHIa NPy €AMHUYHOM
3a00JIeBaHUU B POAOCIOBHOM — KaTEropHsi:



b=

HHU3KOI'0 pUCKa
CpPE/IHEero prcKa
BBICOKOT'O PHCKa
HET pUCKa

Omanon omeema: HA3KOTO pUCKa

3amanue 18. MHcTpyKms: Beioepure oiuH MpaBHIBHBINA OTBET
Tum HacieAOBaHMS TUTIEPTOHUYECKOH OOJIe3HH:

1. ayTOCOMHO-penecCuBHBIN

2. ayTOCOMHO-AOMHWHAHTHBIN

3. CUEIUICHHBIN ¢ X-XpOMOCOMOM
4. MOMUTEHHBIN

Dmanon omseema: MOMUTCHHBIN

3amganue 19. UacTpykuus: Beidepure oauH npaBIbHBIA OTBET
MynbsTudakropuaabHas IpUpoJa HE XapaKTepHa MpH CIETYIOMUX 3a00JIeBaHUAX:

1.

2.
3.
4

paKe KeyaKa
caxapHOM Juabere
SI3BEHHOM KOJIUTE
JTy4eBOi 0one3Hu

Omanon omeema: JIy4eBOM 00I€3HU

3amanue 20. UncTpykust: Berdepure oiuH NpaBHIbHBINA OTBET
Jlist kakoro 3a00JieBaHHs HE XapaKTepHa MyJIbTH(aKTOpHaIbHAS PHPO.IA

D=

paKe XeryaKa
caxapHOM JquadeTe
SISBBEHHOM KOJIUTEC
rpuImIme

Omanon omeema: TPUIIIIC

3amanue 21. UacTpykuus: Beioepure oauH MpaBIIbHBIA OTBET
Jlnis cnenyronux 3a0ojieBaHUM He XapaKTepHa MyJIbTH(aKTOpUaIbHasi 3TUOJIOTUS:

e

TUIEpPTOHUYECKast 00JIe3Hb
aTepOCKIIepO3
mu3oppeHus
JIEHIIIMAHNO03

Dmanon omeema: NEUIIMAHNO3

3ananue 22. Unctpykuus: BeiGepure oivH NpaBUIIbHBIA OTBET
Jlisg MynbTU(aKTOpHABHBIX 3a00JI€BaHUI HE XapaKTEpPHO:

I.

ceMeifHOe HAaKOIUIEHHE HE COOTBETCTBYET OXKUAAEMOMY IPH PELECCUBHOM HIIH
JOMUHAHTHOM HaclleZI0BaHUH

4yacToTa 3a00J1€BaHUs CPEAM HACEJICHHS BBIILIE, YEM TP MOHOTEHHBIX 0O0JIE3HIX
KOJINYECTBEHHBIE OTKIOHEHMS IIPU3HAKA CBUAETENIBCTBYIOT O IIMPOKOM pa3Maxe
M3MEHYMBOCTHU CPEAM HaCEICHUS



4. uyérko 0OHAPYKMBAETCA €IMHUYHAS MOJIEKYJISPHAS aHOMAIIHS

Omanon omeema: 4ETKO OOHAPYKUBAETCS €IMHUYHAS MOJIEKYJIIpHAsl aHOMaJIHs

3ananue 23. UHcTpykuus: Beibepure oiuH npaBUIbHBINA OTBET
KpoBHOe pocTBO npu MyJIbTH(HAKTOPHATILHOM HACJIeI0OBaHUU:
1. cylecTBEHHO yBEIMYNBAET OBTOPHBIN PUCK
2. HEMHOTO YBEIMYMBAET OBTOPHBIN PUCK
3. HEMHOIO CHUXAaeT NOBTOPHBIA PUCK
4. 3HAUUTEIBHO CHUYKAET MIOBTOPHBII PUCK

Omanon omeema: HEMHOTO yBEJINYUBAET IIOBTOPHBIN PUCK

3amanue 24. UncTpykius: Beroepure oiuH NMpaBHIIbHBINA OTBET
Cy1iecTByeT cieayrolee KOJIM4eCTBEHHOE COOTHOIIIEHUE FeHETUYECKUX U
CPEIOBBIX (PAaKTOPOB MPU MYJIbTU(HAKTOPUATILHOM HACIEIOBAaHUU:

1. OmuH TeH U OAWH CPEIOBOM (aKTOp

2. OJUH I'eH U MHOT'O CPE/IOBBIX (DAaKTOPOB

3. MHOTO I'€HOB W OJIUH CPeAOBOH (haKTOp

4. coyeTaHue MHOKECTBA F€HETUYECKUX U CPEIOBBIX (hPaKTOPOB

Omanon omeema: coueTaHNE MHOKECTBA T€HETUUECKUX U CpPCaOBLIX (baKTO];)OB

3anmanue 25. Unctpykus: Beibepure oiuH npaBUIbHBINA OTBET
HacnexyemocTs npu My IbTH()AKTOPHATIBHBIX 3200JI€BAHUAX OTPEACISACTCS:
1. TONBKO IO CEMENHON YacToTe
2. 1O COOTHOUIECHUIO MOMYJISIIMOHHON U CEMEHHOMN 4acTOT
3. 1O COOTHOILIEHUIO (PEHOTUNMHUYECKON 1 T€HETUUECKON KOPPENALNN MEXTY
POJCTBEHHUKaMHU
4. 10 4acToTe KPOBHOPOJCTBEHHBIX OpaKoB

3aaHust OTKPHITOrO TUMA!

3amanne 1 OmnpeneneHue MOHATHS XPOMOCOMHBIX OOJIE3HEH

DTajoH oTBeTa: XpOMOCOMHBIE 00JIe3HHM - OOJbIIas TPYIINa HACIEICTBEHHBIX O0JIe3HEeH ¢
MHO>XKXCCTBCHHBIMHU BpO)K)IeHHBIMI/I HOpOKaMI/I paBBI/ITI/IFI. B ux OCHOBC JIcxKaT XpOMOCOMHI)Ie NN
T€HOMHBIE MyTalllK. DTU JABa PA3HBIX TUIA MYTallUil 17151 KPATKOCTU O0BEAUHSAIOT TEPMUHOM
«XPOMOCOMHBIC aHOMAJTA

3ananue 2 OnpeieneHre TOUKOBbIX MyTalui

Otasion orBeTa OTHOHYKJIEOTHIHBIE 3aMEHbI U HEOOJIBIINE AETICLIUN MOXKHO OIIPEEIIUTh C
noMo1sio Tuopuan3anuu oopasua JJHK c amnenscrnenupuuHbIMy OJUTOHYKICOTHTHBIMU
npobamu u nposeeHus aienbenenuduaeckon [P, s nposenenus droopectieaTHoun T1LIP,
B KOTOPOH aJIeN OYAyT OTIMYATHCS LBETOM (DIFOOPECHEHIINH, MOKHO M0J00paTh
YHUBEpCaJIbHbIE TPauMepsl U ajuiebenenuduanbie 30Hab61. Ecnu amtensenenuduanbie mpoobt
11000paTh CTHIK B CTHIK, @ MX KOHIIBI CHA0AUTh YHUBEPCAILHBIMH IPaUMEPaMH, TO MOXKHO
IPOBECTHU IPOCTYIO WM MYJIBTUILUIEKCHYIO JIMra303aBUCUMY0 aMItdukanuio. Kpome toro, B
OOJIBIITMHCTBE CITyYaeB ¢ MOMOILBIO KOMITBIOTEPHOTO aHanu3a nocienosareiabnoctu JJHK
MOYKHO OOHAPYKHTh, YTO UCCIICTYEMBIU MTOJIUMOP(U3M H3MEHSET TOCIIEI0BATEILHOCTD,
cnenu(UIHYIO ISl OTHOM U3 COTEH M3BECTHBIX B HACTOSIIMH MOMEHT OaKTepHaTbHBIX
pecTpUKTa3



3aganue 3 OnpeeneHne NPOTHKEHHBIX JACTCIUH

DTalloOH OTBETA: HpOTH)KCHHBIG JCJICHIUHN - OJHU U3 CaMbIX CJIOKHBIX M}/TaHI/II/Iv HE TOJBKO JIA
IIOMCKA HOBBIX, HO U IS ONIPEICJIEHUS B TUArHOCTUYECKUX LIEJSIX YXKe U3BECTHBIX. YacTo ux
OIIPEIETISIOT 10 OTCYTCTBUIO THOPUAN3AMOHHOTO CUTHAJIA WIIH €T0 OCTA0JICHHUIO B PA3IMIHBIX
HOPUIOKEHUAX - OT rubpuanzanuu no CayzepHy /10 aHaIU3a HUTOICHETHUECKUX MIPENapaToB ¢
TIOMOIIBIO (MITFOOPECIIEHTHBIX 30HI0B. J{JIsl KIMHUYECKOU TUarHOCTHKH pa3padaThiBalOT
Metouku Ha ocHoBe [TLIP ¢ O1leHKOM CpaBHUTEIBHOW MHTEHCUBHOCTH MOTYy4aeMbIX
aAMILTUKOHOB.

3aganue 4 OnpeneneHue TaHAEMHbBIX TOBTOPOB

Oranon orera: i onpeesieHrs Y Clia TAHIEMHBIX TIOBTOPOB B OOJIBIIIMHCTBE CITy4YacB
JIOCTAaTOYHO MPOBEICHUS aHaIu3a MoMMopdu3Ma JUTMHBI aMILTH(GUIIMPOBAHHBIX (PparMEeHTOB C
MIOMOIIBIO 3JIeKTpodope3a B aKpHIIAMUIHOM TeJie W KallMUIIPHOTO JIeKTpodopesa. Pexe
TpeOyeTcs UCII0JIb30BaHUE THOPUAN3AIIMOHHBIX TEXHUK, TAKUX Kak ruOpuan3anus no CaysepHy.

3ananue 5 CpaBuutenbHas reHoMHas rudpuansanus (Comparative Genomic Hybridi zation —
CGH)

Oranon orBeta: CGH — KOHKypeHTHas ruOpuan3anus in situ Ha HOpMaJIbHBIX MeTa(a3HbIX
TUTACTHHKAX 370pOBOT0O YenoBeka NByX reHoMHbIX JIHK-Onbmuorek. OHa U3 HUX MOTy4YeHa U3
aHAJTM3UPYEMOH TKaHU, BTOPAst — M3 KOHTPOJIBHOTO 00pasia, B3SAThIX B SKBUMOJISIPHBIX
KOJINYECTBAX U MEUCHHBIX pa3HbIMU (haroopoxpomaMu. COBpeMEHHbIE MOJU(PHUKAIIMKA METOAA
MO3BOJISIOT MPOBECTH THOPHIN3AINIO HE TOJIBKO Ha MeTada3zHBIX XpOMOCOMaX, HO U Ha
MHKpOYHIIaX, PEJICTaBICHHBIX HabopaMu KIoHHpoBaHHBIX (hparmenToB JJHK. Takou BapranT
rubpuanzanyu u3BecteH kak marpuyHas CGH (array CGH). Mcrounukom ananusupyemon JJHK
MOTYT OBITh JFOOBIE SIPOCOACPIKAIIIE KICTKU OpraHu3Ma: TUM(GOLUTHI epupepudecKon
KpoBH. HUOPOOIACTHI, KICTKH aMHAOTUYECKOU JKUAKOCTH M XOPUOHA, OT/JCIbHBIC OJIaCTOMEPHI
VT TIOJISIPHBIC TEJTbIIa, 8 TAK)KE 00pasIbl OIyX0JIeBOM TKaHU. [y ncciemoBaHust MOKET OBITh
JOCTYTICH M apXMBHBIM MaTepHuall, 3a()MKCHPOBAaHHBIN B ()OPMAIMHE U 3aKIIOYCHHBIN B
napaduHoBbie 610kH, B kagecTBe ncrounuka JIHK 1 KOHTpoapHOH OMOTMOTEKH, KaK
IPaBUJIO, HCIIOIB3YIOT TUM(OLUUTHI TepU(EPUIECKOU KPOBH MYKUUHBI.

3ananue 6 ['eHbl npeapacnooKeHHOCTH

OtasioH oTBeTa: I 'eHbl MpeApacnoNokeHHOCTH — 3TO MyTaHTHBIE I'€HbI (aJlJI€IN), KOTOphIE
COBMECTHUMBI C POKIEHUEM U KHU3HBIO B IOCTHATAJILHOM IIEPUOJE, HO IIPU OIPEEe- JIEHHBIX
HEOJIaronpHsTHBIX YCIOBUSAX CIIOCOOCTBYIOT Pa3BUTHUIO TOI'O MJIM MHOTO 3a00J1€BaHMS

3amanne 7 KIMHUKO-IIMTOTEHETHUYECKas XapaKTepucTuka cuHiapoma JlayHa (Tpucomust
XpOMOCOMBI 21).

Omanon omeema: Hambonee pacnpocTpaHeHHOE XpOMOCOMHOE 3a0oneBanue. [lomymsironnas
yacroTa cocrasiseT 1:600-700 HoBopoxkneHHBIX. [{luToreHeTnueckue BapuanTsl cuHapoma JlayHa
pa3HooOpa3usl OcHOBHYH 1070 (10 95%) COCTaBISIFOT ciy4aw TIOJNHOW Tpucomuu 21,
BO3HHKAIOIIME BCJICJACTBUE HEPACXOXKJICHUS XPOMOCOM B Meno3e. Bkiag MaTepuHCKOTrO
HEepacxXokJeHUs B rametrudeckue (Gopmel 60se3nu cocrasiuseT 85- 90%, a OTLOBCKOTO - TOJIBKO
10-15%. ITpumepro 75% HapylIeHUH BO3ZHUKAIOT B TIEPBOM JICIICHUM MEU03a Y MaTEPH U TOJIBKO
25% - Bo BTOpoM. Oxomo 2% neren ¢ cuHapoMoM JlayHa UMEIOT MO3andHble (POPMBI TPUCOMHUU
21 (47,+21/46). IlpumepHo 3-4% OONIBHBIX UMEIOT TPAHCIOKALMOHHYIO (POpPMY TPHUCOMHUHU TIO
TUIY POOEPTCOHOBCKHUX TPAHCIOKAIMU MEXIY akpoleHTpudeckuMu xpomocomamu (D/21 wu
G/21). OxoJI0 OJHOW 4YETBEPTH TPAHCIOKAMMOHHBIX (OPM HACIECIYIOTCS OT POJUTEIICH-
HOCHUTEJIEH, TOT/Ia KaK TP YETBEPTH UX BO3HUKAIOT de novo. OCHOBHbBIE KIIMHUYECKHE PU3HAKA



CHUHJIIpOMA: THITMYHOE IUIOCKOE JIUIO, Opaxuiiedalius , aHOMAJIMH TJa3 (MOHTOJIOMTHBIN pa3pe3
TJ1a3, SMHUKAHT, NATHAa bpymdwibaa, paHHSsS KatapakTa , MUONHUS ), OTKPBITHIM POT, aHOMAJTHH
3y0OOB, KOPOTKHUHU HOC, IUIOCKAas TEPEHOCHUIla, W30BITOK KOXH Ha Ilee, KOPOTKHE KOHEYHOCTH,
HOTIEpeYHAasi YeThIpeXMalblieBasi JIQJOHHAS CKJIAKa, IIHUPOKHH NPOMEKYTOK Mexay [ um 11
najgblaMu cTombl. M3 MOpOKOB BHYTPEHHMX OpPraHOB YacTO OTMEYAIOT BPOKIECHHBIE MOPOKHU
cepana (AeeKTbl MEXOKETYJOYKOBOM U MEKIPEICEPAHOH TEPErOPOIKH, OTKPBITBIA
aprepuasibHbii  1potok) u  JKKT, koTopele B 3HAYUTCILHOM CTENEHU  OIPEICISIOT
IPOAOKUTEIHHOCTD )KM3HH MallMEeHTOB ¢ CUHAPOoMoM JlayHa. BoabIIMHCTBO OONBHBIX CTpagatoT
YMEPEHHOM HJIM TSKEIIOW CTETEHBI0 YMCTBEHHOM OTCTaJOCTH. boyiee Msrkue GpeHOTHUITHYECKHUE
MPU3HAKK XapaKTEPHBI A7 MAllMeHTOB C MO3aUYHBIMU (hOpMaMU CUHAPOMA.

3ananue 8 KMHUKO-LIUTOreHeTHYECKas XapakTepucTuka cugapoma [laray.

Omanon omeema: lomynsimuoHHas yactoTta BapsupyeT B quana3one 1:7800-14 000. 3a6oneBanue
BO3HUKAET IPEUMYIIECTBEHHO BCJIEJICTBUE TPUCOMUM XpOMOCOMBbI 13, Kak mpaBuio,
MaTEpUHCKOIO MpoucxoxaeHus. Kpome Toro, pasBUTHE CHHIpPOMa MOXET OBbITh CBSI3aHO C
TPaHCIOKAIIMOHHBIMH BapuaHTaMH (pOOEPTCOHOBCKHE TPAHCIOKAIMH), MO3aUUYHBIMH (hOpMaMH,
JIOTIOJTHUTEIBHOM KOJIBIIEBOW XPOMOCOMOU 13 1 n3oxpomocomamu. Kitmanuecku cunapom [atay
XapakTepu3yeTcs MUKpoIe(aanen, paciieIMHaMi BEpPXHEH I'yObl U HEDA, HU3KO MMOCAKCHHBIMH
ne(opMUpPOBaHHBIMH  YIIHBIMH DPAaKOBHHAMH, MHUKPOTCHHEH, THUIOTEIOPH3MOM, IUCILIa3HeH
CETYATKH, MOJHIAKTHINEH, MONEPEYHOU JIAJOHHOH CKJIAJIKOW M MHOXECTBEHHBIMH MOPOKaAMH
BHYTPEHHUX OPraHOB: BPOXKACHHBIMH MOpPOKaMH cepina (IedeKThl MeperopofoKk M KpPYITHBIX
COCYZIOB), HE3aBEPIICHHbIM TIOBOPOTOM KHIIEYHHKA, MOJMKHCTO30M IIOYEK U YABOCHHUEM
MoueTouyHuKa. OOHapyXUBAIOT KPUNTOPXU3M, THUIIOIUIA3MI0 HAPYXKHBIX IOJOBBIX OPraHOB,
yIBOCHHE MAaTKU ¥ Biaranumia. J{jst qeter xapakrepHa riryookast uanotus. [Ipo1omKuTeIbHOCTh
KU3HU, KaK [IPaBUIIO, COCTABIISIET 2-3 MEC U PEJIKO AOCTUTAET OJTHOTO rojia.

3ananue 9 KnmHUKO-LIUTOreHeTHYECKasi XapaKTepUCTUKa CUHApPOMa DiBapca.

Omanon omeema: IlomynsuuonHas 4vacrota coctasisieT 1:6000-8000 ciywaeB. Bropoe mo
pacIpoCTpaHEHHOCTH Iocie cuHApoMa JlayHa XpoMmMocoMHoe 3a0ojeBaHHe. bBoJbIIMHCTBO
cirydaeB (90%) cBsi3aHO C TIOJTHOU (POPMOU XpOMOCOMBI 18, BOHUKAIOIIEH BCIEICTBHE OIIHOOK
IIEPBOTO JICJICHUST MEHO3a y Marepu. TpaHCIOKAalMOHHBIE BapUaHThl PETHCTPUPYIOT KpanHe
penko. KpuTuyeckuu permoH, OTBETCTBEHHBIM 3a ()OPMHUPOBAHHME OCHOBHBIX KIMHHUYECKHX
IIPU3HAKOB CUHApPOMa, - cerMeHT 18q1 1. HoBopoxaeHHbIe C CHHAPOMOM DiBapjca UMEIOT MaLyIO
maccy Tena. OCHOBHbIE JMarHOCTUYECKHE MpU3HAKU 3a0oieBaHus:  Jonuxonedanus,
THIIEPTENIOPU3M , HU3KO TIOCaKEHHBIE YIIIH aHOMAJIbHOM (POPMBI, MUKPOTHATHS , MUKPOCTOMHS U
CKOLICHHBIM IMOJ0OPOJOK. BO3MOXHBI aHOManMu pa3BUTHS KOHEYHOCTEH, OTCYTCTBHUE
JMCTAbHOM CKJIAJIKA Ha MU3WHIIE W TUIOIUIA3Usl HOTTeH. M3 MOpPOKOB BHYTPEHHHX OpraHOB
XapaKTEpPHBIMH CYHMTAIOT KOMOWHHMPOBAaHHBIE MOPOKH CEPIACYHO-COCYAUCTOH  CHUCTEMBI,
HE3aBEPIICHHBIM MOBOPOT KUIIEYHUKA, MOPOKH Pa3BUTHS MOYEK M KpUNTOpXu3M. OTMedaroT
3aJIePKKY TICUXOMOTOPHOT'O Pa3BUTHS, UANOTHIO, UMOCLMIBHOCTD. [IpOOIKUTENEHOCTD KU3HH
OOBIYHO HE TMpPEBBIMIAET OJHOro Trojxa. Tpucomuum 1o Xpomocomam 8, 9 u 14 cpenu
HOBOPOXJICHHBIX PETUCTPUPYIOT peaKo. OnucaHbl eIMHIYHBIE CITyYal HEKOTOPBIX TPUCOMHUHU.

3ananue 10 KnuHuko-muToreHeTHueckas XxapakTepucTHKa CUHIpOMa TpUcoMuu 1o Xp 8.



Omanon omeema: Peaxoe 3aboieBanue, 4acToTa KOTOPOro B momyisiuu coctaiseT 1:50 000.
Bo3HukaeT B pe3ynbpTare XpOMOCOMHOT'O HEPACXOXKICHHUS B COMAaTHYECKUX KIIETKAaX HAa PaHHHUX
CTamusX pa3BUTUs. Tpucomusi § raMeTHYECKOTro MPOMCXOXKACHUS XapaKTepu3yeTcs, Kak ObLIo
OTMEUYCHO BBIIIE, PAHHEH AMOPHUOJICTAIFHOCTBIO. Y HOBOPOXKACHHBIX OOHApPYKHBAIOT Kak
NOJHBIE, TaK ® Mo3aW4yHble (OPMBI TPUCOMHH, TPH OSTOM KOPPEISIHA  MEXKIY
PacIpOCTPaHEHHOCTHIO aHEYIUIOMIHOTO KJIOHA U TSKECThbIO 3a00J1eBaHMsI OOBIYHO OTCYTCTBYET.
OCHOBHBIC HArHOCTUYECKUE MPH3HAKA CUHIPOMA: Makporedans, MUKPOTHATHS, MaCCUBHBIH
BBICTYNAOIIMH JI00, IIMPOKasi CIIMHKA HOCA U OOJbIIUE OTTONBIpEeHHbIC Y. Cpenu aHOMalTul
CKeJieTa 0OHAPYKUBAIOT JI00ABOYHBIC peOpa M MO3BOHKH, 3aKPHIThIC CITAHHOMO3TOBEIC TPBDKH B
IIEMHOM U TPYTHOM OT/IEJie TI03BO HOYHHKA, allIa3MI0 M THUIOILUIA3HI0 HAKOJCHHUKA, a TaKKe
KOPOTKYIO IICIO. OTMeUaroT MHOXECTBEHHEIE KOHTPAKTYphl CYCTAaBOB, KIWMHOAAKTUIUIO U
kamnrogakTiinioo. Cpeau TOpPOKOB BHYTPEHHHMX OPraHOB —pacHpOCTPaHEHBbl aHOMAJIUU
MOUYENOJI0BOH (THAPOHE(DPO3) M CEPACUYHO-COCYTUCTOH CUCTEMBbI (1e(EeKThI MEPEropogaoK |
KPYMHBIX COCYZIOB). Y OOJBbHBIX OTMEYAIOT 3aJIEP’KKY ICUXOMOTOPHOTO M PEYEBOTO Pa3BUTHSL.
NuTennext oObIYHO CHUKEH.

3ananue 11 KnuHuko-muToreHeTnyeckas XapakTepucTuka CHHAPOMa TPUCOMUHM 110 Xp 9.
Omanon omeema: B OONBIIMHCTBE cCllydaeB 3a0oJieBaHUE OOYCIIOBICHO HEPACXOXKICHUEM
XpPOMOCOM Ha PaHHUX CTaAUSX Pa3BUTHs, U TOJBKO MHOTJA OHO CBSI3aHO C TaMETHYECKUMHU
MyTausiMd. Bo3MOXHBI TIOJIHBIE U Mo3auyHbie (opmbl. OCHOBHBIE KIMHUYECKHE MPU3HAKU:
noiuxonedanus, riIy0OKO MOCAXKECHHBIC Ii1a3a, BBICOKHH JI00, MIUPOKas MEPEHOCHIIA, BHICOKOES
HEDO (4acTo ¢ pacuieTMHON ), MUKPOPETPOTHATHS, Ie()OPMAIHsl YIITHBIX PAKOBHH U KOPOTKasl LIEs.
OTMeuaroT aHOMaJIMM CKeJleTa, BKIIOYAIOIINE AMCIUIA3UI0 Ta300€JIPEHHOTr0 CYCTaBa, BBIBUX
JIOKTEBOTO WJIA KOJICHHOTO CyCTaBa, MaTOJIOTHIeCKre n3MeHeHus pedep. M3 mopokoB BHYTpEHHUX
OpPraHOB THIUYHBI AHOMAJIHMU CEPACYHO-COCYIUCTOH, MouenojgoBod cuctem u JKKT.
BoNBIIMHCTBO HOCUTEICH TPUCOMUHU 9 MOTHOAIOT B MEpBbIe 4 MEC JKU3HHU, IPEUMYIIIECTBEHHO OT
pecrupaTopHbIX HH(EKIUH.

3ananue 12 MeTo bl NPEKOHIEIUOHHON TPOGUIAKTUKN

Omanon omseema IlpexoH1eNIMOHHAS TPOPUITAKTHKA — KOMIUIEKC MEPONPUSATHH,
HNOTEHIMAIBHO CIIOCOOHBIX 00ECTIEYUTh ONTUMAJIbHBIE YCIOBUS /TSl CO3PEBAHNUS SHIIEKIICTKH, €€
MOCIIEAYIOLIET0 Pa3BUTHS, UMILJIAHTALIUY, ¥ KaK PE3YyJIbTaT - Pa3BUTHUS IUI0A.
Kommiiekc npekoHIenMoHHON NPOQUIaKTUKU BKIIOYAET:

1. Jleyenue xpoHHMUECKHX 04aroB MHGEKINH (€CIM TAaKOBbIE UMEIOTCS) Y Oy yLIUX

pOIUTENEN.
JleueHne XpOHUYECKUX COMAaTHUYECKHUX 3a00JI€BaHUI.
OneHka cnepMorpaMMBl.
PerynupoBanue nojaoBoro pexxruma, miaHupoBaHuEe OEpEMEHHOCTH.
Juera, oboramieHHas BATAMUHAMU U MUKPO3JIEMEHTaMHM, B TOM yuciie (OoIreBoit
KHUCJIOTOH (CYMTAETCS, YTO OHA CIIOCOOCTBYET YMEHBIICHUIO PUCKA POXKACHUS peOeHKa ¢
nopokamu [[HC)

kW

3ananue 13 IIpuHUUIBL OCYLIECTBIEHUS TPOrPaMM MacCOBOI'O CKPUHUHIa HOBOPOKAEHHbIX
3maﬂ0H omeema HpI/IHLlI/IHbI OCYLICCTBJICHUA HCOHATAJIbHOI'O CKPUHHHI'A:
HpOBC,Z[eHI/Ie Ka)KI[OMy HOBOpO)KI[éHHOMy CKpI/IHI/IHFOBOFO HCCJIea0BaHUsA,
DopMUpOBaHUE TPYIIIIHI BBICOKOTO PUCKA BPOKAEHHBIX U/UIU HACTIEACTBEHHBIX
3a00JIEBAHUMN;

N =



3. IIpoBeneHue NOATBEPXKIAOIINX OMOXMMUYECKUX H/UIIH MOJICKYJIIPHO-T€HETUYECKIX
HCCIeI0BaHNI HOBOPOXKIEHHBIX M3 TPYMIIBI BBICOKOTO PUCKA BPOKIEHHBIX H/HIN
HACJIE/ICTBEHHBIX 3a00JIeBaHU;

4. Meauko-reHeTH4eCKOe KOHCYJIbTHPOBAHUE NAIIMEHTOB C TIOATBEPKAEHHBIM IHaTHO30M
BPOXKJIEHHBIX /WM HACTIEICTBEHHBIX 3a00JI€BaHUH (YJICHOB UX CEeMeil)

Jns nposenenust HC u pacipennoro HC Ha BposkI€HHBIE /WM HACIIEICTBEHHBIE
3a0oJeBaHus 3200p KPOBH OCYIIECTBIISIOT U3 ISATKH HOBOPOXKAEHHOTO Yepe3 3 yaca rocie
KOpMJIeHUs, B Bo3pacTte 24 — 48 yacoB U3HU Y JOHOIIEHHOTO U Ha 7-¢ cyTkH (144 — 168 yacos)
JKU3HU Y HEJJOHOLIEHHOT'O HOBOPOXKIEHHOTIO.

3amanne 14 OOmue moka3aHus K MpeHaTaaIbHON THarHOCTHKE

Omanon omeema [lpeHaranpHas AMArHOCTUKA — KOMIIEKC MEUITMHCKUX
uccienoBaHuii (OMOXUMHUYECKUX, YIbTPa3BYKOBbIX ), HAIIPABICHHBIX HA BHISIBICHUE IPYTIIIbI
pHCKa MO Pa3BUTHIO TOPOKOB IJI0/Ia BO BpeMs OepeMeHHOCTH. [ 1]

Cornacuo nmpukazy M3 P® ot 20.10.2020 r. Ne 11301 «O06 yTBepkaeHUN TOPSIIKA
OKa3aHUsl MEAUIIMHCKON MOMOIIH 10 MPOPUIIIO «aKyIIEPCTBO U THHEKOJIOTUSY, TAKHe
o0cIie10BaHus IPOBOAATCS BCEM OEPEMEHHBIM KEHIITUHAM.

Cy1iecTBYIOT OKa3aHUs AJi1 UHBA3UBHOM MPEHATaNIbHON IMarHOCTUKHU:

®  BO3pacT KEHIIMUHBL> 35 JIeT;

® HajM4yue He MEHee 2-X CaMOIPOU3BOJIbHBIX A00OPTOB HA PAaHHHUX CPOKaxX OEPEMEHHOCTH;

® Haguuue B ceMbe peOeHKa WM IUI0JIA B MPebLIyLeil 0epeMEHHOCTH C CHHAPOMOM
JlayHa wiu JpyruMHu XpOMOCOMHBIMU OOJIE3HSAMU;

® [pUMEHEHHuE MepeJl WM Ha PAHHUX CPOKaX OEpEeMEHHOCTH MPOTUBOOITYXOJIEBBIX
[IpenaparTos;

® [epeHeceHHbIEe BUPYCHbIE HHBEKIUH (TeraTHT, KPaCHyXa, TOKCOILIa3MO3 U JIp.);

® 00myuyeHHe KOro-HuOy b U3 CyNpyros J10 3a4aTus

3ananue 15 HenHBa3uBHBIC METO/IBI (CBIBOPOTOYHBIC MAPKEPHI, YIBTPa3BYKOBBIC MapKEPHI)
Omanon omeema HenHBa3uBHBIE METO/IBI TIPETYCMATPUBAIOT:

*  OINpEJeNeHUE YPOBHS CHIBOPOTOUHBIX MAPKEPOB XPOMOCOMHOM MATOJIOTUH 1012
(PAPP-A u p—XTY)

*  BBIABJICHHUE DXO-MapKEPOB MPH MPOBEACHUN Y 3-00CIiIeI0BaHUS

e nposenenne HUIIT — npenataibHOE CKPUHUHIOBOE MCCIIETOBAHNE BHEKIETOYHOMN
¢deranproit JIHK, koTopas nmupkynupyeT B KpOBOTOKe MatepH. [laHHOe uccienoBaHme
BO3MOYKHO BBITIOJTHUTH Ttocie 10 Henenun 6epeMeHHOCTH

VbTpa3ByKOBbIE MApKEPHI:

*  VBemmuenue TBII mnoga > 2,5 Mm

*  VYyamenue wim ymensmienne YCC mmona

*  OtcyTCTBHE HOCOBOW KOCTH y TUIOJIA

*  PeBepcHblit KpoBOTOK B ductus venosus

* Hanuuwue TpukycnuaaabHOU peryprutaiuu

* Pacxoxnenue cpoka 6epemennocty u KTP mmoma > 2 wen.

*  YMEHbIIEHUE BEPXHEUEIHOCTHON KOCTH

*  VYBeIM4YEHHE MOYEBOIO Iy3bIPs

*  Dx3eHuedanus — aHdHIEDaNN

*  Kucro3nas rurpoma

e EnuHCTBEHHAas Myno4yHas apTepust

3aganue 16 MluBa3zuBHBIE METOIBI
Omanon omeema bUoIicus BOPCHUH XOPHOHA: JAHHOE HCCIEA0BaHNE TIPOBOIUTCS B
YCIIOBUSAX cTanoHapa. [lomydeHHbIN pu OMOIICHU MaTepHal JOCTABIISETCS B TCHETHICCKYIO



71a00paTOpHUIO ISl IPOBEIEHUS] XPOMOCOMHOT'O aHAJIN3a U 3aKJII0UEHHSI Bpauya-TeHEeTHKaA.
CpoxoM Jy1st BHITIOJTHEHUS! OMOIICUM BOPCUH XOpUOHa sBIseTcs 9 — 12 Henenb 6€peMEeHHOCTH;
AMHHOILIEHTE3: 3TO METOJ, MHBA3UBHOM NIPEHATAIILHON JUAarHOCTUKH, KOTOPBIH 3aKI04YacTCs

B acnipanuu 10 — 20 MJT OKOJIOTUTOAHBIX BOJ] Uepe3 MEePEIHIOI0 OPIONIHYI0 CTeHKY. 13
MOJTyYE€HHOM UAKOCTHU BBIIEISAIOT KIETKH IJI0/1a, KyJIbTUBUPYIOT UX, a 3aT€M IIPOBOAST
XPOMOCOMHBIN, OMOXUMHUYECKUI U MOJIEKYJISIPHBINA aHaTN3. BrIoTHEHNEe aMHHUOIIEHTE3a
BO3MOXKHO IIPU CpOKe OepeMeHHOCTH> 15 Henenb

3aganue 17 [lpuHuunel 1uarHocTuku. Jleuenue.

Omanon omeema OOIIME MOAXO/BI K TUATHOCTUKE JOJKHBI ObITh OCHOBAHbBI Ha
KOMIUICKCHOM aHAJIM3€ PE3YJIbTATOB KIIMHHYECKUX, TCHEATOTHISCKUX, 1a00paTOpHO-
UHCTPYMEHTAIBHBIX U MOJIEKYJIIPHO-TeHETUYECKUX uccienoBanuil. Knuunyeckoe
o0cneoBaHue JOKHO BKIIIOYATh B €051 yTOUHEHHUE K00 maiueHTa, cOop HacleICTBEHHOTO U
ceMeitHoro aHamHe3a, peHoTUnn4Yeckoe u pu3nKanbHoe oocneaoBanne. Ype3BbuaifHO BasKHOM
4aCThIO KOMIUIEKCHOTO OOCJICIOBaHUS IMAIIMEHTA SBJISCTCS 00CIEOBAHUE CEMBH, TIO3BOJISIONICE
MOJITBEPAUTH HACJIEICTBEHHYIO MPUPOAY BBISBICHHON matonoruu. JlaboparopHas AMArHOCTHKA.
[Tepeuens mabopaTopHBIX MOKA3aTENICH MUPOK U BKIIOYAET B c€0s1 KaK PYTUHHBIEC 00CTIEI0BaHUS
(ananusbl kpoBu, KT, Y3U u np.), Tak u cneuuduyeckue (McciaeaoBaHue
TIMKO3aMHHOTJINKAHOB, PUOPOHEKTHHA, (PMOPHUIUTHHA U JIp. MAPKEPOB COCTMHUTEIHLHON TKAHH.
[ToaTBepxkarOMIUM METOIOM TUATHOCTHKU CITY>KUT MOJIEKYJISIPHO-TEHETHUECKHI METO/I.

3amganue 18 Hapymenue ooMeHa coequHuTeIbHON TKaHU. O01ast KITMHUYeCKast
XapaKTePUCTHKA.

Omanon omeema OOMAs KIMHIUYECKAsT XapaKTEPUCTUKA: KOCTHBIC CUMITTOMBI
(medopmanuu TpyIHOM KIIETKH, ITO3BOHOYHUKA U YEpPeria, apaXHOJAKTHIINS, TIOMKOCTb KOCTEN),
KO’KHBIE CUMITTOMBI (THIIEPPACTSIKUMOCTD KOXKH, aTpOPHUUECKUE CTPHU, TOHKAS JIETKO paHUMast
KO’Ka, KEJIOUTHBIE pyOIIbI), MBIIICYHbIE CUMIITOMBI (THIIOTOHUS W/UIIH THIIOTPO(HS, TPHIKH U
MPOJIATICHl OPTaHOB W/WIIM TIOCJICOTIEPAIIMOHHBIE TPBIKH ), CYCTaBHBIE CHMITTOMBI
(TunepMOOMIIBHOCTh CYCTaBOB, TNIOCKOCTOIUE, BEIBUXH ), TJIa3HBIE CUMIITOMBI (ITOIBBIBUX
XpyCTalInKa, MHOIHS, TOITYObIE CKIIEPHI), CEPACYHO-COCYTUCTHIE CUMITOMBI (TIpOJIarc
MHUTPAJILHOTO KJIallaHa W/WITU IPYTUX KJIalaHOB, BApUKO3Has 00JIe3Hb, JIErKoe 00pa3oBaHue
reMaToM MPU He3HAUUTEIBHBIX yIapax), OpOHXO-JIETOYHBIE CUMIITOMBI (CITOHTAaHHBIN
THEBMOTOPAKC, allMKaJIbHBIE OYIIJIbI), CHMIITOMBI CO CTOPOHBI OPraHOB OPIOIIHOM MOJIOCTH U
MaJjoro Taza (ITo3 OpraHoB OPIOIIHOM MOJOCTH, MOYEK, AuadparMaibHbIe TPHDKH,
HEI0OCTaTOYHOCTh KapAUHU KeTy/Ka, TUBEPTUKYIIBI MUILEBO/IA, TOTUXOCUTMa, TIPOJIATIC
TEHUTAIIH ).

3amanne 19 CuHIAPOMBI TEPBUYHBIX UMMYHOIC(PUITUTOB SBJISIOTCS T€HETUYECKH
npeIonpeaeIeHHBIMA UMMYHOIEDUITUTAMI ¢ UMMYHHBIMU M HEUMMYHHBIMU Je(eKTaMU.
Omanon omeema: HenMMyHHBIE TIPOSIBIICHHSI YaCTO JIETYE PACIIO3HATH, YEM CaM
nuMMmyHoehuuT. [IpumepaMu cirykat aTakCUs-TEICaHTUIKTA3Usl, TUTIOTUIA3US XPAIIEH U
BoJioC, cuuapom Ju Jxopmxu, cunapom runep-IgE u cunapom Buckorra — Onpuya.
HecMmotps Ha Hanmu4re UMMYHOIE(PUITUTOB, Y HEKOTOPHIX MAIIICHTOB TaKKE
Pa3BUBAIOTCS Ay TOMMMYHHBIE paccTpoiicTBa. IMMyHOAEPUITUTHI OOBIYHO TIPOSBIISTFOTCS
PELMIMBHUPYIOMMMH WH(EKIIMOHHBIMHU TpolieccaMu. Bo3pact, B KOTOpOM Havaauch
peuuauBHUpytone HHOEKIUH, TaeT KIF0Y K TOHUMaHUIO TOTO, KaKO KOMIIOHEHT UMMYHHON
CUCTEMBI BHsIeT. TeM He MeHee, IS TOATBEPKIACHHS TUarH03a UMMYHOIe(UITITa HEOOXO0IUMO
MIPOBEICHHE CICIIM(PUICCKUX TECTOB. JIeueHne U MpOrHo3 IPH MEPBUYHBIX UMMYHOIE(HUIIUTHBIX
HapyILIEHUSIX 3aBUCUT OT KOHKPETHOT'O pacCTpocTBa

3ananue 20 Kumeunsie qucaxapunossl. O0miast xapakrepuctika. [IpuHIUIBI THarHOCTUKH.



Omanon omeema:Kunieunslie qucaxapyuio3bl — HECIIOCOOHOCTh K YCBOCHHIO
OTJICTBHBIX BHJIOB YTJICBOJIOB BCIICACTBHE Je(UITUTA OJHOTO WITH 00JIee KUIIICUHBIX (DEPMEHTOB.
Knunnyeckue nmposiBIeHUs BKIIOYAIOT JUAPEI0, B3IyTHE )KUBOTA, TOBBIIICHHOE
ra3oo0pa3oBanue. J[MarHo3 OCHOBBIBACTCS HA KIMHHYECKUX JIAHHBIX U Pe3yJIbTaTax
BOJIOPOJHOTO JBIXaTENLHOTO TeCTa. JIeueHne 3aKkiiouaeTcsi B UCKIIOUCHUN YIIOTPEOICHUS
«BUHOBHOTO» JTUcaxapyuaa. B HopMe aucaxapu/Ibl pacIieIuIsIFOTCS JI0 MOHOCAXapHI0B
nucaxapuiasamu (B YaCTHOCTH, JTaKTa30, MajabTa30ii), pacro0KeHHBIMH Ha IMIETOYHOHN Kaitme
SHTEPOIMTOB TOHKOTO KHIIIeYHNKA. HepaciienneHHple qucaxapuIsl 0071a1al0T BBICOKOM
OCMOJISIPHOCTBIO, IPUBJICKAIOIECH BOIY U DJIEKTPOIUTHI B IPOCBET KUIIIEYHUKA, YTO MIPOSBISETCS
BOJSIHUCTOM uapeeil. Benencrue nepepaboTky yrieBo10B MUKPO(MIOPO B TOJICTOM KHILIKE
00pa3yroTcs rasbl (BOJOPO/I, ABYOKUCH YTIIepO/ia, METaH), YTO COMPOBOXKIAETCS N30BITOUHBIM
OTXOKJICHHEM Ta30B, B3yTHEM U PACTIKCHUEM KUBOTA, MTOSBICHHEM OOJIU B )KHBOTE.
Bo3MoxkHO prMEeHEeHHEe MOJIEKYIISIPHOM TUArHOCTUKHU JJIsl TOITBEPIKICHUS TUAarHO3a.

3ananue 21 Kinnuka. /luarsoctuka, geuyeHue, NpopuiIakTHKa HaCIeICTBEHHBIX CHHIPOMOB C
PEUMYIIECTBEHHBIM HAPYIIEHUEM CEPAEUHO-COCYIUCTON CUCTEMBI.

Omanon omeema: OCHOBHBIM IPU3HAKOM IIPOOJIEM C CEPJIEUHO-COCYIUCTON CUCTEMOM
aBIsieTcs: 0011b B 06sacTu cepAma. OHa MOXKET OTAaBaTh B pyKYy, LI€I0, JIONATKY U ObITh
CHUMIITOMOM CTE€HOKapAuHU, MH(papKTa, umeMun. YacTo BCTPEUAIOLINICS CUMIITOM — OJIBIIIKA
— SBJIIETCS IPU3HAKOM CEP/ICYHON HEJOCTaTOYHOCTHU. YUalleHHOe cep/lieOueHune, OuryueHue
nepeboeB B paboTe cep/iia — CUMIITOMbI apUTMUU. Tskemnas ceplieuHasl HeloCTaTOYHOCTb
nposiBisieT ce0s oTekaMu KoHeuHocTel.J{Jis uccieioBanus Jtoei, cTpaJalonmMu
3a00J€BaHUAMU CEPACYHO-COCYUCTON CUCTEMBI, IPOBOISATCS BU3YAIbHBIH OCMOTP, Majblalus,
nepkyccus, ayckyiabTanus. O6s3arensasl DK, 9xoKTI', BekTopkapanorpadus, uccieoBaHus
IreMOIMHAMUKH U (PYHKIIMOHAJIBHOT'O COCTOSIHUS CEep/ILia M COCYA0B, 30HAMPOBAHUE,
pentreHorpadwus, 1abopaTopHbIe UccieoBaHus (MO4H, KpoBH). [loATBEpK1aI0IIIUM METOIOM
MOJKET CIIy>KMTh MOJIEKYJISIpPHAsl TUarHOCTHKA.JIedeHre MpoBOAUTCS B 3aBUCUMOCTH OT
BBISIBJICHHOT'O 3a00JI€BaHUS Y KapAHOjora Uil TepanenTa.

3ananue 22 Knunuka. /luarnoctuka, geyeHue, NpopuiIakTHKa HacaeACTBEHHBIX CHHAPOMOB C
NPEeUMYIIECTBEHHBIM HAPYIIIEHUEM SHJOKPUHHON CUCTEMBI.

Omanon omeema: Hanbomnee 4yacTo cpey KIMHUIECKUAX MTPU3HAKOB, Pa3BUBAIOIIIUXCS
BCJIE/ICTBHE HApYIICHUS SHAOKPUHHOTO OanaHca, clieflyeT Ha3BatTh odcuperue. OHO MOKET OBbIThH
BBI3BAHO TEHETHYECKIUMH Je(PEeKTaMu B KJIIETKAX THIIOTaJIaMyca: CUHOPOM
IIpadepa—Bunnu (syndrome Prader-Willi) BcieacTBre XpOMOCOMHBIX aHOMAIIUN; CUHOPOM
Jloypenca-Myna—bapoe—buona (syndrome Laurence-Moon-Bardet-Biedle) (Hacnemxyercs mo
ayTOCOMHO-PEIECCUBHOMY THITY); cuHOpom Anbcmpema (syndrome Ahlstrom), umeromui
NIOJJOOHBIN THT HACJIEIOBAHNUS, CONPOBOXKTAIOUIHIACS TAK)Ke CUMITTOMAMH CaxapHOTO JAradeTa,
Hedponatuu; cunopom babunckozo-Dpenuxa (syndrome Babinski-Frohlich) n3-3a
HAJIMYECTBYIOMIETO MPH STOM TUIIOTOHAM3MAa WHOT/Ia Ha3bIBAIOLITUICS A0UN030-2eHUMAanbHOU
oucmpodghueti. KpoMe TOro, y Takux Malli€HTOB MOTYT BOZHUKHYTh CUMIITOMBI HECAXapHOTO
nradeTa, HU3KUH pocT, HHDAHTHIIN3M; BEPOSTHON MPHYUHON CUUTAIOT MyTaIlUH B T'CHAX,
OTBETCTBEHHBIX 32 CHHTE3 IPOrOPMOHOB ajieHorunodusa.K cumnromam 0xupeHust 0ObIYHO
npucoenuHstoTes u apyrue. Cunopom Jloypenca-Myne-bapoe-buons (syndrome Laurence-
Moon-Bardet-Biedle) nposBIsSICTCS TUIIOTOHAIU3MOM, TTOJTHIAKTHINCH, TUTMEHTHON
JiereHepaIyel ceTyaTKy, BIUIOTH /10 MOoTepH 3peHus K 20 To/1aM, CHUKECHHBIM HHTEIUIEKTOM.
OsxwupeHue ¢ BO3pacToM Mporpeccupyer. AyTOCOMHO-PEIIECCUBHBIN THI HACTIET0BaHUSI.
[Ipuumnna, BEpOSATHO, FTeHETHYECKUH 1e(heKT 00pa3oBaHMsi KOPTUKOCTEPOUIOB. Jleuenue He
pa3paboTano./[711 MHOTUX HACJIEICTBEHHBIX O0JI€3HEHN SHIOKPUHHON CUCTEMBI XapaKTepeH
noauMopdu3m; mpuyéM 0053aTEIBHO PETUCTPUPYETCS YBETUUECHUE PAa3MEPOB Pa3IMIHBIX
xené3. Jluarnoctuka: st NpoBeACHUS YTOYHSIONIEH TMarHOCTUKY HACJIEICTBEHHBIX
9HJIOKPUHOTIATUI OCYIIECTBIISIIOT UCCIIe0BaHue MPOohuist ropMoHOB, ipoBoauTcs JIHK-ananmms



T€HOB, aCCOLIMMPOBAHHBIX C YHAOKPUHHOMU MMaToJoruei. Jleuenue 3aBUCUT OT KOHKPETHOTO
3a00JI€BaHUS U OCYIIECTBIISACTCS Y YHAOKPUHOJIOTA.

3ananue 23 Knunuka. /luarnoctuka, gedeHue, NpopuiIakTHKa HacIeACTBEHHBIX CHHAPOMOB C
MPENMYIIECTBEHHBIM HapyIIIEHHEM HEPBHO-MBIIIIEYHON CHCTEMBI.

Omanon omeema: HacnencTBeHHbIE HEPBHO-MBITIICUHBIE 3a00JI€BaHUsT — OOJIbIIIAS
rpynmna 0olie3Hei, IpU KOTOPBIX OTMEYAeTCsl MOPaKEHUE MBIIIIEUHON TKaHU, IepudepruaecKkux
HEPBOB U HEPEJIKO MEPETHUX POTOB CIIMHHOTO MO3Ta. BeIymum CUMITOMOM TPH ATHX
3a00JIeBaHUAX SBISIFOTCS MBIIIIEUHAs CI1a00CTh, yTOMIISIEMOCTh, YACTO COYETAIOMIASCS C
TUIOTOHHUEN U aTpodueil MBI, 0COOEHHO B MO3AHUX CTaausAX pa3BuTusa 6one3nu. Haunbonee
pacipoCcTpaHEHHBIMU HEPBHO-MBIIIIEYHBIMH 3200I€BAHHUSIMHE SIBIISTFOTCSI IPOTPECCUPYIOIIINE
MBIIIEYHbIE TUCTPOPUHU, CTUHATLHBIE U HEBPAJIbHBIE aMUOTPO(UH, PEKE BCTPEUAIOTCS
MHUOTOHUH U EPUOUYECKUN CEMENHBIN Mapaind. Bce OHM 3THOIIOTMYECKH CBSI3aHbI C TEHHBIMU
MYTaIUsIMHU, JJOKQIM30BAaHHBIMHU B ayTOCOMaX HJIM MTOJIOBOM X-XpOMOCOME; HEPEIKH TIOBTOPHBIE
ciyvau 3a00JIeBaHUS B ceMbe. JIMarHOCTHKA OCHOBBIBACTCSI HA KIIMHUYECKHUX MPOSBICHUSIX,
OMOTICHH MBIIII] U aHAIM3aX KPOBH JIJIsI UCCIICAOBAHMS MBIIICYHBIX OCITKOB U TCHETHUECKUX
anomanuii. CenuQuuecKkoro JeueHus: BPOKJACHHBIX MBIIICYHBIX TUCTPODU HE CYIIECTBYET.
Bompocsl, KoTopbie KacaroTcsi OPTONEIUIECCKUX, CEPACUHBIX, PECITMPATOPHBIX, HYTPUTUBHBIX U
COLIMATILHBIX ACTIEKTOB MOTYT OBITh PACCMOTPEHBI COOTBETCTBYIOIIMMU IKCIIEPTAMU IO MEpe
BO3HMKHOBEHHUS IMOTPEOHOCTEH, a TIOIIEPKUBATOIIEE JICUCHNE, BKITIOYas (PU3HUOTEPaInio,
noMmoraet coxpanuth pynkuuto. [Ipodunaktuka: MequKo-reHeTHUYeCKOe KOHCYIbTHPOBAHUE,
III'T, HUIIT.

3amanne 24 OCHOBHBIC MOIXOBI K JIAOOPATOPHOM TUATHOCTHKE HapyIIeHUH oOMeHa
AMUHOKHCIIOT U OPTraHMYECKHUX KUCIOT

Omanon omeema J1nia onpeneneHus OpraHnyecKuX KUCIOT MPUMEHSIOT pa3HOOOpa3HbIe
xpomaTorpaduueckre MeTo 1l — BBICOKOA((HEKTUBHYIO€ KUAKOCTHYIO XpoMaTorpadurio,
XPOMAaTO-Macc-CIEKTPOMETPHUIO, TaHIEeMHYI0 Macc-ciekTpometputo (TMC). bonee 250
pa3IMYHBIX OPraHUYECKUX KUCIOT U MIMIIMHOBBIX KOHBIOTaTOB BO3MOXKHO OOHAPYKUTH B
oOpasie Mouu. VX KOHIIEHTpalust 3aBUCUT OT AUETHI, IpUeMa JIEKApCTBEHHBIX MIPENapaToB U
HEKOTOPBIX ApYyrux (usnonorndeckux npuuul. M3sectHo okono 65 HBO, kotopeie
XapaKTePU3YIOTCS CHCIHU(PUIHBIM MPOQPIIEM OPraHHIECKUX KUCIOT. OTHOCHTEITHFHO HEOOIBIIIOe
KOJIMYECTBO OPTaHUYECKHUX KUCIIOT SIBISIOTCS BHICOKOCTIEIU(MUIHBIMYU, U UX HATUYHE B OOJBIINX
KOHIICHTPAIIUSAX B MOYE MO3BOJISIET TOYHO YCTAHOBUTH AUArHo3. CyKIMHUIAIETOH MpU
tuposunemuu tin 1, N-anerun-acnaprar npu 6one3nu KanaBaH, MeBaioHOBasi KUCIIOTA MPU
MEBAJIOHOBOM aruaypuu. OAHaKO B TTOIABIISIONIEM OOJIBITMHCTBE ciyyaeB quarHo3 HbBO na
OCHOBaHUU TOJBHKO aHATN3a OPraHMYECKUX KUCIOT MOYH YCTAaHOBUTH JOBOJBHO TPYAHO, U
TpebyeTcs MpoBEeACHUE JAOTIOJTHUTEIBHON, TOATBEepKaatoel auarnoctuku. K metonam
otHocutcst TMC. Jlns tpex Haubonee oOpHeix rpynn HBO (Hapymenuit oomena
AMUHOKHCIIOT, OPTaHMYECKHUX KUCIIOT U 1e(heKTOB MUTOXOHIpHAILHOTO B-okucnenus) TMC
MPUMEHSETCS B KAUYECTBE MEePBOT0 3Tara JUArHOCTUKH.

3ananue 25 [IponnonoBas auuaypus

Omanon omeema ITUONOTHS AyTOCOMHO-PELIECCUBHOE 3a00€BaHNe, 00YCIOBICHHOE
MYTalUsIMU T€HOB, KOAUPYIOLIUX CyObeqMHULBI TponoHMI-KoA-kapOoKcHiasbl: reH anbda-
cyowsenununbl (PCCA) xkaptupoBan Ha 13932, B-cyobsenunuist (PCCB) na 3q21-q22.
Knunnueckas kaptuna [Tponronosas anunypus (ITA) kpaiiHe cxoaHa 0 CBOUM KIMHUYECKUM
nposieieHussM ¢ MMA. 3a0osieBaHue HAUMHAETCS B IEPBbIE THU >KU3HU. OCHOBHBIMU
CUMIITOMaMHU SIBJISIIOTCS aHOPEKCHS, PBOTA, TIOBBIILIEHHAs] COHJIMBOCTh, MbIILICUHAs! THIIOTOHUS,
oOuiast BSUIOCTb M 3MIU30/bl TUIIEPBEHTHIIALMU. Y HEKOTOPBIX NAL[UEHTOB Pa3BUBAIOTCA
CYJOpOT'H, B psAJie CIy4aeB OTMEUAIOTCS TeraToMeraius, 3puTeMaTo3Has coliib. MIHOr 12
3a00JIeBaHNE MOXKET MaHU(PECTUPOBATH MO3/IHEE U TPOTEKATh BOJIHOOOPA3HO C 3MHU30/1aMHU



alm103a Wi Keroauuao3a. Takke OmucaHbl Caydyan HeKpo3a 0a3ajabHbIX TaHTIIuEB 0e3
MeTabOoIMUECKOro aly103a U TUIIEpaMMOHUEMUH U €IMHUYHBIE ClTydan Mo3AHel MaHu(ecTaluu
(30-neTHuit My>XuMHa, B KIIMHUYECKOH KapTHHE Y KOTOPOT'O OTMEYAINCh XOpEnYecKHe
TUIEepKUHE3BI U eMeHIus). Y 00abHbIX [IA yacTo Habmo1al0TCs TaKue HapyIIeHUs, Kak
JUCTOHUYECKHUE, XOPEUUECKUE TUIIEPKUHE3bI, TUPAMUIHbIC HAapyLIeHUs. JIeHKoneHus.
TPOMOOLIUTONIEHHSI BOSHUKAET U3-3a YTHETEHHUS pabOThl KOCTHOI'O MO3Tra TOKCUYECKUMU
metaboauTaMu. /lnarHoctuka AHaiau3 OpraHMYecKUX KUCIOT METOJ0OM XpOMaToO- Macc-
CIIEKTPOMETPHH MO3BOJISIET BBISIBUTH MOBBIIICHHYIO SKCKPELUIO C MOYOU NMPONUOHWIKAPHUTHHA,
IIPONUOBOM, 3-THIPOKCUIIPONIMOHOBON M METHIUIMMOHHOM KucioT [Ipu nposenennn TMC
00Hapy»XUBAIOT NOBBIIIEHHE KOHIEHTPALUU IponruoHuiakapauTusa (C3).

3amanwne 26 [lamuenTka 24 roaa, »ano0bl Ha 00JIH B TOSCHUIIEC, KPYTTHOE MATKOTKAHHOE
oOpa3oBaHue Ha Oezpe, MATHA LBeTa «Kode ¢ Mojokom». B 20 net o1HO u3 00pa30BaHM CIIMHBI
JIOCTHUIJIO KPYITHBIX pa3MEpPOB, B CBSI3U C UEM BBIMOJIHEHO XUpypruueckoe jiedeHue. ['ucronorus
— UHKAICYJUPOBaHHasi BEPETEHOKJIETOUHAsA Me3eHXxuManbHas onyxoib.Ha MPT nosicanuno-
KPECTIIOBOI'O OT/IeJIa: MHOXKECTBEHHbBIE MapaBepTeOpaibHble 00pa30BaHus,
pacrpocTpaHsomuecs oT pOopaMHUHAIBHBIX KaHAJIOB, IPAaBOCTOPOHHEE 00bEMHOE 00pa3oBaHHeE,
pacnpocTpaHstoleecs: B HOSCHUYHON MBIIIIE 10 BOPOT MPaBoOi MOYKH. MaTepu rmpodanaa, 1968
I.p. MHOKECTBEHHbIE 00pa30BaHUs MATKUX TKaHEH, MHOXKECTBEHHBIE IISITHA I[BETa «Ko(de ¢
MoJiokoM». Jla11 mpobaHia o MaTepUHCKON JIMHUK yMep B 39 JIeT OoT paka npsMoil KUIIKU. Y
JieTyIIKY Ipo0aH/ia Mo JIMHUY MaTepu MposiBIIeHUs HelipopuOpomaTosa.
1) IlpenBaputenbHbIi qUarHo3
2) MeToabl TMarHOCTUKHU

Omanon omeema Heripopubpomaros 1 tuma; Beicokonmpon3BoauTeIpHOE MapauieibHOS

cexkBeHupoBanue renoB NF1, NF2

3ananue 27 [Taunent-nesouka 2,5 net. C 3 AHs )KU3HU PELMIMBUPYIOILNE MIU30/bl PBOTHI,
CIyTaHHOCTH co3HaHus. HabtogaeTcs HeBpoJIOroM B CBSI3U C 3a/IepKKOi pa3BuTHs. B kpoBu
otMeyvaercst Metabonmueckuit aru03. TMC kpoBu: C3 noBbIIIEH, aMUHOKHUCIOTH B MOYE —
HOBBILIIEHHE METUIMAJIOHOBOI KUCIIOTHI

) IpennonoxxuTenbHbIN 1UAarHO3.

2) Metobl nedeHus

3) Mertoap! peabunuTanuu

Omanon omeema

1)MeTtunmanoHoBas aluLypust

2) Ha3HAuUEHHE HU3KOOEIKOBOM TUETHI

3) C uenbio KoMIieHcanuu aeduuTa 6enka, MIoKa3aHo Ha3HaueHUe CIEIHATN3UPOBAHHbIX
IPOIYKTOB JIEYEOHOTO MUTAHUS HE COEPKAIINX METHOHUH, BAJIMH, H30JICHIINH

3ananune 28 ITammmenT — nesouka 20 guelt xn3Hn. Haxomuresa B APO ¢ KIMHHUKOH
MOJIMOPTAHHOW HEJOCTAaTOYHOCTH. B Bo3pacTe 5 CyTOK KM3HU COCTOSIHHE peOeHKa PE3KO
YXYIIWJIOCH 32 CYET HApaCTaHUs HEBPOJIOTUUECKON CHUMITOMATHUKHU B BUAE CUHIpOMA
yraerenus LIHC, renepanu3zoBaHHbIX Cy10por B kpoBu oTMedaeTcs MeTaboIMuecKuii JaKTaT-
anua03. B Moue nanueHTa noBbllieHa KOHUEHTpaus 3-ruJpOKCUIIPOIIMOHOBAsE KUCIIOTa

DIlpennonoxuTenbHbId JUarHo3.

2) MeTtoasl TeueHust

3) Meroapl peabunutanuu

Omanon omeema

1)MeTunmanoHoBasi aluaypust



2) Ha3HAYCHUE HU3KOOCIKOBOM JAUCTHI
3) C uenbio KoMrieHcanuu aeduuTa 6enka, MoKa3aHo Ha3HauYeHHUE CICIMATH3UPOBAHHBIX
IPOIYKTOB JIEYEOHOTO MUTAHUS HE COJEPKAIINX METHOHUH, BAJIMH, H30JICHIINH

3amanue 29 Ilamuent - my>kuuna 30 net. XKamoos! Ha 6ecruioaue. B geTcTBe yacTeie
pecrnupaTopHbIie 3a00JIeBaHus, CHHYCHTHI. [[pOBOIMINCH MyHKIIMYA BEPXHEYEIIOCTHBIX Tazyx. [1o
JAHHBIM CTIEPMOTPAMMBI — a300CTICPMHSI

1)I[IpenmnonoxuteabHblid JHATHO3.

2) MeTobl peabunuTanuu

Omanon omeema
1)MyxkoBuCI1103
2) [Ipeononenust mpodIeMbl OECIUIOANS Y JTAHHOTOIIAMEHTA BO3MOXHO C IIOMOIIBIO OMOTICHH
TECTUTYJ U MOCIEAYITNUM IPOBEJICHUEM UCKYCCTBEHHOTO OILIOIOTBOPEHUS

3amanne 30 C pe3ynpraTaMy HEOHATAJILHOTO CKpUHHUHTA. Manbuuk 8 mHel xu3Hu. XKamoObl Ha
KENTYIIHOCTh KOKHBIX TIOKPOBOB, CPBITUBAHUE, KUAKUH cTyI. [1o pe3ynbrataM HEOHATaIbHOTO
CKpHHHTa: o011as rajakto3a KpoBu 27 Mr/an

DIlpennonoxuTenbHbId JUarHo3.

2)MeTobl JIeueHHS

Omanon omeema

I)l"anakro3zemust

2) s nedenus: 60JIbHBIX MCIIONB3YIOTCS CIIELUATIU3UPOBAHHBIE CMECH Ha OCHOBE U30JI5Ta
coeBOro Oelka, THIPOIN3aTOB Ka3enHa, 0e3/1aKTO3HbIE MOJIOYHBIE CMECH

3ananue 31 [TanueHt - neBouka 9 net. XKanoObl: Ha HU3KHUI pocT. OOBEKTHBHO:
104cm/18kr, TO3 IBYCTOPOHHMIA, aHTUMOHTOJIOUTHBIN pa3pe3 ria3, KppUIOBUIHBIC CKIAJAKU HA
niee, BajabrycHas neopMaiivs JOKTEBBIX CYCTaBOB.

D)IIpeanonoxuTenbHblii TUartos.

2)MeTo/bl peabunuTaum

Omanon omeema

1) Cungpowm Illepemesckoro -TepHepa

2) KoHcynbTamus 3HI0KPUHOJIOTA, HEBPOJIOTA; HA3HAYECHUE CUMTOMATHYECKOM Teparuu

3ananue 32 Ilamment- 1,5m mec. XKanoOsl: 1uioxast mpudaBka B BECe, CHUKEHHBIN alleTHT,
cpbiruBanue. Poguiics ¢ KIIMHUYECKOM BPOXKICHHOW KUIIIEYHON HEITPOXOAUMOCTHIO . Hantoxena
uineoctoMa. Ilo crome onpenensercs BOASIHUCTOE KUIIEUHOE COAEPKUMOE C JKUPHBIM OJIECKOM.
B teuenue nocnenHeil Heaenu oTMeyaeTcs Kallelb, TeMrneparypa HopMmaibHas. Co cJ10B MaMbl
KO’Ka peOeHKa UMEET BbIpaKEHHbBIN COJICHBIN BKYC

)IIpenmnonoxuTenbHbIA TUarHo3.

2)MeTtobl TedeHus

Omanon omeema
1)MyxoBucuu103
2) 3amecTuTenbHas (PepMEHTHAS TEPaNUs MMAUeTy Ha3HAYaeTCsl OKU3HEHHO;
aHTHOaKTepualibHas Tepanus npuMensercs npu kaxaomM OPBU u nmpu oboctpenun
OpOHX0JIETOYHOTO Ipoliecca



3ananue 33 Ha npueme peOeHOK 5 NeT - TeeKaHT, TeTepOXPOMUS pay>KKH U BOJIOC Ha T'OJIOBE,
HelpoceHcopHas Tyroyxocts -1V crenenu. B pogociioBHol - y Matepu cenast npsjib, y OpaTta
TYTOYXOCTb.

1)IIpeanonoxuTenbHblii TUarHos.

2)Merto/ibl IeYEHHUS.

3) Mertoap! mpoPHITaKTUKH

Omanon omeema

1)Cunnpom BaapnenOypra

2) CumnTomaTuyeckas Tepamnus

3) IlpodunakTika TOIBKO B paMKaX MEIUKO-TEHETUYECKOTO KOHCYJIbTHPOBAHUS POAUTENCH

nepes 3ayaTueM pedeHKa

3amanne 34 [lamuent — Manpuuk 4 roaa. JKamoObl Ha CyXOCTh U HISTYIICHUE KOXKH.
OOBEKTUBHO: KOKa CyXasi ¢ OOJIBIIMMH TEMHBIMH YEIITYHKAMHU U BBIPAKCHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3ruOaTeNIbHBIX TOBEPXHOCTEH JIOKTEBBIX U KOJICHHBIX CYyCTABOB.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/ib1 IeUeHUsI.

3) Merobl podMIIaKTUKA

Omanon omeema
1)BynbrapHblii HIXTHO3
2)Jlnarno3 cTaBUTCSI HA OCHOBAHUU KIIMHUKHU

3ananue 35 [laruenT - pedeHok 2 rojga. OOBEKTUBHO: BhIpAKEHHAS 3aICPIKKa
MICUXOMOTOPHOTO Pa3BUTHS, CYIOPOTH, MBIILIEYHBIM THIIEPTOHYC, CKPYUYECHHbBIE JIOMKHE BOJIOCHI.

DIlpennonoxuTenbHbId JUarHo3.

2)MeTob! IeueHUs

Omanon omeema

1)Cunnpom Menkeca

2)Hasnauenue ButamuHoB rpynnsl A,E,B,C u HukotuHoBas kuciora. [Ipenapatsl,

o0Jaaroniye JUMOTPOITHBIM JISHCTBHEM.

3ananue 35 [Tanuent 9 net. XKanoOsl Ha 3aA€pPKKY ICUXOPEUEBOTO PA3BUTHS, IPUCTYIIBI
HEMOTHBHPOBAHHOTO cMexa. OOBEKTUBHO: MUKpOOpaxuedaus, MaKpOCTOMUS, MbIIIICUHAs
TUIIOTOHMSL, TOXO/KA 110 TUILY «MEXaHUYECKON KYKJIIbD»

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTonpl JieueHus: ¥ MPOPUITaKTHKA.

Omanon omeema:

1)Cunapom AHreiabmaHa

2)CuMnroMaTuyecKasi Teparus

3) [IpodunakTuka TOIBLKO B paMKaX MEAUKO-T€HETUYECKOTO KOHCYIbTHPOBAHUS POAUTENCH

nepe] 3a4aTucm pe6eHKa

3ananue 36 [launeHT - HOBOpOXX1eHHBIN, HanpasieH B MI'K ig oOcnenoBanus B CBsA3U €
nosbimenneM ypoBast HeoMIPT-90 ur/mn, perectPT-50 Hr/mun, XI0puabl oTa-75 MMOJIB/T

1)IIpeanonoxuTenbHblil TUarHos.



2)MeTtoapl JIeueHusl.

Omanon omeema:

1)MyxkoBuCI1103

2) 3amectutenbHas pepMeHTHAs Tepanus NalueTy Ha3Ha4yaeTcsl NOKU3HEHHO;
aHTHOaKTepuanbHas Tepanus npumensiercs npu kaxaom OPBU u npu oboctpenun
OpPOHXO0JIErOYHOr 0 Mpolecca

3ananue 36 [lanneHTt — HoBopoxaAeHHBIH. OOBEeKTUBHO: Macca Tena 2400r, HU3KO MocaXKeHHbIE,
nedhOopMUPOBAHHBIE YITHBIE PAKOBUHBI, TOMUXOIEharsi, MUKPOT€HHUs, KOPOTKHE TTIa3HbIE MIENH,
MHUKPOCTOMHUSI, (DIICKCOPHOE MOJIOKEHHUE MaNbLEB PyK, maxosas rpeika, BIIC. 13 anamuesa —
OepeMEeHHOCTh IIPOTEKaja ¢ MHOTOBOJIMEM, OTMEYaIach ciaadasi akTHBHOCTH Tu1oa, Ha Y3U —
€IMHCTBEHHAsI apTepHs MyTNOBUHBI, MaJIEHbKAas TUIAIICHTA.

1)IIpeanonoxuTenbHblil TUartos.

2)MeTop! TeueHus U mporIakTuKa .

Omanon omeema:

1)Cunnpowm [laTay

2) CumnromaTuyeckas Tepamnus

3) [IpodunakTuka TOIBLKO B paMKaX MEAUKO-TEHETHYECKOTO KOHCYIbTHPOBAHUS POJAUTEICH

nepes 3ayaTueM pedeHKa

3amanwne 37 [lamuent - 6epemennas 40 net, cpok 6epemeHHocTH 18 Henenb, JaHHAs
o6epemeHHOCTh 3 (1 1 2 — MequKaMeHTO3HBIE a00pThl). KOHCYIBTHPYETCS 110 pe3ynbTaTam
MpeHaTabHOro CKpuHUHTa 1 TpumecTpa. BoiaBiensl Y3U mapkepsl: BoasiHka mioaa, TBIT-8mmM,
ypoBerb PAPP-A-0,49MoM, B-XT'Y-1,11MoM.

1)IIpeanonoxuTenbHbIi TUarHos.

2)MeTtoab! npoUIaKTHKH.

Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAJIUH Y TIJI0/1a (TIPEATIOIaraeMbie), TpeOyroIue

MIPEIOCTABIICHUS MEAUIIMHCKON TTOMOIIIH MaTEPH.

2) IIpodunmakTrka TOJIBKO B paMKaX MEIMKO-TCHETHUECKOTO KOHCYIbTHPOBAHUS POJTUTEIICH

nepes 3a4aTreM pedeHka

3ananue 38 [TanueHt - Manpuuk 12 net. XKanoOwl Ha 601H B HOTaX, MPUCTYIIBI cepALICOUEHUS.
OOBEKTHBHO: JOTUXOCTEHOMENHS, TPYAHON KU()OCKOINO03, TUIIEPITACTHIHOCTh KOXKH,
«TAMUPOCHBIE» PYOIIbI HA TOJICHSAX M B 00JIACTH KOJIEHHBIX CYCTaBOB, TUIIEPIIOABUKHOCTh
KPYIHBIX U MEJIKUX CYyCTaBOB, MPOAOJIBHOE TUIOCKOCTOIHE.

1)I[IpennonoXuTenbHblii JUarHos.

2)MeTto/1bl ICUEHNUS .

Omanon omeema.
1)Cunapom Dnepca-Jlanmoca
2) DOnwkap, Kynecan, Maccax, JIOK

3ananue 39 [lanuenr - neBouka 7 set. XKanoObl Ha KUMKW 3TIOBOHHBIN CTYII, B3yTHE )KUBOTA,
norepro Beca. M3 anamHesa: nepBble cUMOTOMBI ¢ 11 Mec. mocie paciupeHus NUTaHus, CO CJIOB



KHUJIKUN CTYJI BO3HUKAET Mocje ynoTpedineHus xyueda, neueHbs. OobexktuBHO: 100cM/12Kr, KoXKa
OyeHast, MBIIIICYHAS TUIIOTOHUS, OOJIBIION KUBOT
1)IIpennonoxuTenbHblii JUarHos.
2)MeToapl TMarHOCTHKH.
Omanon omeema:
1) Hunuakus
2)0e3rmoTeHOBas AHeTa

3ananue 40 [lanueHT - HOBOPOK/IEHHAs HAa 5€ CYTKHM OTKa3 OT €JIbl, pBOTa, Cy/1I0pOry, Ha 6¢
cyTku B APO MeTabonu4eckuii KeToaua03 U TUIOTIIMKEMHEs], Ha 7€ CyTKH — AeTUApATAIIH,
nporpeccupytomias jeraprus. O0bEKTUBHO: OT MAIUEHTA UCXOTUT crienupuaecKuit
CJIaJKOBATHIN 3armax.

D)IIpeanonoxuTenbHblil TUarHos.

2)MeTo/1bl TUAarHOCTUKU.

Omanon omeema

1)bonesns «knenoBoro cupornay (Jleimnnos)

2) CneunanbHas nuerta: OeIKoBas MUINA 3aMEHSETCsl OSTKOBBIMH THAPOJIN3aTaM, HE
CoJIeprKalIMK BallMHA, H30JeHIHa, Jeinnnaa; KodakTopHas Tepamnus; Tepanus

JIEBOKAPHUTHHOM

3amanwne 41 [lamuent - myxuuna 20 snet. becruiognsiii Opak - 5 get. O6bexkTuBHO: 186cM/108KT,
TEJIOCIIOKEHHE TI0 KEHCKOMY THUITy, THHEKOMACTHsI, KPAaCHBIC CTPUH Ha KMBOTE, THIIOTIA3HUS
SIMYEK.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTtoab! NpoPUIAKTHKH .

Omanon omeema:

1) Cunapom Knsiadensrepa

2) IlpodunakTika TOJBKO B paMKaX MEJIUKO-TCHETUYECKOTO KOHCYJIBTUPOBAHHUS

poIuTeNel Tiepe] 3a4aTiueM peOeHKa

3amanue 42 [larueHT — HOBOPOXKAEHHAs, CpoUHbIe poabl. O0bekTHBHO: 26001/48CM,
MUKpoOpaxuniedanus, cCHHOQPHU3, JUTHHHBIC 3aTHYThIC PECHUIIBI, 1e(OPMUPOBAHHBIC YIITHBIC
PaKOBUHBI;, MAJICHbKUI HOC, MUKPOTE€HHSI, TOHKAs! BEPXHSSA T'y0a, pOT B BUJE MOTyMeECsIIa,
MAaJICHbKHE KHCTU U CTOIBI, KIMHOAAKTUINS V MabIIeB KUCTCH.
D)IIpennonoxuTenbHbIA JUATHO3.
2)Mertosl neyeHue
3) Metozas! npoUIaKTHKH.
Omanon omeema:
1) Kopnemnus ne Jlanre
2) CumnToMaruyeckasi Tepamus
3) IIpodunakTuka TONBKO B paMKax MEIUKO-T€HETHYECKOTO KOHCYIETUPOBAHUS
poauTeneii mepe 3a4aTreM pebeHKa

3ananue 43 [TanueHT — HOBOPOXAeHHBIA. OOBEKTUBHO: MUKpoOLIedamus, CKOMIEHHBIH JI00,
TUTIOTEIOPU3M, MEKPO(TaIbMUS, pacie’nHa ry0bl 1 HeOa, HU3KO MOCAKEHHBIC U



ne(GOopMHUPOBaHHBIE YIITHbIE PAKOBHHBI, MOJUIAKTUIINS IOCTAKCHATIbHAS, «CTOTA-KAyaIKay,
BIIC, MmukponeHuc, KpulTopxu3M JABYCTOPOHHHM.

1)IIpennonoxuTenbHblil TUarHos.

2)Mero1bl TPOPUITAKTHKH.

Omanon omeema:

1) Cunapom DnBapca

2) IlpodunakTuka TOIBKO B paMKaX MEAMKO-T€HETUYECKOI0 KOHCYJIbTUPOBAHUS POAUTENEH
nepes 3ayaTueM pedeHka

3ananue 44 [lanueHT — HOBOPOXKAeHHBIH. OOBEKTUBHO: AOHOIIEHHBIH, 2800r/48cM,
MUKpoIie]anus, aHTUMOHT OJIOUIHBIN pa3pes IJ1a3, MIIIIeYHAasi THIIOTOHUS, TYHOOOpa3HOoe JUIIO,
TUTNIEPTEIIOPHU3M, TIad peOCHKA, HATTOMUHAIOIIUN KOIIaYhe MSyKaHbE.

1) [IpenmnonoxuTeabHbI JUArHO3.

2)MeTobl TpOoUITAKTHKH.

Omanon omeema:

1) Cungpom Jlexena (CHHIPOM «KOIIAYHETO KPUKAY)

2) I[IpodunakTrka TOIBKO B paMKaX MEIUKO-TEHETHUECKOTO KOHCYJIbTHPOBAHUS POAUTEICH
nepes 3auaTueM pedeHka

3ananue 45 [Tamment 9 ner. XKanoOb! Ha 3aAEpKKY IICUXOpedeBOro pa3BuTusi. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, FOJIyObI€ I71a3a, T0JMXOCTEHOMENHS, BODOHKOOOpa3Has IpyaHas KJIeTKa,
TUIEepMOOUIILHOCTD CyCTaBOB, apaxHOJAKTUIINS, CyOIIOKCALIUS XPYCTAIUKOB.

)IIpennonoxuTenbHbIA TUarHo3

2)MeTo/ibl IeUEHHUS.

Omanon omeema:

1) Cungpom Mapdana

2) CuMnromaTthueckas TEpamnus; XUpypruieckiue BMeIaTenbCTBa

3ananue 46 [lamuenT — peOeHOK 5 JIET, HAMPAaBJICH C LIETBI0 YTOUHEeHMsI TuarHo3a. M3 anamnesa:
HelpoceHcopHas Tyroyxocts III-1V, rematypus, nporennypus. O60beKTHUBHO: ICUXO(DU3HUECKOE
pa3BUTHE COOTBETCTBYET BO3pACTy, (EHOTHI 6€3 0COOEHHOCTE.

)IIpenmnonoXuTenbHbIA TUArHO3.

2) MeTosl nedeHus

3) Meto/ibl TPOUIAKTUKY.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbsnopra
2) CUMIITOMAaTHYECKOE, KOHCYJIBTAIUS M KOPPEKITHS COCTOSIHHS Bpa4aMH-CIICITUATACTAMHU
(aedpodor, cypronor, opTaabMOJIOT U T.]1T)
3) [IporHo3 MOTOMCTBA B JaHHOM CEMbE: KOHCYJIbTAIIMS Bpadya-reHETHKA C [EJbI0 pacyeTa
TeHEeTUYECKOTO PUCKA B CEMbE, aHaNIN3a POJOCIOBHON U 00CYX ACHUS BOZMOKHOCTEH
peHaTaIbHON AUATHOCTUKH

3ananue 47 [lanueHt - Manbunk 4x neT. XKanoOsl Ha c1a00CTh B HOTAX, HAPYIICHUE MTOXOIKH.
OOBEKTHBHO: MICEBAOTUNIEPTPO(PHSI UKPOHOKHBIX MBIIII], TUIIEPIOPA03 MOSICHUIHOTO OT/eIa
MO3BOHOYHHKA, 3aTPYAHEHO MOAHATHE pyK. [Ipu BcTaBaHUM MCTIOIB3YET BCIIOMOTATEIbHbBIE
MIPUEMBI.



D)IIpeanonoxuTensHbIi TUarHos.

2)Metoabl npohUITaAKTUKH

Omanon omeema:

G 71.0 Mpieunas quctpodust

-CUMIITOMAaTHYIECKOE, UCTIONB3YIOTCS (PU3HOTEPAIEBTHYCCKUE METOIBI, OPTOIICTUICCKast

Koppekius. L{ens - moaaepkanrie MBIIIIEYHON CHITBI, TPEAYIIPEKICHUE PA3BUTHUS

KOHTPaKTyp, Aehopmaluii CycTaBoB.
Habnronenue Bpauei - CrieuanicToB B COOTBETCTBUH € Kal0OaMH U BBISIBICHHBIMU
HApYIICHUSMHU

3ananue 48 neBouka, 3-X JIET, € )KajJo0aMu Ha CyIOPOKHBIEC IPUCTYIIBI, 33A€PIKKY TICUXO0-
pedeBoro pasBuTus. BriepBble Cy1opory B BUJE PE3KOr0 KpHUKA, C OCTAHOBKOM IbIXaHUS U
II1aHO30M, BO3HUKJIM B Bo3pacTe 8,5 MecAleB 1ociie BakiMHauuu. B Bo3pacre 1 rona cynoporu
noBTopuiiuck Ha pone OPBU u runeprepmun. [IpucTymbl oTMedanuch B BUIE
KPaTKOBPEMEHHOW yTpaThl CO3HAHMSA, 03HOOOTIO00HOTO TPEMOPA, B T.4. C BOBJICYUEHUEM HOT,
3aBEJICHNUS IJ1a3 BBEPX, OCTAHOBKH JIBIXaHUS U LIMAHO3a, IPOAOKATEIBHOCTEIO 0 | MUHYTBI
KaX/Ibli 4ac B TeueHue 2-3 CyTOK, Ha (hoHE BBEACHUS OeH30/1Ma3zenuHa. B cpeaHeM npucTymnsl
HaOJII01al0TCs KX ple 2 Mecsila. B HacTosIuil MOMEHT - peMHuccHsL.

1) nmpenmnosiaraeMblii AMArHO3

2) METO/bI TUarHOCTUKU:

Omanon omeema panHss snwIenTUdeckas suuedanonarus I3 -suneomonntopunr, MPT-
TOJIOBHOI'O MO3I'a, IPOBEJEHUE KIMHUYECKOTO WU MIOJIHOIO CEKBEHUPOBAHMSI 9K30Ma METOI0OM
NGS

3ananue 49 [Tanuentka 46 net oOpaTHIACh B MEAMKO-TEHETHUYECKYIO SISl UCKITIOUCHHS
HaCJIeICTBEHHOI 0 Xapakrepa 3a0oeBaHus. B aHaMHe3e - cepo3Has KaplMHOMa JIEBOTO SIMYHUKA.
Y matepu (68 net), B Bozpacte 40 jeT OblT OOHAPYKEH paK MOJIOYHOM JKee3bl,y pOJTHOTO OpaTa
MaTepH - pak MpeACTaTeIbHON KeJe3bl, Y POJHOTO Oparta oTIa B 56 JIeT - paK JEerKoro.

1) mpenmnosiaraemMblii AMArHO3

2) MeTO/1bl JUATHOCTHKU:

Omanon omeema Cunnpom HacnenctseHHoro BRCA1-accounnpoBaHHOro paka
ANYHUKOB; COOpP JTMYHOIO U CEMEHHOro aHaMHe30B, MOJIeKyIIIpPHO-T€HETUYECKOE TECTUPOBAHUE
Ha Hanumuue yacTbix MyTanuil B reHax BRCA1 u BRCA 2, BbICOKOIPOM3BOAUTEIBHOE
napasuienbHoe cekBeHnupoBanue nanenu renos: BRCA1, BRCA2, BARDI. BRIP1, MREI11A,
PALB2B, NBS1, tP53, RAD51C, RADS1D

3ananue 50 [leBouka, 3 nHel )XU3HU ¢ MUKpoOIle(aiiell, CKOIEHHBIM J00M, KPYITHBIM HOCOM,
ne(OpMUPOBAHHBIMHU HU3KO MOCAXKEHHBIMH YIIHBIMU PaKOBHUHAMHU, KOPOTKOM 1Ieeil, CKilaauaToit
KOKEW Ha 3aJIHEV MOBEPXHOCTH LIEU, MBILLIEYHON TMIIOTOHUEN, €UHCTBEHHOM JaJOHHOMN
ckyaakou, mopokoM cepama — JIMXKII, nByctopoHHeit paciiennHol Heba U BEpXHEH ryOsl,
TMOCTAKCUAJIbHON MOJUAAKTUINEH KUCTH.
1) mpeanonaraemslii TMarHo3
2) METO/bI TUArHOCTUKU:
3) Metoapl JeUCHHUS:
4) npodunakTuka

Omanon omeema Cunnpom Ilaray; MccnegoBanue kapuotuna; CUMOTOMaTHYECKOE;
[IpenaTanbHblii CKPUHUHT OEPEMEHHBIX

3ananue 51 JKenuna, 36 net, npyu NPOXOKIACHUM JUCIIAHCEPU3ALIUU BBISIBIICHO IOBBIIIEHNE
YPOBHsI 00LIEro XoecTeprHa 10 8,9 MMOJIB/JI, IPU MOCIETYIOIEM aHAIN3€ JIUIIUIHOIO CIIEKTpa



o6mmit xonecteput — 9,1 mmons/n, TI' — 1,3 mmons/n, XC-JIIBII — 1,2 MmMonbi. AKTUBHO
Kano0 He TIPEIbABIISCT.

1) mpeanonaraemslii TuarHo3

2) METOJTbI TUATHOCTHKHU:

Omanon omeema CeMeiiHasi TUTIEPXOJIECTEPUHEMUS; IPOBEJICHIE OCMOTpPA U MabIIalluK
CYXOXKHJIMI: aXUJUTOBBIX, pa3rudaTesiei majableB pyK, TPUIICTICOB M KOJICHHBIX CYCTaBOB C
[EJbI0 IMaTHOCTUKY HAIMYUS CYXOKUJIBHBIX KCAHTOM, MPOBEICHNE CEKBEHUPOBAHHUS
redoB LDLR, APOB, PCSK9 meronom NGS

3amanne 52 JleBouka 3 et 6 MecsIeB, )Kajao0bl Ha TNIOXYIO MPUOABKY B BECE, 3aJEPIKKY
IICUXOMOTOPHOT'O U PEYEBOT0 Pa3BUTHUS, HAa ()OHE BBICOKOU JIMXOPAIKU — COXPAHEHHE AHU30/0B
3aMHpaHuil ¥ TUIIEpPKUHE30B. 3aboneBaHre MaHU(ecTUPOBajo ¢ poxaeHuss. OObEeKTUBHbBIN
CTaTyc: INIa3HOM IMIepTEI0pHU3M, OOIBIION HOC C BHICOKOI CITMHKOM, KOPOTKUNA (QHIIBTD,
MHUKpOTHATHS. 3aJepiKa ICUX0-PEYeBOro pa3BUTHS MPOSBISAETCS B BUAE CKYJHOTO CJIOBAPHOTO
3amaca (KOpOTKHe, IPOCThIE CII0Ba), KOMAaH bl IOHUMAET, OJM3KUX 3HAET. 3aJIep’KKa MOTOPHOTO
Pa3BUTHS: XOIUT HEYBEPEHHO, C OAHOCTOPOHHEN MOAAECPKKON
1) mpeAnoa0KUTENbHBIN AUATHO3:
2) MeTO/Ibl TUArHOCTUKHU

Omanon omeema Cunapom Bonbpa-Xupumxopaa MPT ronoBHoro mo3ra, npoBejieHue
D0 -BUACOMOHUTOPHUHTA, XPOMOCOMHBIM MUKpPOMAaTPUYHBIN aHAIIN3

3ananue 53 Manpuuk 6 MecseB C 3aAepKKOM PU3NIECKOro U ICUXOMOTOPHOT'O Pa3BUTHS,
BPOXKJICHHBIM IIOPOKOM CEp/lia U JIMLIEBBIMU AUCMOPPUAMHU (MaJIeHbKUE HU3KO MOCaKEHHbIE
JUCIUIACTUYHBIE YITHBIE PAKOBUHBI, IIUPOKUE TJIA3HbIE IIEIH, JUIMHHBIN QUIbTp, y3K0e
OCHOBaHHE KPbUIbEB HOCA, MUKpOTreHus ), yacteie OPBU.
1) nmpennoysoKUTeabHbIN AUATHO3!
2) METO/Ibl TUArHOCTUKHU

Omanon omeema Cunnpom u Txopmxu; Y3U OpromHoit momoct u moyek,IXO-KT,
6uoxumuueckuit ananu3 kposu, FISH ¢ yaukansusimu JIHK-30H1aM1 Ha pernon
MUKpOJIENEeIINH Ha MeTada3HbIX miacTuakax manueata, MLPA ¢ JIHK-npaiimepamu na
HOCJIEI0BATEIbHOCTH T€HOB B PETHOHE MUKPOJIENIELIMH ¢ UCTIoNb30BaHueM obpasios JTHK
nanueHTa

3ananne 54 PeGeHOK, 8 MecsIeB, )Kaao0bl Ha KeNTyXy, INIOXYI0 MpubaBKy Macchl. bosen ¢ 6
MeCSIIIEB, KOTJIa MOSBUIIACH JKeNTyXa. B xone o0cnenoBanust BBISABIEH IIUTONIH3 10 19 HOpM ¢
cUHIpOMOM Xosectasa. [loeimienue anbha-gperonporenHa a0 25 843 ur/mit (Hopma 10 12
HI/MIT). YBeTU4eHHEe NIEYeHU 10 +5 cM u3-1oA kpas pedepHoit ayru. CenezeHka +2 cM U3-TI0]
Kpasi pedepHOil TyTu.
1) npennoaoXXuTeIbHbIN JUATHO3:
2) METObI TUATHOCTHKH

Omanon omeema HacnencrBenHas TupozuneMus 1 A tuna (ocTpoe TeYeHHe);
Omnpenenenne coaepKaHnsi aMHHOKHUCIIOT B KPOBH, OIpe/IeNIeHIE CYKIIMHUIAETOHA B MOY€E U
ma3Me KpoBH, onpeneneHue anbda-peronporenna (ADII) B ceiBopoTke (MU TU1a3Me) KPOBH,
ceKkBeHupoBaHue rena FAH

3ananue 55 Manpuuk 9 qHel *Ku3HHU, IO pe3yJbTaTaM HEOHATAJIbHOTO CKPUHUHTA!
dhennnananun 4,46 mr/mi, (Hopma 1o 2,0 mr/mn). [pu perecte 6,8 mr/mn
1) npeanonoKUTENbHBIA JUATHO3!
2) MeTO/Ibl TUArHOCTHKHU

Omanon omeema HacnencrBennast Tupo3uHemus 1 A tuna (octpoe TeueHue); AHanu3
NITEPUHOB B MOY€E, CEKBEHUpOBaHUE MeTogoM NGS no nanenu, Bkiatoyaronie reusl: PAH



(OMIM:* 612349 ), PTS (OMIM:* 612719), QDPR (OMIM:* 612676), GCH1 (OMIM:*
600225) u p

3ananue 56 Y Manburka, 3 Mecsla, 0OTMEUaroTCsl MUKpoLedanus, HU3KUH J100, 1BYCTOPOHHUI
SMMKAHT, TO3, KOPOTKUI HOC C OTKPBITBIMU BIIEPE] HO3APSMHU, MUKPOT'€HUs, pacllieliHa
319K, TOTHYECKOE He0O0, HU3KO pacIoIoKeHHBIE 1e()OpMUPOBAHHBIE KPYITHBIEC YITHBIC
PaKOBHHBI, KOPOTKas IIes, HOCTaKCHAJIbHAasl MOJUAAKTUINS Ha JIEBOW KUCTH, ABYCTOPOHHSSA 2-3
KO’KHAsl CHHIAKTHIIUS Ha cTonax Y-o0pa3Hoi ¢opmsl (puc. 2). [Ipu obcnenoBaHnN TeHUTATHIA
BBISIBJIICTCSI MUKPOIIEHHSI, TUIIOCTIA NS, PACIIETIIICHHE MOLIOHKH, TUIOIUIa3UPOBAHHOE STUUKO
CJIeBa U OTCYTCTBHE sIMUKa CIIpaBa.
1) npeanonoKuTeNbHbIN TUarHo3:
2) METObI TUArHOCTHKH

Omanon omeema Cunnpom u xopmxu ¥Y3U manoro taza, 9XO-KI', crangaptHoe
LUTOr€HETUYECKOE HCCleloBaHne, buoxumMuieckuil aHaau3 KpoBH (ONpPeEIesIEHUE YPOBHS
o0111ero XoJIeCTepuHa U 7-AeTHIpOX0JIeCTepoia), IPOBEIEHUE MOJIEKYIIPHO-TEHETHYECKOTIO
UCCJIEIOBaHMsI IyTeM MpsMOro cekBeHupoBanus rena DHCR7 (ren 7-
JIETUIPOX0JIECTEPOIIPETYKTA3bI)

3ananue 57 [lauueHt, roHoma 17 net, B aHaMHe3€ HaJuure NepPBHYHO-MHOKECTBEHHBIX
HOBOOOpa30BaHUI: IEPBUYHO-MHOKECTBEHHAsI MEIAHOMA KOKH, COCTOSIHUE 10CIIE
XUpypruueckoro jedeHus B 13 u 16,6 net, B 16 1eT MHOKECTBEHHBIHN MOJIMIIO3 KETYyIKA,
Makporedanus, Ha KOKe — MHO)KECTBEHHBIE MEJIaHOIIUTapHbIE HEBYCHI KOXKH CITUHBI, )KUBOTA,
KOHEYHOCTeH. B HacTosIiee BpeMs MmocTaBiieH AUarHo3 POJUIHKYISPHBIN pak IUTOBUTHOM
xKene3bl. Y 0a0yIIKku o MaTepUHCKOHN JIMHUH MOJHUITHI JKeTyAKa, MHOTOY3JI0BOH 300, y 6a0yIKu
10 JIMHUH TaIlbl — paK SMYHUKA. Y MaTepy B aHaAMHE3€ paK MOJIOUHOM kene3bl B 37 jet
1) mpenmnoyioKUTeIbHbIN AUATHO3!
2) METOJIbl TUATHOCTUKHU

Omanon omeema Cunnpom Koynena; Beicokonpons3BoauTenbHOE NapayieabHOe
CEKBEHHUPOBAHME MAaHEIH I€HOB, CBA3aHHBIX C PA3BUTUEM HACIEACTBEHHBIX OHKOJIOTHYECKUX
CHUH/IPOMOB

3ananue 58 JleBouka, 3 1eHb, KOPOTKAs IIesi, KOXKHBIE CKIIAJIKH Ha 11ee, 1e)opMUpOBaHHAs U
HU3KO PACIONIOKEHHAsl YIIHAs paKOBUHA, TUM(ATHUYECKHI OTEK KUCTEHN U CTOM, MOPOK Cepna -
JMXKII
1) mpeaBapuUTENbHBIN JUATHO3:
2) METObI TUAaTHOCTUKU:
3) npodunakTuka

Omanon omeema Cunnpom lllepemesckoro-Tepuepa UccnenoBanue kapuoTuna
[TpenatanbHBIH CKPUHUHT O€pEMEHHBIX

3amanne 59 Manpuuk 2 J€T, )kajao0bl Ha HAaCHJIBCTBEHHBIC TUIIEPKUHE3BI, YTPaTy paHee
nproOpEeTEeHHBIX MOTOPHBIX HABBIKOB, IUIOXYIO MPUOABKY B Bece.3aboneBaHme
MaHu(pecTrpoBao B Bo3pacte 6 MecsieB, Ha ¢orne OPBU u noBeIieHUs: TeMIepaTypsl Tea
BO3HUK I'€HEPAITN30BAHHBIN TOHUKO-KJIIOHHYECKUN SMUIENTUYECKUI TPUCTYI C TOTEPEN
co3HaHuA. BO3HUKIIM MPUCTYIIBI HEYKPOTUMOW PBOTHI, MBIIIICYHBIN TOHYC HapacTai. Bo3Hukiu
JUCTOHUYECKHE aTaku. PeOeHOK nepecTain aepxkarh rojoBy, IepeBopaunBarbes. ['omosa
ruaporedanbHol Gopmbl. VIcTOHUYEHHE TOIKOKHO-)KUPOBOM KJIETUATKH. | nmepcanuBaIiusi.
I'on0BY camMOCTOSITENIEHO HE JEPKUT, IPH BEPTUKATIN3ALIUU O110pa ciadas. MbIeuHbli TOHyC
MOBBIIIEH 10 ciacTudeckomy Tuly. CyxoxuibHble peduiekcsl okuBiieHbl. Pednexc babuHckoro
MOJIOKUTEBHBINA C IBYX CTOPOH.

1) [Ipeanonaraemelii TUarHo3:

2) MeToasl TUarHOCTUKU:



Omanon omeema I'nyTapoBas auuaypus T4l I; mpoBeieHUe TaHIEMHON Macc-
CIIEKTPOMETPHUU C ONPEACICHUEM CIEKTPA ALMIKAPHUTHHOB, aMUHOKHUCIIOT, aHAJIU3 MOYH HA
opranndeckue kuciotel, MPT rosoBHoro Mosra, mnouck mytainuii B rene GCDH

3ananue 60 Manbuuk, 4 rosia, )kajno0Obl Ha CyZA0POKHbIE IPUCTYIIBI, yTPATy IBUTATEIbHBIX U
peueBbIX HaBBIKOB. B 2 royia 6 Mec. MOSBUIIUCH MEPBbIE MPUCTYIIBI B BU/I€ TOHUKO-KJIIOHUYECKUX
CYJIOpOT' ¥ OTBEJICHHUEM IJIa3HbIX S0JIOK BBEPX, Aajiee MPUCTYIIBI 10 TUILY OOMSKaHUs, HHOT/IA C
TOHHUKO-KJIOHMYECKUMHU cyoporamu. B 3,5 rona peOEHOK cTan yTpaunBaTh paHee
npuoOpeTEéHHbBIE IBUTATENIbHBIE (CAMOCTOSTENIHO HE XOIUT, aTaKCHs IIPU X0Ab0E ¢
MOJJIEP’KKOM) U peueBble HaBBIKHM (TOBOPUT CJIOTH). B HacTosIee BpeMst MPUCTYIIBI 110 TUITY
MHOKJIOHUH T'OJIOBHI J10 3-4 pa3 B CyTKH Ha (hoHE MpuéMa MPOTUBOCYIOPOKHBIX MPETapaToB.
1) [Ipennonaraempiii AMATHO3:
2) MeToabl TUarHOCTUKU:

Omanon omeema Pannss snunentuyeckas sHuedanonarus; 931 -uccnenosanue, MPT-
UCCJIEJOBAHNE, IPOBEJECHUE KIMHUYECKOTO WU TIOJTHOTO CEKBEHUPOBAHUS 3K30Ma METOA0M

NGS
3ananue 61 [Tanuent - my>xuuna 25 set. ’KanoOsl Ha ctaboCcTh B HOrax, HApYLUICHUE TOXOAKH,

TPYIHOCTHU TpU TobeMe 10 jiecTHUIe. OOBEKTUBHO - TICEBIOTUNEPTPOGHUHN HKPOHOKHBIX
MBIIIILI, BBIPQXKEHHBIN JTOP103 MOSICHUYHOTO OT/ENa, «yTHHAS TOXO0/AKaY, 3aTPYIHEHO MMOTHATHE
pyk. [Ipu BcTaBaHMM UCTIONB3YET BCIIOMOTATEIIbHBIE TTPUEMBI.

1)[IpeanonoxuTenbHblil TUartos.

2)MeTo/bl TMarHOCTHKHY.

Omanon omeema:

1) G 71.0 Meimeynast auctpodus

2) CuMOTOMaTUYECKOE, UCTIONB3YIOTCS (PU3HOTEPANIEBTUYECKUE METOBI, OPTOIEANYSCKAs

koppekuus. Llens - moanep:xanne MbIIIIEYHON CHJTBI, IPEAYTIPEKACHUE PA3BUTHS

KOHTPAKTYp, AehopMalinii CycTaBOB.
HaGmronenue Bpayeil - crieninaiucToB B COOTBETCTBUU C KaJI00aMU U BBISIBICHHBIMHU

HapyleHUsIMUA

3amanue 62 [lamueHT - HOBOpoxaeHHas, 14 cyTku, HanpaBieHa B MI'K st o6cnenoBanmst B
cBs3u ¢ noBwimeHueM yposHs HeoOIlI- 337,5 amons/, perectOIIl - 609,3 HMOIB/1.
O06nexTuBHO: Macca Tena 340r, peHoTurnmmueckn 6e3 0COOCHHOCTEMH.

1)IIpeanonoxuTensHbli TUarHo3.

2)Metoap! IeueHus 1 NpopuIakTuKa

Omanon omeema:

1) E25 AnpeHoreHuTanbHbli CUHAPOM

2) - Habmronenue Bpaua — S3HAOKpUHOJIOra(Ha3HaueHNUE TIIFOKOKOPTHUKOUIOB, 3aMEIICHNE

nedunmuTa KOpTU30Ia U nofasnenue u3ositounoi cexpeunu AKTI)

KoHcynpranus Bpaya-reHeTHka ¢ 1eblo pacueTa FeHeTHYECKOro PUCKa B CEMbE, aHAIN3a

POIOCIIOBHOM U 00CY>KIEHUS BO3MOXKHOCTEH MPEeHATATbHON JUATHOCTUKH

3ananue 63 [lauueHT - xxeHmuHa 45 set. XKanoOb! Ha OBICTPYIO YTOMIISIEMOCTD, C1a00CTh,
YXYIIICHUE TTaMsATH U BHUMAaHHUsI, IPO’KaHUE MajiblieB pyK. OOBEKTUBHO: TU3apTPHS,
TUTNIEPKHUHE3bI, HTHTEHIIMOHHBIN TpeMop. JIJabopaTopHO: rUnonepyIoIIa3MIUHEMUS,
TUN0aIb0yMUHEMUSI.

1)IIpeanonoxuTenbHbIi TUarHo3.

2)Metoibl IeUCHUS U PeaOUITUTALIUS

Omanon omeema:



1) E 83.0 bone3ns Bunbcona-KonoBanosa

2)- Jlueta No 5 — ¢ orpanrueHueM Meau 10 1 Mr B CyTKH — UCKJIFOUEHHE 1IOKO0JIa/1a, OPEXOB,
CyX0()pYKTOB, paKoB, IIEUEHH, LIJIbHON MIeHuIbl. [laToreHeTnyeckoe jeueHne HapaBIeHo Ha
BBIBEJICHHE ME/IM U3 Opranusma. JlJist 3Toro mpuMeHsI0TCS] KOMIUIEKCOOOPa3yIoIne COeAMHEHUS:
THOJIbI, TEHUIIWUIaMuH. [Ipy MakcuManbHO paHHEM Hadajie Tepanuy MporHo3 0JIaronpusTHHIN,
ynyuiiaercs ooiee camouyBcTBue, cHIbkatoTcst ypoBHU AJIT u ACT B CBIBOPOTKE KpOBH,
YMEHBIIAETCS BBIPAKEHHOCTh I'eMaTUTa U CT€aT03a B TKAHH Ne4YeHH, (puOpo3 NpakTUYECKH He
nporpeccupyet. B ciydae mo3zaHero Hadana Tepanuy MporHo3 MeHee OJaronpusTeH: Bo3aMokHbI
JEKOMIIEHCALlUs LIUPPO3a MEUSHU, pa3BUTHE (YIbMUHAHTHON I€YEHOUYHONM HE0CTaTOUYHOCTH,
IIPOrPECCUPOBAHUE HEBPOJIOIMUECKON CUMIITOMATHKH, JIETAIbHBIN UCXO.

3amanue 64 [lamueHT - HOBOPOXKIeHHBIN, HanpaBiieH B MI'K s oOcienoBaHus B CBS3U C
nosbitieHreM ypoBHs HeoTTI-184,4 mxEn/min, perectTTI-291,2 MmxEx/mn. O6bekTuBHO: Macca
tena 4200r, koka cyxasi, MacTo3Has, )KeNTYIIHAs, TUI[0 OTEUHOE, S3bIK OOJNBIION, OTEKH KHCTEH
M CTOII, TOJIOC HU3KHUH.
1)IIpennonoxuTenbHblil TUarHos.
2)MeToap! JieueHus U JUCTIaHCepHOE HAOII0IeHHE.
DTaJIOH OTBETA:
1) BpokneHHBIN IEPBUYHBIA TUTIOTHPEO3
2) KoHcynbTamus reHeTHKa ¢ yTOYHEHUS TeHETHISCKOM ATHOJIOTUH 3a00J1eBanus;, 11 o
TTI u T4 cBo6oaubIii 1p/2-3 mec., [Tocne kaxaoro u3MeHeHus 10361, KOHTPoJb TTI
yepes 2 mec; Y3U cpasy mocie mocTaHOBKH uWarHosa, aanee 1p/B 1-2 rona; omnenka
JOUHAMHKYU pocTa; cuunturpadus LK

3ananue 65 [lauueHt - neBouka 3 siet. JKanoObl Ha MOBBILIEHHYIO YTOMJIIEMOCTb, OJIETHOCTD,
TOJIOBOKPYKECHHUE, CHIDKeHHUE anmeTuTa. OOBEeKTUBHO: JIETKas HKTEPHUYHOCTH KOXKH U CKIIEp,
00JI1 TPENMYIIIECTBEHHO B JIEBOM TMoApeOephe, cruieHoMeranus. B ananuse kposu - Hb-75 /7,
Op-2,9, 1I1-0,9, PeT-52%, neiik-10,2, 3-2, n/g-4, ¢/1-52, mumdp-37, COD-20. 13 anamHe3a: MaTh
3/10pOBa, Y OTIIa MEPUOANUECKH OTMEUACTCS JKENATYIUTHOE OKPAIIUBaHUE CKIIEp.

D)IIpeanonoxuTensHbli TUarHos.

2)MeTo/1bl IEYECHHUS .

Omanon omeema:

1) Tanaccemus

2) Tpancdy3uonHas tepanus (IepeaIuBaHUS SIPUTPOLUTHON MACChI) IO TOKA3aHUSM.
XenaropHas Tepamnus (Ha yJajleHue n30bITKa jkese3a U3 oprannima). TpaHciiaHTanus
reéMOITO3TUYECKUX CTBOJIOBBIX KJIETOK CIUIEHIKTOMUS

3ananue 66 [lanueHt - HoBopoXxaeHHas ieBouka. OOBEKTUBHO: TUIIEPTENIOPU3M, KIIFOBOBUIHBIH
HOC, aCHMMETPHUS Yeperia, HU3KO PACIOIOKEHHbIE 1e()OPMHUPOBAHHBIE YITHBIE PAKOBHHBI C
[IPEapUKYJIbPHBIMU CKIIQJAMH, 33JI€pKKa ICUXOMOTOpHOro pa3Butus. Ha Y3U - runonnasus
HOYKH.

1)[IpeanonoxuTenbHblil JUartos.

2) MeTtoasl TMarHOCTHUKH.

Omanon omeema:

1)Cunapom Bonbsda-XupurxopHa
2) KOHCYJIbTalMs Bpaua-TeHETUKa C 1IEJIbI0 pacuyeTa FTeHETUYECKOr0 PUCKA B CEMbE, aHAIN3a
POZIOCIIOBHOM 1 00CYKIEHUS BO3MOKHOCTEH MPEHATATBHON JUATHOCTUKH



3ananue 67 [Tanuent - Mmy>xunna 53 siet. XKanoObl: Ha U3MEHEHUE TMTOXOIKH U TI0YepKa,
HETIPOU3BOJIbHBIC IBI)KEHUS pyKaMH U rojoBoi. OOBbEKTHBHO: XOPEHYECKHE THITEPKUHE3BI
KOHEYHOCTEH, YCHIMBAIOIINECS MPHU LIeJICHANpaBIeHHOM JieiicTBUU. [loxoaka HeyBepeHHas,
HIapKaroIas, peub 3aTpyaHeHa. PogocioBHas oTsromeHa no JUHUM MaTepy B 3X MOKJICHUSIX.
D)IIpenmnonoxuTenbHbIA TUAarHO3.
2)Metobl peabunuTa ¥ mpopuIakTUKa
Omanon omeema:
1)bone3ns I'enrTuHrTOoHa
2) BpauoM - HEBpPOJIOTrOM MPOBOJIUTCS J€UCHHE (IIs1 KOPPEKIIMHU XOPEH - TPUMEHEHNE
HEHPONENTUKOB, TeTpaOeHA3MHA WM KIIOHA3emaMa; sl KOpPEeKIUu AucToHu| - JIOK,
UHBEKIUU OOTYIMHUYECKUM TOKCUHOM; JUIsl KOPPEKINH Pa3pa>KUTEIbHOCTH -
HEHPOJIENTUKY, UHTMOUTOPBI 0OpAaTHOTO 3aXBaTa CEPOTOHMHA; JJI1 KOPPEKLIUU
OpaAUKUHE3UU U AKUHETUKO-PUTHUIHOTO CUHAPOMA- JIEBOJIONA UM AMAHTAH).

2) KOHCYJIbTAllMA Bpada-reHETHUKaA C LECJIbIO pacucTa rTCHCTUYCCKOI'O0 pPUCKA B CEMbLEC, aHAJIM3a

pOI[OCJ'IOBHOﬁ n O6CY)I(I[€HI/I$I BO3MOKHOCTEH HpeHaTaanoﬁ JUAardHOCTUKH

3ananue 68 IlanuenT - HOBOpoOKAeHHBIH, HanpaBiieH B MI'K 115t oOcinenoBanus B CBS3U C

noBbIeHneM ypoBHs HeoDA-3,6mMr%, perect DA-6,44mr%. O0beKTUBHO: (peHOTHITHYECKU O3

CUTHAJIBHOW JAHMCIUTACTHKH.
)I[IpeanonoxuTenbHblil TUarHos.
2)Metob1 mpodUIaKTUKH
Omanon omeema:
1)®DenunkeTonypus

2) KOHCYJIbTallus Bpada-IrCHCTUKA C CJIbIO paCyCTa IrCHECTHUYCCKOI'O pUCKa B CEMbEC, aHAJIN3a

POIOCIIOBHOM M 00CY>KIEHHS BO3MOXKHOCTEH PEHATATBHON JUarHOCTUKH

3ananue 69 [Tanmentka 32 net. XKanod He npenbsIBIsSIeT, HAPaBIeHA aKyIIEPOM-THHEKOIOTOM

JUTSL OLICHKH PHCKA TI0 pe3yJbTaTaM MpeHaTaIbHOr0 CKpuHUHTA 1 TpumecTpa. JlanHas Oep - 14,
cpok 16-17 nen. Pe3ynbTaThl mpeHaTaIbHOTO CKPUHUHTA 1 TpuMecTpa: Y 3-Hcciie10BaHue -
oepem 12nen, KTP-49, UCC-157, TBII-2,3, kocTh HOCA BU3YaTU3UPYIOTCS, KPOBOTOK B
BEHO3HOM IMPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'Y-
2,87MoM, UTOroBbIi MHAMBUAYaIbHBIA PUCK 1O Tpucomuu 21 - 1:90.

DI IpearnonoxuTensHbIi TUarHo3.

2)Metoap! TpoUIaKTHKH

Omanon omeema:

1) O35.1. XpoMocoMHbIe aHOMAJINH Y TI10/1a (TIpeanoaaraeMblie), TpeOyromme

MIPEAOCTABIICHHUS] MEIUIIMHCKON TOMOIIY MaTEpH.

2) uBa3uBHas npeHaTallbHas JUArHOCTHKA KOHCYJbTAlMS Bpaya-reHeTHKa C LEeNbI0

pacuera reHeTHYEeCKOro PUCKa B CEMbE, aHAIN3a POJAOCIOBHOM U 00CyXKIeHUs

BO3MO’KHOCTEH IPEHATAIbHON JUAarHOCTUKH

3ananue 70 [Tanuent - pebenok 4x snet. )KaaoObl Ha yBeTUYEHUE )KUBOTA, OTCTABAHUE B
NCUX0(U3MYECKOM PAa3BUTHH, IATKYIO MOXOJKY, cyaoporu. O0sexkTuBHO: 98/14, 6ombmoii
KHUBOT, TeMAaTOCITICHOMET AN, MBIIIICYHAS THITOTOHHS, ATAKCHSL.



D)IIpeanonoxuTensHbIi TUarHos.

2)Metoab! TpohUITAKTHKH .

Omanon omeema:

1) bone3ns Humanna — Iuka

2) KOHCYJIbTaIlMs Bpaya-TeHETHKA C IEJIbI0 pacueTa FreHETHIECKOTO PUCKA B CEMbE, aHaTN3a
POJIOCTIOBHOM M 0OCYKIEHUST BO3MOXKHOCTEH NIPeHATAIBHON JTUArHOCTUKH -BhIsiBICHUS
xapakTepHbix MyTauuii B reHax SMPD1, NPC1 u NPC2

3ananue 71 [TanueHT - HoBopoxaeHHBIN, HanpaBieH B MI'K a1t oGcnenoBanust B CBS3U C
noBbleHneM ypoBHs HeoDA-3,6Mr%, perect PA-6,44Mr%. OOBEKTUBHO:
(eHOTUNMYECKH 0€3 CUTHAJILHOW AMCIUTACTUKHY.

DIIpennonoxurensHpiii quarno3: MKb-10:

2)Merto1bl TPOPUIAKTUKH

Omanon omeema:

1) E70 ®enunkeronypus

2) KOHCYJIbTAlMsI Bpaua-reHEeTHKa C LIeJIbI0 pacuyeTa FTeHETHYECKOI0 PUCKa B CEMbE, aHAJIN3a

POJIOCIOBHON U 00CYXICHUS BO3MOXKHOCTEH MPpEeHAaTaIbHONW JUAarHOCTUKH

3ananue 72 [Tanumentka 37 net. XKanod He npenbsaBIseT, HAIPABICHA aKyIIEPOM-THHEKOIOTOM
JUTSL OLIGHKHU PHCKa O pe3yJibTaTaM MpeHaTalIbHOro CKpuHUHTa 1 TpumecTpa. lannas 6ep -5,
cpok 14-15 Hen, mpoTeKaeT ¢ yrpo30il mpephIBaHUs, TOJIyIaeT MEIUKAMEHTO3HYIO T€PaIIO.
Pe3ynbrarel mpeHaTaibHOTO CKpUHHUHTA | TpuMecTpa: ¥Y3-uccienoBanue - 6epem 13nen, KTP-
67, UCC-156, TBII-3,1, kocTH HOCA BU3yaTM3UPYIOTCS; CBIBOPOTOUYHBIE MapKePhI - YPOBEHb
PAPP-A-0,54MoM, B-XI'U-0,35MoM, uToroBblii ”HAMBUAYAJIbHBINH PUCK 11O Tpucomuu 21 -
1:50.

D)IIpeanonoxuTensHbIi TUarHo3.

2)Metoabl NpOUITAKTUKH.

Omanon omeema:

1) O35.1. XpoMocoMmHbIe aHOMAJINH Y TIJ10/1a (TIpeanoaraeMslie), TpeOyromme

MPEAO0CTABIICHUS] MEIUIIMHCKOM TTIOMOIIIA MaTepH.

2) uBa3uBHas npeHaTallbHas JUArHOCTHKA KOHCYJbTAllMs Bpaya-reHeTHKa C LEeNblo

pacuera TeHeTHYEeCKOTo PUCKa B CEMbE, aHAIN3a POJAOCIOBHOMN U 00CyXKIeHUs

BO3MOXKHOCTEH MpeHaTaTbHON TUAarHOCTUKU

3ananue 73 Ilanuent - my>xunna 23 siet. XKanoObl Ha IEpUOJUUECKUE MyUUTEIIbHBIE 00N U
MOKEHHE B KHCTAX UM CTOINAX, MOBBIIIEHUE TeMIEpaTypsl 10 37,2-37,4, CUIIbHYIO YCTAJIOCTh U
ciabocts. [Ipu ocMoTpe B 067acTH MynKa BU3yaau3upyeTcs aHruokeparoma. JlabopatopHo
TUIOXPOMHAsi MUKPOLMTapHas aHEMUSI.

)IIpenmnonoxuTenbHbIA TUArHO3.

2)MeTobl MpoUTAKTHKH.

Omanon omeema:

1) E75.2 6one3us @abpu

2) KOHCYJIbTAIMsI Bpaua-reHEeTHKA C 1IeJIbI0 pacueTa FTeHETUYECKOI0 PUCKA B CEMbE, aHAIIN3a

POIOCIIOBHOM 1 00CY>KICHHS BO3MOXKHOCTEH NpeHaTanbHol auarHoctuku. JJTHK-

JMarHoCcTHKa Ha Hanuuue myTtanui B rene GLA



3ananue 74 Ilanument — pebeHok 6 Mec, Macca npu poxaeHun-4400r, amuHa S4cm. OOBbEKTUBHO:

MUKpoIe(anusi, MAaKporJIOCCHs, CTITICHOMET AU

1)IIpennonoxuTenbHblil TUarHos.

2)Merto1bl TPOPHUIAKTUKH.

Omanon omseema:

1) Q87.3 Cunnpom bekBurta-Bumemana

2) KOHCyJbTallMs Bpaya-reHETHKA C LIEJIbI0 pacyeTa FeHeTHUECKOro prcka B CeMbe, aHaIN3a
POJIOCIIOBHON M 00CYXICHUS BO3MOKHOCTEH MpeHaTaIbHONW AUAarHOCTUKH

3ananue 75 [lanuent - pebenok 2x set. JKaaoObl Ha 3aepKKY MCUXOPHU3NUECKOTOM Pa3BUTHA.
OOBEKTUBHO: HU3KUH POCT, TEJIOCI0KEHUE TUCTIPOTIOPIIUOHAIBHOE C OTHOCUTENFHO JITUHHBIMH

KOHEYHOCTSIMH U KOPOTKHM TYJIOBHUIIIEM, TpyObIe YepTHI JINIA -3allaBIIee IEPEHOCKE, TYCThIE
cpocimecs OpoBH, MOJIHbIE TYObI, O0JIBIION S3bIK, THIEPTPUX03, KU(OCKOINO3,
BOPOHKOOOpa3Has aedopmarus TpyJHOU KIETKH, OOIBIION KUBOT, IeMaTOCIIIICHOMETaJIHSI.

D)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/bl TMarHOCTHKHY.

Omanon omeema.

1)Myxkomnonucaxapuio3

2) KOHCYJIbTallMs Bpaya-T€HETHKA C 1IEJIbI0 pacueTa FreHETUYECKOTO PUCKA B CEMbE, aHAIN3a
POIOCIOBHOM U 0OCYKIEHUSI BO3MOXKHOCTEHN NPEHATAIbHON JUArHOCTUKHI

IIK-5

3agaHus 3aKpbHITOrO THIIA

3ananue 1. UncTpykuus: Beibepute oauH npaBuiibHbINA OTBET.
deHoTUIIMYECKHE TIPU3HAKU cuHApoMa KnaitHdenbTepa BKIIOYAIOT:

5.

6.

7.
8.

HU3KOPOCIIOCTh, KPBUTOBHTHBIE CKJIAJIKU KOXKH B 00JIaCTH III€H, MHOYKECTBEHHBIC
MUTMEHTHbIE POJUHKH, TUM(OCTa3, HOPOKU CepIia U KPYIHBIX COCYI0B

BBICOKHH POCT, TUTIEPTOHAIOTPOITHBIN TUTIOTOHAIN3M, MUKPOOPXHUIH3M, OECIIIONE,
TMHEKOMAacCTHsl, a300CTIEPMHUS

MUKpoledanus, NOIUIaKTUINS, paciiennHa ryosl 1 Heba

MUKpO(TaIbMUS, paciiesnHa ryosl U Heba, MUKporedanus, MoJuAaK TN

Omanon omeema: BHICOKHI PpocCT, I’HHCpFOH&I{OTpOHHBIﬁ TUNoroHain3mM, MUKPOOPXUANU3M,
6ecnn0z(1/1e, TUHEKOMACTHs, a300CIIEPMUA

3ananue 2. Unctpykuus: Beibepute oauH npaBuiibHbIN OTBET.
ITopok pa3sBUTHsA, BCTpEYAIOLUNCA KaK CAMOCTOSITENIBHO HACIEAYEMbIN ITIOPOK C ayTOCOMHO-
JOMHUHAHTHBIM THUIIOM II€peauM, TaK U KaK CHMIITOM IIPU APYTUX CUHAPOMAX, HA3bIBACTCS

3.

DKTpOJAKTUIIUS

6. Kpunropxuzm
7. Amasus OOJIBIIOro Maiblia
8. I'maponedanus

Omanon omeema: IKTPOAAKTUINS
3ananue 3. UHcTpykuus: BeibepuTe o1H NpaBUIIbHBINA OTBET.

K xnmHnuecknM npusHakaM cuaapoMa beksBura-Buaemana oTHocAT
5. Kppu10oBUIHBIE CKIIAJKU Ha 111€€, MOHIOJIOUIHBINA pa3pes ria3
6. KopoTkyto 1iero ¢ n30bITKOM KOXH U KPbUIOBUIHBIMU CKJIaIKAMH
7. I'mneprenopusm
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. bonpIryto Maccy npu poXIeHHH WIM MOCTHATAJIBHOE ONEpeKeHNE (PU3NUECKOro Pa3BUTHS

Omanon omeéema: bomnbllyto MacCy Ipu pOXKICHUH WK TOCTHATAIBHOE ONEpPEeKEHUE
(hr3MYECKOTo pa3BUTHL

3ananue 4. Unctpykuus: Beibepute oauH npaBuiIbHBIN OTBET.
ITokazaHus U1 IpOBEIEHUS KAPUOTUIIUPOBAHUSA:

3.
6.
7.

3aJiep’kKa (PU3NUYECKOro U MOJI0BOrO Pa3BUTHS, TUIIOTOHAIU3M, TUIIOT€HUTATIN3M;
HapyIleHHe MypUHOBOTO U MUPUMHIMHOBOTO OOMEHA;

proOpeTeHHbIe JeopMalui MO3BOHOYHUKA U IPYAUHBI, IOMYTHEHUE POTOBHULIbI,
renaToCIICHOMET allts;

. TIPOrpeIueHTHasl yTpaTta IpUOOpPETEHHBIX HABBIKOB, CYJOPOKHBII CUHIPOM, CIIACTUYECKUE
rapajiiiu

Omanon omeema: 3aICPIKKa (I)I/ISI/ILICCKOI“O H MTOJIOBOT'O pa3BUTUA, TUIIOTOHAANU3M,
TUIIOI'CHUTAJIU3M

3ananue 5. Unctpykuus: Beibepute oauH npaBuiibHbINA OTBET.
CHUMITOMOKOMIUIEKC, BKIIOYAIOLINA MUKpOLE(auo, paciieInHy IryObl 1 HEOA, MOIUIAKTHIINIO
Y MTOJINKUCTO3 [T0YEK, HAnOOoJIee XapaKkTepeH JUIs:

5

6
7
8

CUHJpOMa DJIBapca;

cunapoma /layHna;

cuaapoma Bonbda-XupnixopHa;
cunapoma [laray.

Omanon omeema: cuaapoma [laray.

3ananue 6. UncTpykuus: Beibepute oquH npaBuiIbHbINA OTBET.
Ioxa3zanus U1 NpoBeieHUs] OMOXMMHYECKOTO UCCIIEI0BAaHUS HE SIBJISIOTCS:

5

6
7
8

3a/IepKKa ICUXUYECKOTIO PAa3BUTHS B COUETAHUM C IPU3HAKAMU MOYEKHCIIOTO IUATE3a;
JIeTKasl OIUroppeHus, 3aJiepakKKa IMoJIOBOI0 CO3PEBaHMS;

ONUro(peHs B COUYETAHNH C OOIIEH AUCIUIACTUIHOCTHIO;

MBIIICYHAs] TUIIEPTOHMS, TUIIONIUTMEHTAMSA, 3aI€PKKa MOTOPHOT'O ¥ PEUYEBOr0 pa3BUTHS.

Omanon omeema. nerkas OJ'II/Il"O(i)pCHI/IH, 3aACPIKKaA ITOJIOBOT'O CO3PCBAHU

3ananue 7. UncTpykuus: Beibepute oquH npaBuiIbHBIN OTBET.
[Toxa3zaHust U1 IpOBEIEHUS CIIEUATbHBIX OMOXMMHUYECKHX TECTOB:

5

6
7
8

. YMCTBCHHAs OTCTAJIOCTDb, BPOXKIACHHBIC ITIOPOKH PA3BUTHA PA3JIMYHBIX OPTaHOB U CUCTCM;,

. IIPUBBIYHOC HCBbIHAIIIMBAHUC,

. KaTapakTa, renaToCiijiCHoMeraius, OTCTABaHHUC B pa3BUTHUU, HEOOBIYHBIN 3aax MOYH

. MCPTBOPOKACHUC B AHAMHEC3C

Omanon omeema: KaTapakTa, reraToCriijiCHOMETalInisA, OTCTaBaHUEC B Pa3BUTUU, HEOOBIYHBIHN
3arax MOo4u

3ananue 8. Unctpykuus: Beibepute oquH npaBuiibHbINA OTBET.
bruoxuMuyeckas TMarHoCTUKa MoKa3aHa Ipu:

5.

_—

COUYCTAHWH 33JICPKKU IICHXOMOTOPHOTO PA3BUTHS C THITIONTUTMEHTAIIUCH H HEOOBITHBIM
3araxoM MOYH, IPOTPEUCHTHOM yTpauyuBaHUH IPUOOPETEHHBIX HABBIKOB.
TUIIOT€HUTAIN3ME, THIIOTOHAIA3ME,

Oecruionuu;

HE BBIHAITMBAHUE OCPEMEHHOCTH



Omanon omeema. COUCTaHUU 3aACPKKHU IICUXOMOTOPHOTO pa3sBUTHUA C FI/IHOHI/II‘MGHTaHI/IeI\/'I n
HEOOBIYHBIM 3aITaX0M MOYH, IPOTPCAUCHTHOM YTpadYBaAHUHN HpI/IO6p€TeHHLIX HaBBbIKOB.

3ananue 9. UncTpykuus: BeibepuTe oMH NpaBUIIbHBINA OTBET.
[Tokazanus i mpoBeieHUs: OMOXUMHYECKOTO HCCIEI0BAHNUS:
5. TIOBTOPHBIE CIIy4al XPOMOCOMHBIX MIEPECTPOEK B CEMBE;
6. orcraBaHue B (PU3MYECKOM Pa3BUTHH, T€MIATOCINIEHOMET AN, HEIEPEHOCUMOCTh KaKHX-
7100 MUIIEBHIX TPOIYKTOB;
7. MHOKECTBEHHBIE BPOKJICHHbIE IOPOKHU Pa3BUTHSI;
8. MOBTOPHBIE CIIOHTAHHBIE A0OPTHI.

Omanon omeema: OTCTaBaHUE B (I)I/I3I/I"ICCKOM Pa3BUTHH, I'CIATOCIINIICHOMCT AJINA,
HETMIEPCHOCUMOCTD KaKux-1100 IMUIICBBIX IMTPOAYKTOB

3amanne 10. UacTpykums: Beibepure oauH npaBiIbHBINA OTBET. [[uTOreHeTnueckuii MeTos
SIBJISIETCS. PEILAIOIIMM JIJIsl JUATHOCTUKHU:

5. MOHOT€HHOM MaTOJOTHH C U3BECTHBIM MEPBUYHBIM OMOXUMHUUECKUM J€(EKTOM;

6. CHUHJIPOMOB C MHOXXE€CTBEHHBIMHU BPOK/ICHHBIMU MTOPOKAMH Pa3BUTHUS;

7. XpOMOCOMHOM MAaTOJIOTHH;

8. MHOroQakTOpHbIX OosIe3HEH

Omanon omeema. XpOMOCOMHOfI IIaTOJIOI'UH,

3ananue 11. UncTpykuus: Boeibepure ouH MpaBUIbHBINA OTBET.
Cexsenuponanue JIHK - sro:
1. upenTudukanus nociaenoparenbHocT ocHoBanuit JJHK;
2. MHOTOKpaTHOE MOBTOpeHHUE Kakoro-nmnbo yuyactka JJHK;
3. Beigenenue ¢pparmenra JJIHK, conepxariero u3ydaemslii re;
4. yBenuueHue yncia uccienyemsix ydactkon JJHK

Omanon omeema: uaeHTH(GHUKAIUS TIOCIEI0BATEIILHOCTH ocHOBanmid JIHK;

3ananue 12. UncTpykuus: Beibepure oiuH NpaBUIBHBIA OTBET.
Jns monydenus obpasuoB JJHK He ncnonb3yror:

1. KpoBB;

2. CBIBOPOTKY;

3. BOPCHHBI XOPUOHA;

4. 6uonTaThl KOXKU, MBIIILL, IEYESHH.

Omanon omeema: BOPCUHBI XOPUOHA,

3ananue 13. UHcTpykuus: BeiGepure ouH NpaBUIBHBINA OTBET.
(eHoTUNHYECKUE MTPU3HAKH CHHIPOMA KOIIIAYbero KpUKa BKIIOYAOT:
1. HU3KOPOCIOCTb, KPHIJIOBUIHBIE CKIIAJIKU KOXKH B 00JIACTH 11I€H, MHOKECTBEHHbIE
MUTMEHTHBIE POJUHKH, TUM(OCTa3, TOPOKH CEpIia U KPYIHBIX COCYI0B
2. mpeHartagbHas TUIOIIA3Usl, MUKpoLe]aus, IpeaypuKyysipHble CKIIa KU, TUIIOTOHUS
MBI, 3HAYUTEIBHOE CHI)KEHUE PEaKIH Ha BHELTHEE Pa3IpaKeHHE U CYAOPOKHbIC
MIPUITAJIKH
3. mpeHartajbHAs THITOIUIA3Usl, HEOOBIYHBIH I1J1a4, TyHOOOpa3HOE JIMIIO0, MUKpOLedaus,
MBIIIEYHAsI THTIOTOHUS
4. MUKpOQTATEMHUS, PACIIEIIHHA TYOBI U HeOa, MUKpoLehaus, MOJTHIAK TS



Omanon omeema nipeHaTaNbHas TUIIOIUIA3Hs], HEOOBIYHBIH IJ1a4, TYHOOOPa3HOE JIMIIO,
MUKpotiedanus, MpIIIIeUHass THIIOTOHUS

3ananue 14. Unctpykuus: Boeibepure ouH MpaBUIbHBIN OTBET.

(enoTunuueckue npusHaku cuHapoma Jlanrepa-I'manona BKIIOYAOT:
1. yMCTBEHHAas OTCTAJIIOCTh, OTCYTCTBHE PEUH, ATAKCHs, IPUCTYIIBI OECIIPUUMHHOTO CMeXa
2. TPYLIEBUIHBIA HOC, TUIIEPIUIA3US HUYKHEN YEIIFOCTH, MHOKECTBEHHBIE XPSIIIEBbIC
HK30CTO3bl, KOHUYECKUE SMU(PH3BI, 331€PKKA ICUXOPEUYEBOT0 Pa3BUTHsL, yMCTBEHHAs
OTCTaN0CTh

. nuccaHuedanus, 0cobeHHOe JINIO, YMCTBEHHAs OTCTAJIOCTh

4. oxupeHue, MblIIeYHas TUIIOTOHUS, TUIIOTOHA/IN3M, MAJICHbKHE KUCTH U CTOIIBI

(98]

Omanon omeema T’pymeBI/I)IHBII\/II HOC, TUIICPpITIa3us HIKHEH YCIIOCTHU, MHOXCCTBCHHBIC
XpAMEBbIC 5K30CTO3bI, KOHUYCCKUC BHH(I)I/BBI, 3aACPIKKA IICUXOPECYCBOT'O pa3BUTHA,
YMCTBCHHAsA OTCTAJIOCTDH

3ananue 15. UncTpykuus: BeiGepure oluH NpaBUIbHBIA OTBET.
YacTelil, OeCIpUUYUHHBINA CMEX, CHIELU(PUYHOE JIUIO C TPUMACON YIIBIOKH, TOBTOPSIIOIIUECS
KyKOJIbHBIE CTEPEOTHITHBIC ABIKEHHSI, OTCYTCTBUE PEYU — XapaKTEPHO IS

1. c. Ilpanepa-Bumnnm

2. c. Bunemana-beksura

3. c. Buibsamcca

4. c. Aurenpmana

Omanon omeema c. AHTeIbMaHa

3ananue 16. Unctpykuus: Beibepure oiuH NpaBUIBHBIA OTBET.
JlnarHo3 MyKOBHCIM/103a YCTaHABIMBAIOT HA OCHOBAHUU:
1. pe3ynbTaToB OMOXMMHUYECKOTO aHAJIH3a MOYH M KPOBH;
2. JAaHHBIX OCMOTpPa 0(PTaTBMOJIOTOM, KapIMOJIOTOM U NMapaAKINHUUECKUX METO0B
HCCIIe/IOBAHUS,;
. KIIMHUYECKUX CUMIITOMOB, KOHIICHTPALlUX HOHOB HATPUS U XJIOPA B ITOTOBOM KHUJIKOCTH;
4. XapakTepHBIX KIMHUYECKUX CUMIITOMOB, IaHHBIX AJIEKTPOMHUOTPa(UN 1 OTIpeIeTICHHUS

(98]

YPOBHSA KpeaTHHHH(POC(HOKHUHA3HI B CBIBOPOTKE KPOBHU.

Omanon omeema KIMHAIECKUX CUMIITOMOB, KOHICHTPAallX HOHOB HATPHA U XJIOpa B
IIOTOBOM KUIKOCTHU

3ananue 17. UHcTpykuus: BeiGepure oluH NpaBUIBHBIA OTBET.
JlnarHocTuuecKkue KpUTEPUN MyKOBUCIIMI03A!
5. XpoHu4eckrue OpOHX03KTa3bl, IPABOCTOPOHHEE PACIIONIOKEHHE CEPLA, XPOHUIECKHE
CHUHYCHUTHI;
6. rpyOble uepThl JInla, Kuockoano3, neopmanys rpyAUHbI, HU3KUH POCT, MOPOK KIIaaHOB
cep/la, yMCTBEHHAs! OTCTaJIOCTh;
7. peuuaIuBUpPYIOIIME XPOHUYECKUE THEBMOHHUHU, HapyIIeHHe (QYHKINHU TOKENTyI0UHON
&KeJe3bl, MaibabcopOIMs, OOMIIBHBIN 37I0BOHHBIH CTYT,
8. 3azep’Ka pocTa, MHOKECTBEHHBIHN IM30CTO3, IOMYTHEHNE POTOBHULIbI, TOBBILLICHHAS
HKCKpeLUs TITMKO3aMUHOTIIMKAHOB (MYKOIIOJIMCAXapUI0B) C MOUYOM.

Omanon omeema peluAMBUPYIOLIIE XPOHUYECKHE THEBMOHUY, HapyIleHHe QyHKIH
MOJKEITYJ0YHOH JKeJe3bl, MababcopOLus, OOMIbHBIN 37T0BOHHBIN CTYJI



3ananue 18. UHcTpykuums: BeiGepure oiuH NpaBUIBHBIA OTBET.
JlnarHocTHueckue KpuTepun HelipopudpomaTosa:
5. BpPOXXIEHHBIN MOPOK CEepALla U OPOK Pa3BUTHS TyUE€BOH KOCTU U €€ MPOU3BOIHBIX;
6. MHOKECTBEHHBIE IMITMEHTHBIE IISITHA HA KOXKE, OIYXOJIH KOYKHBIE, IOJIKOXKHBIE U 110 XOAY
HEPBHBIX BOJIOKOH, CKOJINO3, TIIMOMBI 3pPUTEILHOTO HEPBA;
7. cebopeiiHble aJleHOMBI Ha LIeKaxX, IEMUTMEHTUPOBAaHHbBIE TSTHA, «KO(EHHbIe» MTHA,
CYJIOpOTH, YMCTBEHHAsl OTCTAJIOCTh;
8. aHeMus, renarocrjaeHOMeranus, «OaleHHbI» Yeper, BOJsSHKa IJI0/a.

Omanon omeema MHOKSCTBCHHBIC IINTMEHTHBIC IIATHA HA KOXK€, OITYXOJIU KOXKHBIC,
IMOAKOKHBIC U 11O XOAY HEPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIBHOT'O HEPBA

3ananue 19. Unctpykuus: BeiGepure oluH NpaBUIBHBIA OTBET.
JlnarHocTHYeCKue KpUTepun (PEeHUIIKETOHYpUU:
5. JIBOMCTBEHHOE CTPOCHUE HAPY KHBIX MOJIOBBIX OPraHOB, PBOTA, €THApaTaLIMs;
6. mporpeccupytomye 0JeIHOCTh U TUIOTPO(Hs, CIIIEHOMETaJHsl, BEICTYAIOLINE CKYJIbI U
JI0OHBIE OYTPHI, «OAIIEHHBIN Yepen, aHEMUs;
7. MHO>XECTBEHHbIE IUI'MEHTHBIE ISITHA HA KOXKE, OMYyXOJIN KOXHbIE, TOJIKOKHBIE U 110 X0y
HEPBHBIX BOJIOKOH;
8. OTCcTaBaHHE B ICUXOMOTOPHOM Pa3BUTUH, MUKpoLe(aIns, THIOMUTMEHTALUs BOJIOC U
KOXH.

Omanon omeema OTCTaBaHUE B IICHXOMOTOPHOM Pa3BUTUHU, MUKpoLe(hanus,
TUIONUTMEHTALUs BOJIOC U KOXKHU.

3ananue 20. UncTpykuus: Boeibepure ouH MpaBUIbHBIN OTBET.
Juarnoctuueckue Kputepuu cuHapoma Mapdana:
5. OTCTaBaHHE B ICUXOMOTOPHOM Pa3BUTUHU, MUKpoLeaIns, THIOMUT MEHTALINS;
6. MOJIBBIBUX XPYCTaJIMKa, TUIEPIIOIBUKHOCTh CYyCTaBOB, BOPOHKOOOpa3HOE B/IaBICHHUE
I'pYJIMHBI, BBICOKMIA POCT, aHOMAJIbHBIH POCT 3y0O0B;
7. YMCTBEHHAs OTCTAJIOCTh, MAKPOOPXUAU3M, JUTMHHOE JIULIO, BBICOKHUI J100, MaCCUBHBIN
o100PO0K, OTTONBIPEHHBIE YIIIH.
8. I'uneprenopusm, OpaxuIaKTUIUS, KPUIITOPXU3M, HU3KUI POCT, MaxoBasi rpbla yMEpeHHas
YMCTBEHHAsI OTCTAJIOCTb

Omanon omeema NOABBIBUX XPYCTaINKa, TUIIEPIIOABUKHOCTb CYCTaBOB,
BOPOHKOOOpPA3HOE B/IaBJICHUE TPYIHHBI, BRICOKUH pPOCT, aHOMAJIbHBIN pocT 3y00B

3amanue 21. MacTpykus: Beibepure ouH NpaBHIIbHBINA OTBET.

JlnarHocTUYECKNE KPUTEPUU alpEHOTEHUTAIBHOTO CUHIPOMAL!

5. runeprenopusM, OpaxuaaKkTHINS, KpUOTOPXU3M, HU3KUI POCT, TaXOBbIE IPIKH, YMEPEHHAs
YMCTBEHHAsI OTCTAJIOCTb;

6. TOHaJbl IPEICTABICHbI IMUKaMH, HApYXKHbIE II0JIOBBIE OpraHbl COPMHUPOBAHBI 110
KEHCKOMY THILY, BTOPUYHBIE II0JIOBbIE IIPU3HAKU HEIOPA3BUTHI, KapuoTun 46, XY

7. porpeccupyroas BUPWIA3aLus, yCKOPEHHOE COMaTUYECKOE PA3BUTHE, ITOBBIILICHHAS
9KCKpEeLUs TOPMOHOB KOPbI HaIIIOUYE€YHHUKOB;

8. YMCTBEHHasl OTCTaJOCTh, MAKPOOPXHUANU3M, OTTOIIBIPEHHBIE YIIIU, JJTUHHOE JIMILIO,
MacCHBHBIH 110100POIOK.

Omanon omeema nporpeccupyroniasa BUupuin3anus, YyCKOPpEHHOC COMaTUUCCKOC
Pa3BUTHC, TOBLIICHHASA SKCKPCIHA TOPMOHOB KOPbI HAAIIOYCUHHUKOB



3ananue 22. UncTpykuus: BeiGepure oiuH NpaBUIBHBIA OTBET.

OTHOJOrMYECKUE FeHeTHYeCKHEe (GaKTOphl MPU MYJIbTU(HAKTOPHATLHON MaTOIOTHH:
JEUCTBHE IBYX aJlIeley reHa OQHOrO JIOKYyCa;

MUKPOZENEIMU U IpyTe MUKPOIEPECTPOUKH KaKOH-THO0 XpOMOCOMBI;

3¢ (deKT eqMHUYHOTO IeHa;

aJITUTUBHBIN 3((PEKT MHOTUX I'€HOB C Pa3IMYHBIM OTHOCUTEIBHBIM BKJIAJIOM KaXJI0TO B
IIaTOTeHE3

P

Omanon omeema aagAUTUBHBIN Y(PPEKT MHOTHX T€HOB C PAa3JIMYHBIM OTHOCUTEITHLHBIM
BKJIAJIOM Ka)KJIOTO B MATOTEHE3

3ananue 23. UHcTpykuus: BeiGepure ouH NpaBUIBHBINA OTBET.

OnHO U3 yCIIOBUH MPOBEICHUS MAaCCOBOTO OMOXUMHUYECKOTO CKPUHUHTa HOBOPOKICHHBIX

HU3Kas 4acToTa reHa 0OJIe3HU B MOMYJISIINH;

. OTCYTCTBHE METOJIOB ITATOT€HETUICCKOTO JICUCHUS;

3. Hanmuuue OBICTPOTO, TOYHOTO, MPOCTOTO B BHIMOTHEHUH U HEIOPOTOr0 METO/Ia IUATHOCTUKH
OMOXUMUYECKOTO Ne(heKTa;

4. BBIPaKEHHBINM KIMHUYECKUI MOMUMOpPU3M O0TIE3HU.

N —

Omanon omeema Hanu4Kue OBICTPOTO, TOYHOTO, IPOCTOTO B BBHITIOJHEHUHU U HEJJOPOTOTO
METO/Ia TMarHOCTHUKN OMOXUMHUUYECKOTO JiepexTa

3ananue 24. Unctpykuus: Beibepure oluH NpaBUIBHBIA OTBET.
K xinHHYeCKUM NpOsBICHUSM CUHIpOMA Jrepca-JlaHino oTHOCUTCS:
. BoIpaskeHHas yMCTBEHHasl HEZJOCTaTOYHOCTD
. I'mnornukemus
. IIaronornyeckast XpynkocTh TKaHEH
. I'emopparunueckuii CHHIPOM

AW =

Omanon omeema Ilaronornyeckas XpynkocTb TKaHeH

3ananue 25. UncTpykuus: Boeibepure ouH MpaBUIbHBIN OTBET.
3azepkKa pocTa, COIPOBOKAAIOIIASACA JaKTATAlMI030M U HHCYJIBTONOAO0OHBIMU SIIU30/1aMU
XapaKTepHa JJIs:
1. MykoBucumunosa
2. MUTOXOHIpHUAIBHOTO 3a00JI€BaHUS
3. I'mukoreHo3on
4. HeitpoubpomaTosa
Omanon omeema MUTOXOHAPUATEHOTO 3a00JICBaHUS

OIIK- 5:

3aaHusi OTKPBLITOrO THIIA:

3aganue 1 OnpeneneHue NOHATHS XPOMOCOMHBIX OoJie3Hel

OtajioH oTBeTa: XPOMOCOMHBbIE OoJie3HHM - Ooibllas rpynmna HacleICTBEHHBIX Ooyie3Hell ¢
MHOXECTBEHHBIMU BPOXICHHBIMHU MTOPOKAMH PA3BUTHUS. B MX OCHOBE JIeKaT XpOMOCOMHBIE WIIN
TCHOMHBIE MyTallui. JTH JiBa Pa3sHBIX THIA MYTAalMid JJIs KPATKOCTH OOBEAWHSIOT TEPMHUHOM
«XPOMOCOMHBIEC aHOMAITUN

3aganue 2 OnpeneneHne TOYKOBBIX MyTaIui



Omanon omeema OAHOHYKICOTHIHBIE 3aMEHbl U HEOOJbIIUE JEICLUU MOXHO OIpPEICIUTh C
noMomsio rubpuam3ammu obpasma JIHK ¢ amnenscrienuuuHbIMEA - OJUTOHYKICOTHIHBIMU
npobamu ¥ npoBeneHus aytenbenennpudeckoun [P, [Ins npoBenenus ¢moopecuentHou [111P,
B KOTOpOM amiend OyayT OTIMYAThCs LBETOM (IIIOOPECHEHIIMH, MOXXHO IOJI00paTh
YHUBEpCaJIbHBIE TparMephl U ajuienbernenuduyabie 30816l Ecnu amuenscnenuuyHbie mpoob!
nogo0park CTHIK B CTBIK, @ MX KOHIIBI CHaOIWTh YHUBEPCAJIBHBIMH IIPauMepaMu, TO MOXHO
IPOBECTU MPOCTYIO WIM MYJBTUIUIEKCHYIO JIMTa303aBUCUMYI0 aMIuidpukanuio. Kpome Toro, B
OOJIBIITMHCTBE CITy4YaeB ¢ IOMOIIBI0 KOMITBIOTEPHOT0 aHanu3a nocnenosarensHoctu JJHK MoxHO
OOHAPYKUTh, YTO MCCICAYEMbIH HOIUMOP(PHU3M MU3MEHSET NOCIIEA0BATEIbHOCTD, CIIEHU(PUIHYIO
JUISL OZTHOW M3 COTEH M3BECTHBIX B HACTOSIIIMH MOMEHT OaKTepHaIbHBIX PECTPUKTA3

3ananue 3 OnpesencHre NPOTSHKEHHBIX JSTSIIHA

Omanon omseema. [IpOTsHKEHHBIE JENEIUH - OJHH U3 CAMBIX CJIOXHBIX MYTAIIMU HE TOJBKO IS
MOMCKa HOBBIX, HO U JJI ONPEJEICHUS B JUArHOCTUYECKHUX IIENISIX YK€ M3BECTHbIX. YacTo ux
OTIPECIISIOT TI0 OTCYTCTBUIO THOPUAM3AIMOHHOTO CHTHAJIA WM €r0 OCIIA0JICHUIO B Pa3IMYHBIX
NPWIOKEHUAX - OT THOpuau3anuu no Cay3epHy A0 aHaAJIM3a UTOTCHETUUECKUX MPErapaToB ¢
MIOMOIIBI0  (MJIFOOPECHEHTHBIX 30HIO0B. J[Isi KIMHMYECKOW JMArHOCTHKH pPa3padaThIBAlOT
metoauku Ha ocHOBe [T1IP ¢ orieHKOU CpaBHUTEIILHOW MHTCHCUBHOCTH MOJYyYaeMbIX aMIUTHKOHOB.

3amanne 4 OnpeneneHue TaHAEMHBIX TOBTOPOB

Omanon omeema: JIns oNpeneicHUs 4YUCIIa TaHJIEMHBIX TOBTOPOB B OOJIBIIMHCTBE CIIydacB
JIOCTaTOYHO IMPOBEJICHUS aHaIM3a MoJuMOop(dH3Ma UTHHBI aMILTH(UIIMPOBAHHBIX ()PArMEHTOB C
IOMOIIbIO 3JIeKTpodope3a B aKpUIAMHIHOM TIelie WM KalWUIAPHOro 3jekTpodopesa. Pexe
TpeOyeTcst UCIIONIb30BaHUE THOPUAN3AIIMOHHBIX TEXHUK, TAKUX Kak ruOpuan3anus no CaysepHy.

3aganue 5 CpaBHuTenbHas reHoMHas TuOpuanszanus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — xoHKypeHTHas rubpuau3anus in situ Ha HOPMaJIBHBIX MeTa(a3zHbIX
MJIACTUHKAX 37I0pOBOTO YenoBeka NByX reHoMHBIX JIHK-0mbnuotex. OmHa U3 HUX MOJTydeHa U3
aHAJIM3UPYEMOM TKaHU, BTOpas — M3 KOHTPOJBHOTO 00paslia, B3ATBIX B 3KBHUMOJSPHBIX
KOJINYECTBAX U MEUEHHBIX pasHbIMU (Quiroopoxpomamu. CoBpeMeHHblE MOAM(DUKALNN METO/AA
IO3BOJISIFOT MPOBECTH THOPUAM3ALMIO HE TOJBKO Ha MeTada3HbIX XpOMOCOMax, HO M Ha
MUKPOYHITIaX, MPEICTaBICHHBIX HabopamMu KIOHHpoBaHHBIX PparmenToB [IHK. Takou BapuaHT
rubpuan3aimu u3sected kak Matpuunas CGH (array CGH). Mctounnkom anamusupyemon JJHK
MOTYT OBITB JIFOOBIE SAPOCOAEPIKAIINE KICTKA OPraHu3Ma: JTUMQPOIUTHI IEPUPEPUISCKON KPOBH.
(GuOpoOIaCThI, KICTKH aMHHOTHYCCKOHM JKUIKOCTH M XOPHOHA, OTJCIbHBIC OJacCTOMEphI HIIH
TIOJISIPHBIC TEJbIla, a TAKKe 00pas3lbl OMyXOJEBOW TKaHU. [l HMCCIICIOBaHUS MOXET OBITH
JOCTYIIGH M apXHBHBIM Marepuall, 3a(QUKCUPOBaHHBIM B (OpPMAJIMHE M 3aKIFOUYCHHBIM B
napaduHoBbIe 0710kH, B kauecTBe nctounnka JJHK ans koHTposbHOW OMOIHMOTEKH, KaK IPaBHIIO,
UCTIOJIB3YIOT JIMM(OLUTHI NEPUPEPHUECKON KPOBU MY KUHHBI.

3ananue 6 ['eHbl TPeapaconoKEeHHOCTH

Omanon omeema: I'eHbl MPePacloNOKEHHOCTH — 3TO MyTaHTHbIE T€HbI (aJieiH), KOTOpbIe
COBMECTHMBI C POKACHUEM M JKU3HBIO B MOCTHATAJIbHOM NEpPUOJIE, HO MPHU OIpee- JEHHbIX
HEeOJIaronpHusTHBIX YCIOBUSAX CIOCOOCTBYIOT Pa3BUTHIO TOI'O MJIM MHOTO 3a00J1€BaHMS



3ananue 7 MykoBucuuo3 O0mas xapakrepuctuka. [I[pyHIMIIBI 1HarHOCTUKH.

Omanon omeema: SIBnsieTcs HaCIEACTBEHHBIM 3a00JIEBaHUEM KeJle3 BHEIIHEH
CEKpELMH, IIPOSBIISAETCS B IIEPBYIO OUEPEIb TATOJOTUEN CO CTOPOHBI JKETYJOUHO-KHILIEYHOTO
TpakTa U JpIXaTelbHOM cucTeMbl. [IoBbIIIIEHHAS BA3KOCTh CEKpETa JKeje3 BHEIIHEH CeKpelnu
IPUBOJUT K XPOHUYECKOMY BOCIIAJIMTEIILHOMY ITPOLIECCY B JIETKUX, IK30KPUHHOU
HEI0CTaTOYHOCTH MOJIKETy JOUHOM JKele3bl, FenaToOnIMapHoi MaToJ0rMH U aHOMAJIbHO
BBICOKOMY COZEPKaHHIO 3JIEKTPOJIUTOB B ITOTE. J[MarHo3 cTaBsAT Ha OCHOBAHUHU JAHHBIX
UCCJICIOBAHMSI 1T0Ta WU UIEHTU(UKALUY 2 BAPUAHTOB I'eHa, BHI3BIBAIOLINX MYKOBUCIIHIO3, Y
OOJIbHBIX C MOJIOKUTEITBHBIM PE3yJIbTAaTOM HEOHATAIBHBIX CKPUHUHI-TECTOB MM XapaKTePHBIX
KJIMHUYECKHUX MpU3HaKoB. OTBETCTBEHHBIN I'eH JIOKAIM30BaH Ha JJIMHHOM IIJIede XPOMOCOMBI 7.
OH koaupyeT MeMOpaHOaCCOLMUPOBAHHBIN O€JIOK, Ha3bIBAEMbIIl MyKOBHCLIUIO3HBIM
TpancMeMOpaHHbIM peryistopom nposogumoctu (CFTR). Haunbonee pacnipoctpanennas
BapuanTamu rena, F508del, Bcrpeuaercs npumepno y 85% anneneit; 6butn
uaentuduurposansr> 2000 meHee pacnpocTpaneHHbIX BapuanToB CFTR.

3ananue 8 AHOMAaIUU MOJOBBIX XPOMOCOM

Omanon omeema: AHEYIJIOUIUU TIO TIOJOBBIM XPOMOCOMaM, KaK MPaBUJIO, XapaKTEPHU3YIOTCA
0oJiee MATKUMHU KIMHUYECKUMU CUMIITOMAaMH 10 CPAaBHEHHIO ¢ TUCOATaHCOM YHCIIa ayTOCOM. Y
YeoBeKa OHHU MPEJCTABIICHBI MOHOCOMHEH IO XPOMOCOME X W pa3jIMYHBIMH BapHaHTaMH
HOJMCOMHHM IO TOJIOBBIM XpoMocoMmaMm. [TosimcoMuu Mo MOJOBBIM XpOMOCOMaM TO OoJIbIiast
Ipynmna  XPOMOCOMHBIX  OOJIC3HEH,  MPEJACTABICHHAs  Pa3JIMYHBIMH  KOMOHMHAIUSIMH
JOTIOTHUTEIBHBIX X- WIM Y-XPOMOCOM, a B CIydasX MO3auIlM3Ma - KOMOWHAIUSAMH DPa3HbIX
KI0OHOB. OOmIas 4actora MOJMHUCOMHHM MO X- WU Y-XpOMOCOMaM CpPeId HOBOPOKIECHHBIX
coctapigeT 1,5:1000-2:1000. B ocaHoBHOM 310 moaucomMuu XXX, XXY m XYY. Mo3anunsie
(hOopMBI COCTaBIISIIOT MpUMEPHO 25%

3amanue 9 KIMHMKO-LIMTOr€HETHYECKas XapakTepucTuka cuHapoMa CuHIpOM TpuUILIO-X
(47,XXX)

Omanon omeema: Cpeay HOBOPOXKICHHBIX JIEBOUYEK yacToTa cuHApoMa coctasisier 1:1000.
Kenmuuel ¢ kapuotunoM XXX B MOJHOM WM MO3aWYHOM BapUaHTE MUMEIOT B OCHOBHOM
HOpPMaJIbHOE (U3UUECKOE M TICUXUYECKOE pPAa3BUTHE, OOBIYHO BBUIBISIOTCS CIIyYaWHO IIPH
obcrmenoBaHuu.  OTO  OOBACHSETCS  TeM, 4YTO B  KJIETKaXx JBE  X-XpPOMOCOMBI
reTepoXpPOMaTHHU3UPOBAHBI (JBa TEJblIa MOJIOBOI0 XpOMaTHHA), a PYHKIIMOHUPYET JHILIb OHA,
KaK M Y HOpMaJIbHOM JKEHIMHBI. Kak npaBuiio, y )KeHIIUHBI ¢ KapruoTUIIOM X XX HET OTKJIOHCHUH
B II0JIOBOM pa3BUTUH, OHA MMEET HOPMAJIbHYIO IUIOJOBUTOCTb, XOTS PHUCK XPOMOCOMHBIX
HapyIIeHUH y TTOTOMCTBA ¥ BOSHUKHOBEHHSI CTIOHTAHHBIX a0OPTOB MOBBIIICH. MIHTEIIIEKTyaIbHOE
pa3BUTHE HOPMAJIHHOE WIIM HA HIDKHEW TPAHUIIC HOPMBIL. JIUIIb Y HEKOTOPBIX JKSHIIMH C TPUILIO-
X ecThb HapylIeHUs PENpOAYyKTHBHOUW (DYHKIMHU (BTOPUYHAS aMEHOpes, AUCMEHOpEs, pPaHHsSA
MEHOTay3a u Jp.).

3ananue 10 Knunuko-mutoreHeTHueckas xapakrepucTtuka cuaapoma Cunapom Knsiidensrepa

Omanon omeema: ITOT CHHAPOM (B TIOJTHOM ¥ MO3aWMYHOM BapHaHTaX) BCTPEYACTCS C YaCTOTOH
1:500-750  HOBOpOXIEHHBIX  ManbuukoB. IIpucyrcTBue  Y-Xpomocombl — omnpeaenser
(opMHupoBaHHE MYXKCKOTo moja. J[o mepuoaa mojoBOrO CO3pEBaHMS MAJbUYUKH Pa3BUBAIOTCS
MIOYTH HOPMAJIBHO, JIUIIb ¢ HEOOJIBIIUM OTCTABAHHEM B TICUXHUYECKOM Pa3BUTHH. | CHETUYECKUN



TcOalIaHC B CBS3H C I00aBOYHOH X-XPOMOCOMOH KIIMHUYECKH TPOSIBIISICTCS B TIEPUO]T TIOJIOBOTO
CO3PEBaHUS B BUJIE HEJIOPA3BUTHSI SMUEK U BTOPUUHBIX MY>KCKHX TOJOBBIX MIPU3HAKOB. BojbHBIE
UMCIOT BBICOKHH POCT, KCHCKUHU THII TEJIOCIOKEHHUS, THHEKOMACTHIO, CJIa00e OBOJIOCCHHE JIUIIA,
MOJIMBIIICYHBIX BMAAUH W JOOKa. SIMUKM yMEHBIIEHBI, TUCTOJOTHYECKH OOHAPYKUBAIOTCS
ACrCHCpald TICPMHUHATHBHOTO DOJIUTCINUA W THAJIWHO3 CCMCHHBIX KAHATHKOB. bonbHabie
OecIuIoIHBI (a300CTIEPMUS], OJTUTOCTIEPMUS ).

3ananue 11 Knuauko-nuroreHeTnueckas xapakrepuctuka cuaapoma Cunapom llepemeBckoro-
TepHepa

Omanon omeema: DTO eIUHCTBEHHAs] (jopMa MOHOCOMHH Y KUBOpoxkaeHHBIX. He menee 90%
3agatud ¢ kKapuotunom 45,X aboprupyercs croHtaHHO. Monocomust X coctaBisieT 15-20%
Cpelu BceX aHOMaJbHBIX KapuOTHNOB abopTycoB. Yacrora cunapoma lLllepemesckoro-Tepuepa
paBa 1 : 2000-5000 HOBOpOXIEHHBIX JAEBOYEK. LluTOreHeTnka CUHIpOMa MHOrooOpa3Ha.
Hapsimy ¢ WcTHHHOM MOHOCOMHEH BO BceX KieTkax (45,X) Bcrpewarorcs apyrue (GopMel
XPOMOCOMHBIX aHOMAJIMU IO TIOJIOBBIM XPOMOCOMaM. DTO JENEIMH KOPOTKOTO WM JUTMHHOTO
wieya X- xpomocoMmbl [46,X,Xp-; 46,X,Xq-], uzoxpomocombl [46,X,i(Xq); 46,X,i(Xp)],
KOJIbIIEBBIE XpoMO- coMbI[46,X,R(X)], a Takxke pa3nuyHble BapuaHThl Mo3aunm3ma. Jlumb 50-
60% nauuentok ¢ cuapomoM lllepemneBckoro-TepHepa UMEIOT IPOCTYIO NOJHYI0 MOHOCOMUIO
(45,X). EnuncrBennas X-xpomocoma B 80- 85% ciiyyaeB uMeeT MaTEPUHCKOE MPOUCXOKIECHUE
u uub B 15-20% - oTnoBckoe. B ocTanbHBIX cllydasx CUHAPOM OOYCIIOBIIEH Pa3HOOOpPa3HBIM
mo3auiu3MoMm (B 1iemoM 30-40%) u Oosiee peIKMMH BapHaHTaMH JICICHUH, H30XPOMOCOM,
KOJIBLIEBBIX XpOMOCOM. KIIMHMYECKH CUHAPOM IPOSBIIAETCS B 3 HAIIPABJICHUAX: * TUIIOTOHAN3M,
HEJOPa3BUTHUE TOJOBBIX OPraHOB M BTOPHYHBIX MOJIOBBIX IPU3HAKOB; * BPOXKJEHHBIE MOPOKU
pa3BuTHs; * HU3KUK pOcT. CO CTOPOHBI IMOJIOBOM CHUCTEMBI OTMEYAIOTCS OTCYTCTBHE TOHA[
(arene3us roHajn), TUNOIJIA3Us MAaTKU M MAaTOYHBIX TpyO, MEpBUYHAS aMEHOpes, CKyIHOe
OBOJIOCEHHE JTOOKA M TOIMBIIICYHBIX BIAJNH, HEIOPA3BUTHE MOJIOYHBIX YKeJe3, HeIOCTATOYHOCTh
3CTPOTE€HOB, U30BITOK TUMIO(PU3APHBIX TOHATOTPOIIHHOB.

3ananuel2 YucnoBble HapyLIEHUS AyTOCOM.

Omanon omeema: C KIMHUYECKOW TOYKM 3PEHHS YHCJIOBBIE HApPYLICHUS ayTOCOM
XapaKTepU3YIOTCS CIEAYIONMMH OCHOBHBIMHU MPU3HAKAMH: -BHYTPHYTPOOHAs M MOCTHATAJIbHAS
3aZiepiKKa pPOCTa; -KOMIUIEKC JAUCMOP(UYECKUX HapyIICHUH, OCOOCHHO aHOMAJIHWW JIHIIA,
JMCTABHBIX OT/EJIOB KOHEYHOCTEH W TIOJIOBBIX OpPraHOB; -BPOJXKICHHBIE MOPOKU Pa3sBHTHUS
BHYTPEHHUX OPraHOB, YAIll€ BCETO - MHOXKECTBEHHBIE; -HAPYILIEHHUs] yMCTBEHHOT'O pa3BUTHA. XOTs
IPUCYTCTBUE JIIOOOHM M3 3THX YETHIpEX I'PYMI NMPHU3HAKOB HE CUUTAIOT OOS3aTEIBbHBIM IPU TOM
WJIM THOM CHHJPOME, YMCTBEHHAsI OTCTAJIOCTh - OJTHO U3 HanOoJiee TUIIMYHBIX HApYILICHNH.

3amanue 13 KiauHuko-uMroreHermdeckas XapakTepucTuka cuHzapoma JlayHa (Tpucomus
XpOMOCOMBI 21).

Omanon omeema: Hambonee pacmpocTpaHEeHHOE XpOMOCOMHOE 3a0osieBanue. [lomymsmmronHas
yactota coctanisier 1:600-700 HoBopokAeHHBIX. [[uTOreHeTnueckre BapuanThl cuHApoMa JlayHa
pasHooOpa3usl OCHOBHYIO 10710 (10 95%) COCTaBJSIOT Ciay4daw IOJHOW Tpucomuu 21,
BO3HHUKAIOIINE BCJICJACTBUE HEPACXOXKICHUS XPOMOCOM B MeHo3e. BKkiajg MaTepuHCKOro
HEpacXoKJeHUs B rameTuyeckue Gopmbl Oosne3Hu cocrapiseT 85- 90%, a OTHOBCKOTO - TOJIBKO
10-15%. ITpumepHo 75% HapyIIeHUH BOSHUKAIOT B ICPBOM JICJICHUH MEH03a Y MaTEPH U TOJIBKO



25% - Bo BTOpoM. Okomo 2% neren ¢ cuHApoMoM JlayHa UMEIOT MO3an4dHbIe (POPMBI TPUCOMHUHU
21 (47,+21/46). Ilpumepno 3-4% OONBHBIX UMEIOT TPAHCIOKAIMOHHYIO (OPMY TPHUCOMHUHU TIO
TUIY POOEPTCOHOBCKHUX TPAHCIOKAIMU MEXIY akpoleHTpudeckumMu xpomocomamu (D/21 wu
G/21). Oxoll0 OHHOM YETBEPTH TPAHCIOKAIMOHHBIX (OPM HACICIYIOTCS OT POTUTEIICH-
HOCHUTEJIEH, TOT/Ia KaK TPH YETBEPTH UX BO3HUKAIOT de novo. OCHOBHbBIE KIIMHUYECKUE IPU3HAKA
CHHJIIpOMA: THITMYHOE IUIOCKOE JIUIO, Opaxuliedaliis , aHOMaIIMH TJa3 (MOHTOJIOMTHBIN pa3pe3
IJ1a3, SMUKAHT, MATHA bpymdunbaa, paHHsas KatapakTa , MUOMHS ), OTKPBITBIA POT, aHOMAJIUN
3y0OB, KOPOTKHH HOC, IUIOCKas MEPEHOCHIa, N30BITOK KOXKM Ha IIee, KOPOTKHE KOHEYHOCTH,
norepeyHasl 4eThIpeXxmaiblieBas JaJ0HHAs CKJIaaKa, HIMPOKHH TPOMEKYyToK Mexay [ u II
nanbliaMu cTonbl. M3 MOPOKOB BHYTPEHHUX OPraHOB YAacTO OTMEYAIOT BPOXKIACHHBIE MOPOKU
cepana (AedeKTsl MENOKETYyIOYKOBOM W MEKIPEACEPAHOH MEPErOPOJKH, OTKPBITHIH
aprepuanbibii  TipoTok) u  JKKT, KoTopble B 3HAYUTEIBHOW CTENCHH OIMPEICIISIOT
IPOAOKUTEIBHOCTD )KM3HH MAalMEeHTOB ¢ cUHAPoMoM JlayHa. BoabIIMHCTBO OOJIBHBIX CTpagatoT
YMEPEHHOHU WJIM TSDKEJIOW CTENCHBIO YMCTBEHHOM OTCTAIOCTH. bonee msrkue gpeHoTunuyeckue
NPU3HAKU XapaKTEPHBI 7S MAllMeHTOB C MO3aUYHBIMU (hOpMaMU CUHAPOMA.

3ananue 14 KnuHuKO-IMTOreHeTUUECKast XapaKTepucThKa cuapoma [latay.

Omanon omeema: IlonynsuoHHAs YacTOTa BappupyeT B nuanazone 1:7800-14 000. 3aboneBanue
BO3HUKAET IIPEHMYIIECTBEHHO BCJEICTBUE TPUCOMUM XpPOMOCOMBI 13, Kak mpaBuio,
MaTEPUHCKOTO TpPOHCXOoXaAeHus. Kpome TOro, pa3BUTHE CHHIPOMA MOXXET OBITH CBSI3aHO C
TPaHCIOKAIIMOHHBIMU BapHaHTaMH (POOEPTCOHOBCKHE TPAHCIIOKALMH), MO3aUYHBIMH (hOpMaMH,
JIOTIOJTHUTEIbHOH KOJIBIIEBOH XpOMOCOMOH 13 1 u3oxpomocomamu. Kiimanuecku cunapom [atay
XapaKkTepu3yeTcs MUKpoIiedaaren, paciieInHaMi BEpXHEH IyObl U HEDA, HU3KO MOCAKECHHBIMU
neopMUpPOBaHHBIMH YIIHBIMH DPAaKOBHHAMH, MHUKPOTEHHEH, THUIOTEIOPH3MOM, IUCILIa3HeH
CEeTYATKH, MOJHIAKTHIMEH, MOMEPEYHON JIAJOHHOW CKJIAJIKOW M MHOXXECTBEHHBIMH MOPOKAMH
BHYTPEHHUX OPraHOB: BPOXKACHHBIMU MOpPOKaMH cepiua (IedeKThl MeperopofoKk M KpPYIHBIX
COCYZIOB), HE3aBEpIICHHBIM IIOBOPOTOM KHUIIEYHHKA, IOJHUKHCTO30M IIOYEK U YABOECHHUEM
MoueTouyHruKa. OOHapyKMBaIOT KPUNTOPXU3M, THIIOIUIA3UI0 HAPYKHBIX IIOJIOBBIX OpPraHOB,
yIIBOCHHE MaTKU ¥ Biarainumia. J{ist qerer xapakrepHa riryookast uanotusi. [Ipo1omKuTeIbHOCTh
JKA3HU, KaK MMPaBUII0, COCTABIISET 2-3 MEC M PEIKO JOCTUTAET OJTHOTO roja.

3aganue 15 KIMHUKO-IIUTOreHETUYECKas XapaKTePUCTHKA CUHIpoMa DIBapca.

Omanon omeema: IlonmynsuuonHas 4vacrota coctasisieT 1:6000-8000 ciywaeB. Bropoe mo
pacmpocTpaHEHHOCTH Toclie cuHapoma JlayHa XpomocomHoe 3a0oiieBaHue. bBONIBIIMHCTBO
ciydaeB (90%) cBsizaHO ¢ IOJTHOU (POPMOH XPOMOCOMBI 18, BOZHUKAIOIICH BCIICACTBUE OINOOK
NIEPBOTO JIEJICHUS] MEHO03a Yy MaTepu. TpaHCIOKAIMOHHBIC BapUaHTBl PETHCTPUPYIOT KpawHe
penko. KpuTHYecKWu peruoH, OTBETCTBEHHBIM 3a (DOPMHUPOBAHHE OCHOBHBIX KIMHUYECKUX
MPU3HAKOB CUHAPOMA, - cerMeHT 18q1 1. HoBopoxkaeHHbIe C CHHAPOMOM DABap/ica UMEIOT MATTYIO
maccy Tena. OCHOBHBIE JMATHOCTUYECKWE TMPH3HAKKU 3aboyeBaHMs: JonuXoredanus,
THIIEPTEJIOPHU3M , HU3KO TIOCAKEHHBIC YIITH aHOMAJILHOU ()OPMbI, MUKPOTHATHS , MUKPOCTOMHUS H
CKOIICHHBIM TMOAOOPOJOK. BO3MOXHBI aHOMaaMM pPa3BUTHA KOHEYHOCTEH, OTCYTCTBHE
JMCTATBHOM CKJIAJKU Ha MH3HMHIIE W THIOIUIa3us HOTrTed. 3 mOpOKOB BHYTPEHHHX OPTaHOB
XapaKTepHbIMU CYHUTAIOT KOMOWHHPOBAHHBIC TMOPOKH CEPICYHO-COCYAMCTOH  CHUCTEMBI,
HE3aBEPIICHHBIM MMOBOPOT KHIIEYHUKA, TTOPOKH Pa3BUTHS TOYEK W KpUNTOpXu3M. OTMedaroT
3aJIepPKKY MICUXOMOTOPHOTO Pa3BUTHS, UAMOTHUIO, UMOCIIMIBHOCTD. [IpOog0KUTENbHOCTD KU3HU



OOBIYHO HE TMpEeBBIMIAET OJHOro rojaa. Tpucomuu 1o Xpomocomam 8, 9 u 14 cpenu
HOBOPOXJICHHBIX PETUCTPUPYIOT peaKo. OnucaHbl eIMHIYHBIE CITydal HEKOTOPBIX TPHCOMHHU.

3ananue 16 KnuHuko-uuToreHeTHuecKas XxapakTepucTHKa CUHIpOMa TpUucoMuu 1o Xp 8.
Omanon omseema: Penkoe 3aboneBanne, 4acToTa KOTOporo B momyisiuu coctasisier 1:50 000.
BozHukaeT B pe3ynbTaTe XpOMOCOMHOTO HEPACXOXKACHUS B COMAaTHUECKUX KJIETKaX Ha PaHHUX
CTaauAX pa3BUTHA. Tpucomus 8 raMeTUYECKOro MPOUCXOXKACHUS XapaKTepHU3yeTcs, Kak ObLIo
OTMEUCHO BBIIIEC, PAHHEH 3MOPHUOJIETATBLHOCTBIO. Y HOBOPOXKICHHBIX OOHAPYKHBAIOT Kak
NOJIHBIE, TaK MW Mo3auyHble (OpPMBI TPUCOMHUHM, TMPH O3TOM KOPPENALHUsS MEXIy
PacIpOCTPaHEHHOCTHIO aHEYTNIOMIHOTO KJIOHA U TSKECThIO 3a00J1€BaHMsI OOBIYHO OTCYTCTBYET.
OCHOBHBIC TUArHOCTUYECKUE MPU3HAKH CHHApPOMA: Makpoledaivs, MUKPOTHATHS, MAaCCUBHBIN
BBICTYTAIOIIUH JI00, IMPOKasi CIIMHKA HOca W OOJIbIIME OTTONMBIpeHHbIe Y. Cpenu aHoOMaIini
ckesyieTa oOHapyXHUBAIOT 100aBOYHBIC pedpa U MO3BOHKH, 3aKPHIThie CITMHHOMO3TOBbIE TPHIKU B
IIEMHOM W TPYJTHOM OTJEJNie TI03BO HOYHHKA, alUIa3MI0 M THUIOIUIA3HI0 HAIKOJCHHUKA, a TaKKe
KOpOTKYI0 Miet0. OTMeuaroT MHOXKECTBEHHBbIE KOHTPAKTYpbl CYCTaBOB, KIMHOJAKTHIMIO U
KamnTogakTuianio. Cpead MNOPOKOB BHYTPEHHUX OPraHOB PpacHpOCTPaHEHBl aHOMAIUU
MOYETIONIOBOH (THUAPOHE(PPO3) U CEPACYHO-COCYIUCTOH CHUCTEMBI (IIe(EKThI TEPETOPOJIOK U
KPYIIHBIX COCYJIOB). Y OOJBHBIX OTMEYAIOT 3a/I€P’KKY MCHUXOMOTOPHOTO M PEYEBOIO Pa3BUTHSL.
NuTennexkt oObIYHO CHUKEH.

3ananue 17 KnuHuko-uuTOoreHeTuyeckas XxapakTepucThKa CUHIpoMa TpucomMuu 1o Xp 9.
Omanon omeema: B OonblmIMHCTBE cllydaeB 3a00jieBaHUE OOYCIIOBICHO HEPACXOXKIECHHUEM
XpOMOCOM Ha PaHHUX CTAaJUSX Pa3BUTHUs, M TOJIBKO MHOTJA OHO CBSI3aHO C TaMETHYECKUMHU
MyTanusiMi. BO3MOXKHBI MosiHble M MO3audHble (opMbl. OCHOBHBIE KIMHMYECKHE IPU3HAKU:
nonuxonedanus, rITy0OKO MOCaKEHHBIC TJ1a3a, BBICOKHH JI00, MUPOKasi MEPEHOCHIIA, BBICOKOE
HEDO (YACTO C PACIICITUHOMN ), MUKPOPETPOTHATHSI, IePOpMAIIHs YIIHBIX PAKOBUH U KOPOTKAS IIIesl.
OTMeuaroT aHOMaJIMU CKeJeTa, BKIIKYAIOIMe ANCIUIA3HI0 Ta300€JpEHHOr0 CyCcTaBa, BBIBUX
JIOKTEBOT'O MJIM KOJIEHHOT'O CyCTaBa, MaToJI0rnyeckre u3mMeHenus pedep. M3 mopokoB BHyTpEHHUX
OPraHOB THUIUYHBI AHOMAJUH CEPICUYHO-COCYIUCTOH, MouenoysioBon cucreM u JKKT.
BoJIbIIMHCTBO HOCHTENEH TPUCOMUU 9 MOTHOAOT B MEpBhIe 4 MEC JKU3HU, TPEUMYIIECTBEHHO OT
pecupaToOpHBIX HHDEKIINH.

3amanue 18 MoHoreHHbIe (OPMBI HACJIEICTBEHHBIX OOJIC3HEH: KIACCHU(PHUKAIUSA, STHOJIOTHS
Omanon omeema: MOHOIeHHBIE HACTEACTBEHHEIE O0JIE3HU 3aHMMAIOT 0CO00E€ MECTO B ITATOJIOTUH
YeJIOBEKa B CHITY M3YyYEHHOCTH MX NPHUPOIbl. COTJIaCHO 3TOW KIACCH(PHUKAIMU BCE MOHOTCHHBIC
HACJIeJICTBEHHbIE OOJIE3HU JIEISTCS Ha: - Ay TOCOMHBIE IOMUHAHTHBIE, -AyTOCOMHbBIE PEIIECCHBHBIE,
-X-clleTJIeHHbIE JOMUHAHTHBIC, -X-CIETICHHbIE PEIECCHBHBIC, -Y -CLICTIJICHHbIE 3a00JIeBaHUA.
HekoTopbie aBTOpPHI CI0JIa jk€ BKJIFOYAOT MOHOTEHHBIE MUTOXOHIpHAIbHbIC 0oJie3HH. OCHOBOH
JIpyrod Kiaccu(UKAIlMM MOHOTCHHBIX HACJCJACTBCHHBIX OOJIC3HEH SBJSETCS TO, Kakas U3
MOJICKYJISIPHBIX (DYHKIIMM HApyIIaeTcs B Cllydyae MyTallMd B COOTBETCTBYIOIIEM reHe. Ywmcio
MOJICKYJISIPHBIX (DYHKIIUH Y Pa3HBIX HCCIICIOBATEIICH BAPhbUPYET, HO B OOJBIIMHCTBE CIIy4YacB K
HUM OTHOCSIT CJICAYIOIINE: Clly4ae MYTaIlMM B COOTBETCTBYIOIIEM I'eHE. UHCI0 MOJEKYIISIPHBIX
(YHKIIMU Y pa3HBIX HCCIICIOBATENICH BapbUPYET, HO B OOJIBIIMHCTBE CIy4YacB K HHUM OTHOCST
CIENyIollIHe: -CBS3bIBAaHHE OEJIKOB C HYKJICHMHOBBIMH KHUCJIOTaMH, (EpMEHTATUBHBIC, -
TPAHCIIOPTHEIE, -MOTOPHBIE (DYHKIUH, -PETYIISIUIO TPAHCKPHUIIIHNH, -CUTHATIBHYIO TPAHCAYKIIUIO,



-CTPYKTYpHYIO (YHKIIMIO, CBSI3bIBAHHE C JIMTAHJOM, -IIANEPOHHYIO (YHKIHUIO,-PETYIISLIUI0
AKTUBHOCTH (DEPMEHTOB U T.[

3amanne 19 MoHoreHHble (OpPMBI HACIEACTBEHHBIX OOJE3HEU: OCOOCHHOCTH KIMHHYCCKOU
KapTUHBI

Otanon otBera: KimHWYeckas TEHETHKAa Bcerja ONMUpailach B CBOMX MPHHIUIAX Ha
3aKOHOMEPHOCTH, YCTAHOBJICHHBIC JKCIICPUMEHTAILHOU TeHeTuKkoW. OnHa W3 OCHOBHBIX M
Hanbosiee CTaphIX aKCMOM KIMHMYECKOM MEIHMIMHBI CBOJHUTCS K TOMY, YTO OOJIE3HB JIHOOOH
3THONOTUN  (MH(PEKIIMOHHOW, TPAaBMATHYCCKOW, AJIUMEHTAPHOH, TOPMOHAJIBHOH U Jp.)
NPOSIBIISIETCS HEOJMHAKOBO Yy PA3HBIX WHAWBUIOB, MOTOMY HYXKHO JICUUTh HE OOJIE3Hb, a
OonpHOTO. B psizie ciydyaeB KIIMHIUYECKasi KapTHHA OJJHOTO M TOTO )K€ 3a00JIeBaHHS BapHUPYET OT
cTepThiXx (OPM [0 TOKEICHIIMX KIMHUYECKUX MPOsiBIeHUH. DOopMHpOBaHHE KIMHHYCCKOH
KapTUHBI CBSI3BIBAIOT C OCOOCHHOCTSIMH JICUCTBUSI ITHUOJOTMYECKUX (pakTopoB (Hampumep,
BUPYJCHTHOCTh BO30YAUTENs), HCXOAHOTO COCTOSHHS OpraHu3ma (MMMYHHBIM CTaTyC, OOMEH
BEILIECTB), COMYTCTBYIOLIMX YCIOBHH (CTpecc, Temreparypa). Kpome Toro, mpusHaeTcs poJb
BPOXKICHHBIX XapaKTePUCTHK OpraHW3Ma B IaTOICHE3¢ M KIMHUYECKOM KapThHE OOJIe3HEW.
Kazanoce Obl, MOXKHO OKHIATh OoJiee WIM MEHEe YHU(PHIMPOBAHHOW KIMHHYECKOM KapTHHBI
KaKOH-JINOO HO30JIOTUUECKOU (POPMBI T€HHBIX OOJE3HEH, MOCKOIBKY ITHOJOTMYECKUH (HaKTOp
JUIs1 BceX OOJIBHBIX C 3TOU (DOPMOM OJIMHAKOB (MYyTallUsi B COOTBETCTBYIOIIEM T'€HE), a MaTOrCHE3
pa3BepThiBaeTCs Ha (DOHE KECTKO JETCPMUHHUPOBAHHOTO KOHTPOJISI TCHHOW aKTUBHOCTH. Takow
BBIBOJ ITOJICKa3bIBAJ OOIIETEHETUYECKUU B3IJISAJ HA MOHOTCHHO JCTEPMHHUPYEMBIEC COOBITHSL.
OpmHako KIMHUYECKAash TpaKTHKA IOKa3zaia, YTO CUMIITOMAaTHKa HACIEICTBEHHBIX OOJIe3HEW
pasnmuuHa. [Ipu HakoTUIeHNH HAOIOJCHUH OJHUX U TEX K€ HO30JIOTUYECKUX (OPM OKa3ajoch,
YTO KJIWHUYECKAW TONUMOP(GU3M TEHHBIX OOJie3HEH BHIpAXEH HE MEHbBIIE, YeM
HEHACIIEICTBEHHOU NaTo0ruu. [Ipu MHOTHX 3a00JIeBaHUAX, JOCTATOYHO XOPOIIO U3YUCHHBIX HA
KJIMHUYECKOM, TCHETHYECKOM M MOJICKYJIIPHOM YPOBHSIX, HET CTPOTOH KOPPEISIHUA MEXKITy
TEHOTHUIIOM U (DEHOTHUIIOM.

3amanue 20 MoHoreHHbsle (OPMBI HACJICACTBEHHBIX OOJIE3HEH: TOHATHE O KIMHUYISCKOM
noJimMophuzMe

Omanon omeema KIIMHUIECKUH TOTMMOP(HU3M TeHHBIX O0JIC3HEH MPOSIBIIICTCS B Pa3HBIX CPOKax
Hayvasa 3a00JIeBaHuUs, IOJTHOTE U TSHXKECTH CUMIITOMATUKH (T1yOMHA MAaTOJIOTHYECKOTO TpoIiecca),
NPOAOKUTETILHOCTH OOJIe3HU, CTENEeHW WHBAJIUIHOCTH, TOJIEPAHTHOCTH K Tepamuu, B
COKpAIIIEHUH TMPOJIOJDKUTEIILHOCTH XKU3HU. BMecTe ¢ TeM ciieqyeT MOM4epKHYTh, YTO T€HHBIC
00JIe3HN HE MMEIOT TUIABHBIX MEPEXO0J0B OT HOPMBI K martonoruu. Jlaxke camas yerkas ¢gopma
0oJie3HH O00s3aTEIBHO HMMEET MHHHMAaJIbHBbIE IUArHOCTHMUYECKHE KpUTEpuH. [ eHernyeckoe
NPaBUJIO TJIACHT: HOPMAJIbHBIA TCHOTHIT JCTEPMHUHUPYET HOPMAJIbHBIM (DEHOTHUII, & MyTaHTHBIA
TCHOTHIT JCTCPMUHUPYET MYTaHTHBIK (eHorun (Oose3Hb). ['€HETHMYECKOW NPUUMHOH
noJauMop(dr3Ma MOKET OBbITh SIBJICHHE B3aMMOJICUCTBHSI TJIABHOTO I'eHa M TCHOB MOTU(PHUKATOPOB
(omucra3, 0OCOOEHHOCTM  WMHAKTMBAllUM M J1030Bas  KOMIIEHcAlusi  X-XpOMOCOMBI,
IUTOIUIA3MATUYECKUN TEHOM), C JIPYTOU CTOPOHBI - 3TO MOTYT OBITh ¥ (DAKTOPBI BHEIIIHEH CPEJIbI,
B KOTOPBIX OCYIIECTBIIICTCS Pa3BUTHE HHIMBHIA. K HACTOSIIIEMY BpEMEHH HAKOITHIICS OTPOMHBINA
(aKkTUYECKUU MaTepral 1o (PEHOMEHOJIOTHH KIIMHUYECKOTOo MoJInMopdu3Ma OTACIbHBIX GopM U
(hakTopam, ero onpeneNsIoNM. B iepByro ouepes CielyeT pacCMaTpUBaTh 3HAUCHUE XapaKTepa
MyTallid B KOHKPETHOM JIOKYyCE€ JUIsl TPOSBICHUS OOJIe3HH WM (OPMHUPOBaHUS (PEHOTHIIA



(MyTanTHOTO). [IepBUYHO BO3HUKIIME U YHACICIOBAHHBIC OT MPEIBIIYIIHX TTOKOJICHUH MyTalluU
UMEIOT JIOCTAaTOYHO CXOAHOE (PEHOTUIIUYECKOE MPOSBIEHUE, T.€. [UIMTEIHLHOCTh YHACTIEIOBAHUS
MyTallil HE OTpakaeTcss Ha KIMHUYECKOM TmoinuMopdu3Me TeHHbIX Ooje3Hen. Kak
TIOTYEPKUBAIIOCH BBIIIIEC, JICCATKH U JAKE COTHU PA3HBIX MyTAlUH (¥ 1a)Ke PA3HBIX THIIOB) B OJTHOM
¥ TOM € JIOKYCE BEIyT K OJTHOU M TOHU k€ O0JIe3HH. B OONBIIMHCTBE CiTy4aeB XapakTep MyTaluu
HE OTpeieNsieT KIMHMYECKYI0 KapTuHY 00J1e3HH. DEHOTHIT ONIpeIesIsieT ePBUYHBINA YPPEKT reHa
(HeT mpoayKTa UM MaJlo MPOIYKTA).

3ananue 21 ['eHeTnyeckasi reTepOreHHOCTb.

Omanon omeema: [1oHATHE TEHETUYECKOU IE€TEPOTCHHOCTH O3HAYAET, YTO KIIMHUYECKass Gopma
TCHHOW OOJIE3HW MOXET OBbITh OOYCIIOBJIEHA MYyTAllMSMU B Pa3HBIX JIOKYyCaX WU DPa3HBIMH
MYTAIMSIMH B OJTHOM JIOKYce (MHOXKECTBEHHBIC aJUIein). SIBIICHHE TeHETHYECKOU TeTePOreHHOCTH
HOCHUT OOIIMHU XapaKTep, €ro y)Ke MOKHO Ha3BaTh MMPABHIIOM, TOCKOJIBKY OHO PAacIpOCTpaHICTCs
Ha Bce O€JKM OpraHu3Ma, HE TOJIbKO Ha MAaTOJOTHMYecKHe, HO U Ha HOpMalibHbIe BapuaHThl. C
MOJICKYJISIPHO-TCHETUYECKON ¥ OMOXUMHUKOTEHETHYECKOU TOUYEK 3PEHUS BIIOJIHE OOBSICHHUMO, YTO
pa3M4yHble TMATOJIOTMYECKHE TEHbl MOTYT HMMETh MPUMEPHO OJMHAKOBBIM (PEHOTHIT MPH
KJIMHUYECKOU OlleHKe. KOHEUHBIH A(PEKT MOJIOMKH KaKoro-IuOo mporecca Ha KIMHHYECKOM
YpOBHE MOKET ObITh O0YCIIOBJIEH HACJIEICTBEHHBIM HAPYIIEHUEM CHHTE3a Pa3HbIX OCIKOB HIIU
pa3HBIX BAPUAHTOB OJHOTO U TOTO ke Oelika. BEIsICHEHUE CTETIeHN TeHETHIECKOH TeTePOreHHOCTH
IpY JII000W HACJICJCTBEHHOW OOJIE3HU MPOXOAMT 4Yepe3 BCE DTAaIlbl: ONMMCAHHE NMPOSBICHUH HA
KIMHUYECKOM YpOBHE, H3y4YeHHE THIMA HAcleJOBaHUA M JIOKAaJU3allMd TeHa, BBISCHEHUE
NEPBUYHOTO OMOXMMHUYECKOTO Je(eKTa, yCTaHOBICHHE MOJICKYJISIPHOW CYITHOCTH MYTaIliH Ha
ypoBHe /IHK. ['eHeTHueckas rereporeHHOCTh, 00yCIIOBICHHAs MYTallUsIMU B Pa3HBIX JOKyCax, -
MEXIIOKYyCHAsl TeTepPOreHHOCTh - OTYETJIMBO BHJIHA HAa MpUMepe cuHapoma Dnepca-llanno (6
¢dbopm), HerpoduOpomarosa (o MeHbiiern Mepe 6 ¢opM) ¥ 1A VICTOYHMKOM T€HETHYECKOU
TeTEPOreHHOCTH B TOM K€ JIOKYCE€ - BHYTPHIIOKYCHOM T€TEPOTEHHOCTH - MOTYT OBITh
MHOXXECTBEHHBIM aJUICJIM3M M T€HETUYECKHE KOMIAyHIbl. Pa3Hble MyTaHTHBIC aJUICId MOTYT
NPOSBIATHCS (PEHOTUMUYECKH HEOJMHAKOBO (HAMpHMep, pas3Hble [-TaJacceMHH, HEKOTOphIe
MYKOMOJMCAaXapua03bl). PacmmdpoBka TeTEpOreHHOCTH TeHHBIX OOJIe3HEH WHTEHCUBHO
MPOJOKAETCS OJTHOBPEMEHHO B KIIMHUYECKOM U Te€HETUYeCKOM HarpaBieHusx. OOmias 3amaya
CBOJUTCS K BBISBICHUIO KOPPEISIUH MEXKIY TeHOTUNIOM U (peHoTHurnoM. AHamu3 ¢eHoTuna
(KIMHUYECKOHW KapTUHBI O0JIC3HH) - TICPBBIX ATAIl B paciii()pPOBKE FTeHETUYECKOU T'eTEPOTeHHOCTH.
YeMm TouHee u3ydeH (PEHOTHII, TeM OOJIbIIIE BOBMOXKHOCTEH B OTKPHITUH HOBBIX OpM OOJIe3HEH,
B Pa3JICIICHUHU U3y4aeMOHu ()OPMBI Ha HECKOJIbKO HO30JIOTHYECKHUX eIMHUIL. Bce nepeuncieHHbie
METOIBI C HEKOTOPHIMH YCOBEPIICHCTBOBAHHMSMU B MAapaKIMHHYECKOM IUIAHE W cendac
NPUMEHSFOTCS JUTsSE paciiiPOBKH MPUPOJIBI HACIEACTBEHHBIX OoJie3HeH. AHann3 (eHOTHIA HE
JOJKeH OTPaHUYMBATHCS OpPTraHU3MEHHBIM ypoBHEM. llepcriekTHBHOE HampaBieHHE - U3yYEHUE
KJIETOYHOTO YPOBHSI, T.€. UCCIIEIOBaHME KJIETOK B KyJIbType TKaHU (KJIETOYHAs TUOpUIU3ALNS,
MeTabonnueckoe KoomepupoBaHue, (GU3MONOTHUYECKas KOMIUIeMeHTanus1). [eHernyeckas
TeTePOreHHOCTh HECKOJIBKUX TPYI 0O0JIe3HEH ObLIa OTKPBITA C IMOMOIIBI METOJOB KYJIBTYPHI
KJIETOK (MyKOMOJIMcaxapu103bl, 0oae3nu penapauuu JHK).

3ananue 22 I'emoxpomaTo3. OO0miast XapakTepucTHKa 3a00JeBaHuUs

Omanon omeema: HacnencrseHHoe 3a00J1€BaHNE, XapaKTEPU3YIOLIEECs TIOBBIILIEHHBIM
BCAChIBAaHMEM JKeJle3a B KUIIEUYHUKE U OTJIIOKEHUEM B OpraHax U TKaHAX JKEJIe30COoAepKaIIuX



MUTMEHTOB (TMIPEUMYILECTBEHHO B BUJIE TEMOCHIEPHHA) C pa3BUTHEM (HOpO3a.
Pacnipoctpanennocts 1:200 - 1:300 (B eBpomneiickoi momysitun). ['erepo3urornoe
HOCHUTEJBCTBO IaTojoruyeckoro resa ormevaercs y 10-13% nacenenns. Mysx4uunbl 0051€10T
npeanonaoxurensHo B 10 pa3 yame xeHuH, B Bo3pacte 40-60 neT, a JKeHIUHBI 10CTIe
MeHornay3bl. [laTorenes HegoctaTouHo M3ydeH. Kiaccuueckuii reMoXxpomMaTo3 NpeACcTaBIseT
co0oii ctyneHuaTslii mpouecc, HaunHatomuiics myTtauueit HFE-rena, HapyiiennemM HachleHUs!
TpaHcheppHHa, YBETMUEHHEM CHIBOPOTOUYHOTO (DeppUTHHA U 3aBEPIIAIONIUIICS JeTTOHUPOBAHUEM
’Kelle3a B )KU3HEHHO Ba)KHBIX OpraHax, Mpex/ie BCEero B eYeHu, ¢ popmMupoBanueM ¢pudpo3a u
ppo3a. ['eMoxpomaros - MOIMCUHAPOMHOE 3a00JIeBaHNe, KIMHUYECKUE MPOSBICHHUS KOTOPOTO
HE SBJISIIOTCS crnienupuuHbiMU. Hannuue KIMHUYECKUX MPU3HAKOB FeMOXpoMaTo3a TECHO
COMPSIKEHO CO CTENEHBIO HAKOIUIEHUS JKelle3a B TKaHAX. Kputndueckoi ABIsSETCS KOHIIEHTPALUs
JKelesa, peBbllatonias Hopmy 6osee yem B 10-20 pa3z. Yare s3to nmpoucxoaut nocie 30-40 ner.

3aganue 23 MoHoreHHble ()OPMBI HACIEICTBEHHBIX 3a00JE€BaHMH CKEJeTa U COCTUHUTECIBHOH
TkaHu.CuHapoM Dnepca-/lanio.

Omanon omeema Cunnpom Dnepca-JlaHiio - reTeporeHHas rpyrmna HacleJCTBEHHBIX OOJe3HEH
COCIMHHUTENIFHOM TKaHM C pPa3HbIMM THUIAMU HACIIEJIOBaHUS, HO OOLIMMHU KIMHUYECKUMHU
MPU3HAKAMU: TUNEPMOOMIIBHOCTh CYCTAaBOB, IOBBIIICHHAS PAaCTSKUMOCTh KOXKH, CKEJIETHBIE
W3MEHEHHMS, TMOBBIIICHHAS PAHUMOCTh KOXKM, MPOSBICHUS CO CTOPOHBI BHYTPEHHHUX OPTaHOB.
Cunnpom Onepca-JlaHno mposBIsETCS BPOXKICHHOW THUIEPPACTSHKMMOCTBIO COCTUHUTECIBHOH
TKaHU B CBSI3U C HAPYIICHUSIMH CHHTE3a KOJUIareHa, OOYCJIOBICHHBIMU MYTAalUsSIMHU B Pa3HBIX
reHax KOJUIareHa M JAPYTHX OCNIKOB SKCTPAKIECTOYHOTO MaTpukca. KimmHn4yeckn, OMOXMMUYECKH,
MOJIEKYJISIPHOI'€HETUYECKU HIEHTU(UIpPOBaHO 6 TUMOB cuHApoma Dnepca- JlaHiio, KoTopele ¢
KJIMHUKO-TEHETUYECKOW  TOYKH  3pEHHs  JOJDKHBI ~ CYHMTaThCS  CaMOCTOSITEIbHBIMH
Ho3osornyeckumu ¢opmamu. Hanuuume cunapoma Onepca- [lanno wmano orpaxaercs Ha
PENpOAYKTHBHOU (DYHKIIUH, XOTS Y OOJIHBIX CHI)KEHO KOJIMUYECTBO MOTOMKOB. MIMEIOTCS U301 ThI
C BBIPAKCHHBIM 3 (PEKTOM pOIOHAYATBHUKA HA MPOTSHDKEHUN HECKOIBKHUX TTOKOJICHUH, B KOTOPBIX
OoJpHBIE C cuHAPOMOM Jnepca-/lanno coctaistor 10% Bcero HaceneHus.

3aganue 24 MoHoreHHbIe (OPMbI HACTCICTBEHHBIX UMMYHOIC(UIIUTHBIX COCTOSIHUH

Omanon omeema: Pa3nn4al0T HECKOJIBKO THUIIOB HACJIEACTBEHHBIX HMMYHOAE(QUINTHBIX
coctostHUU. OJIMH U3 HUX CBS3aH C HapymeHHneM GYHKIHUU (aronuTo3a UMMYHOKOMITETEHTHBIMA
kiaeTkamu. IIpumep HapyuieHus 1momoOHOro poja - XpOHUYECKas rpaHylieMaTo3Has OoJe3Hb,
Hacieayemas 1o X-CLUEeIIEHHOMY WM ayTOCOMHO-perieccuBHOMY Tuny. ITpu sToM 3a6oneBanun
(aronuThl 3aXBaThIBAIOT MHUKPOOPTaHU3MBI, HO HE MOTYT HMX IE€pEeBAPUTh, B CBA3U C 4YEM
00pa3yloTcsi TpaHylieMbl, a OOJbHBIE CTPAJAIOT YACTHIMH IOBTOPHBIMH HH(MEKIHMOHHBIMU
3a0oneBaHussMU. CaMbld W3BECTHBIM TPUMEP HACIEICTBEHHOTO HapylleHHs (QyHKIUA
KOMITOHEHTOB KOMILJIEMEHTA - HACJIC/ICTBEHHBIN aHTHOHEBPOTUYECKUH OTEK . DTO 3a00seBaHuE,
HaclleyeMoe TI0 ayTOCOMHO-JIOMMHAaHTHOMY THUIy, OOYCJIOBJIEHO HEJOCTaTOYHOCTBIO
uHrHOUTOpa TMepBoro kommnoHeHta cuctembl komruiemMeHTa (CI-INH). Ono manudectupyer
MOBTOPHBIMU MPHUCTYNAMU OTEKa KOXKH, JAbIXaTEIbHBIX MYTCH M KHIICYHHKA H IJI0XO MOIIACTCS
JIEUYEHUIO.

3aganue 25 brnoxumMuyeckrue METOABI JUAarHOCTHUKH

Omanon omeema: BUOXMMHUYECKHWE METOJbI HAIpaBJICHBI Ha BBISIBICHUE OHMOXUMHUYECKOTO
(eHOTHTIA OpraHu3Ma. YPOBHH, Ha KOTOPBIX OIEHHUBAETCS ()EHOTHUII, MOTYT OBITh Pa3HBIMU: OT
MIEPBUYHOTO MPOJIyKTa IreHa (TIOTUICIITHIHON IISTIH) IO KOHSYHBIX METaOOIMTOB B KPOBH, MOYE



nin II0TC. COBpeMeHHLIC BBICOKOTOYHBIC TCXHOJIOI'MHU (BLICOKOB(I)(I)GKTI/IBHQJI KHUOAKOCTHasA
xpomarorpadus, XpoMaTOMacc-CIIEKTPOMETpHsl, Tra3oBas  Xxpomarorpadus, TaHIeMHas
CIIEKTPOMETPHSI) TO3BOJIIIOT HWICHTH(PHUIIMPOBATH JFOOBIE METAOONHTHI, CrenuUIHBIC s
KOHerTHOI/IV HaCJIC,Z[CTBCHHOI/IV oonesnn. IlokasaHuaMu IJi1 IPUMCHCHUA OMOXMMHUYECKHUX
MCTOHOB JHArHOCTUKHU Y HOBOPOXKACHHBIX ABJIAIOTCA CydOpOru, KOMa, pPBOTA, TUIIOTOHMHA,
KENTyXa, CHeHU(PHYSCKHH 3amaXx MOYM M I0Ta, aly03, HAPYIICHHOE KHUCIOTHO-OCHOBHOE
PAaBHOBCCHUC, OCTAHOBKA POCTA. Yy I[CTCI/IV OHMOXMMHUYECKHUE MCTOABI UCITOJIB3YIOT BO BCEX ClIyUadx
NOJIO3pEHMsI Ha HAcJeICTBEHHbIE Ooyie3HH oOOMeHa BemiecTB (3ajepkkKa (U3UYECKOrO U
YMCTBEHHOTO Pa3BHUTHSI, TOTEPS MPHOOPETCHHBIX (PYHKIMH, KIMHUYECKAs KAapTHHA, CrieluduaHas
JUIE  KaKOU-TUOO HACJCICTBEHHOM Oo0Jie3HH). bHOXMMHUYECKHE METOABl MPUMEHSIOT IS
JMarHOCTUKY HACJIEJCTBEHHBIX OOJE3HEH ¥ TETEPO3UTOTHBIX COCTOSHHHM Y B3POCIBIX
(FeHaTOJIeHTI/IKy.HSIpHaSI ACreHCpanyvs, HEAOCTATOYHOCTDH (ll-aHTI/ITpI/IHCI/IHa, HEAOCTAaTOYHOCTH
re® 1Al u r.1.).

3amanwue 26 [lamueHT - HOBOpOXKAeHHBIN, HanpaBiieH B MI'K st oOcienoBanus B CBS3U C
noBeIieHreM ypoBHs Heo T TT-184,4 MxEn/mi, perectTTI-291,2 MkEn/mii. O0BbeKTUBHO: Macca
tena 4200r, koka cyxasi, MacTo3Has, )KeNTYIIHAas, TUI0 OTEUHOE, SA3bIK OONBIION, OTEKH KHCTEH
1 CTOII, TOJIOC HU3KHIA.
1)IIpeanonoxuTensHbIi TUarHo3.
2)Merto1bl TUAarHOCTUKHU.
DTaj0H OTBETA:
1) BpoxaeHHbII epBUYHBINA THIIOTUPEO3
2) KoHcynbTamus reHeTHKa ¢ yTOUHEHUs TeHETUISCKOM ATHOJIOTUN 3a00J1eBanHus;, 11 o
TTI u T4 cBo6oaubIit 1p/2-3 mec., [Tocne kaxa0oro u3MeHeHus 10361, KOHTPOoJb TTI
yepes 2 mec; Y3U cpasy nocie nocTaHOBKH uMarHosa, aanee 1p/B 1-2 rona; omenka
IMHAMHKY pocTa; cuuaTurpadus LK

3ananue 27 [Tanuent - neBouka 3 set. XKanoObl Ha OBBIIIEHHYIO YTOMIISEMOCTh, OJIEHOCTbD,
TOJIOBOKPYKEHHUE, CHIDKeHUe anmeTuta. OOBEeKTUBHO: JIETKas UKTEPHUYHOCTh KOXKH U CKIIEp,
00JI1 TPEUMYIIIECTBEHHO B JIEBOM MoApedephe, cruieHoMeranus. B ananuse kposu - Hb-75 1/,
Op-2,9, LI1-0,9, Per-52%, neitk-10,2, 3-2, n/g-4, ¢/1-52, mumdp-37, COD-20. 13 anamue3a: maTh
3/10pOBa, Y OTIIa MEPUOANYECKH OTMEUAETCS JKEATYITHOE OKPAIIUBaHUE CKIIep.

)IIpenmnonoxuTenbHbIA TUArHO3.

2)MeTo1bl TUAaTHOCTUKHU.

Omanon omeema:

1) Tamaccemus

2) VY3U OBII, OAK, buoxumuyeckuii ananu3 kposu, CexkBenuporanrie HBA1, HBA2,

HBB

3amanwne 28 [lamueHT - HOBOpOKAeHHAs eBOYKa. OOBEKTUBHO: TUTIEPTEIIOPU3M, KITFOBOBUIHBIN
HOC, aCHMMETPHsI Ueperna, HU3KO PacIoIoKeHHbIE 1e(hOpMUPOBAHHBIC YIITHBIC PAKOBUHBI C
IpeapyuKyJIbPHbIMU CKJIaJaMu, 3aJepKKa ICUXoMoTopHOro pa3sutus. Ha Y3U - runomnasus
ITOYKH.

D)IIpeanonoxuTensHbIi TUarHo3.

2) MeTo1bl TMarHOCTHKHU.



Omanon omeema:
1)Cunapom Bonbda-XuprxopHa
2)UccnenoBanue kapuoTuna

3amanwne 29 [lamuent - myx4duHa 53 ser. XKanoObl: Ha U3MEHEHHUE TTOXOIKU U TIOUepKa,
HEIMPOU3BOJILHBIC JIBIKCHUSI pyKaMH U T0JIOBOH. OOBbEKTUBHO: XOPEUYECKUE TUTIEPKUHE3BI
KOHEYHOCTEH, YCHIMBAIOIINECS MU 1IeJIeHanpaBieHHOM JieiicTBUU. [loxoaka HeyBepeHHasl,
niapKarouas, peus 3aTpyaHeHa. PopociaoBHas oTsromnieHa no JuHUM MaTepy B 3X MOKJICHUSX.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeToabl TMarHOCTUKU

Omanon omeema:

1)bone3ns I'enrTunrrona

2)MPT, KT u 39I'-uccnenosanne; JJHK-aunarnoctuka Ha Hamu4Iue 3KCIaHCUA

TpuHyKjIeoTUAHBIX CAG-MOBTOPOB

3ananue 30 [Tanuent - HoBopoxAeHHbIH, HantpaBieH B MI'K a1t oGcnenoBanust B CBS3U €
noBblieHueM ypoBHs HeoDA-3,6mMr%, perect PA-6,44Mr%. O6beKTUBHO: (peHOTUITHUECKU O3
CUTHQJIBHOW JUCIITIACTUKH.

1)IIpennonoxuTenbHblil JUarHos.

2)Merto/1bl TUarHOCTUKU

Omanon omeema:

1)DenunkeTonypust
2)Kontpoas ypoBus DA B kpoBu, OAK, dnoxumuyeckuii ananus kposu, AJIT, ACT, ILID

onpeaeneHue myrtanuii B rene PAH

3ananue 31 [Tanumentka 32 net. XKanod He npenbsaBiIseT, HAIPABICHA aKyILIEPOM-THHEKOIOIOM
JUIsL OLIEHKU PUCKa TI0 pe3yJibTaTaM MpeHaTaabHOro ckpuHuHra 1 tpumectpa. lannas 6ep - 11,
cpok 16-17 Hen. Pe3ynbrarhl mpeHaTalbHOTO CKpUHUHTA 1 TpuMecTpa: ¥Y3-uccienoBaHue -
6epem 12nen, KTP-49, UHCC-157, TBII-2,3, kocTu HOCa BU3YAIU3UPYIOTCS, KPOBOTOK B
BEHO3HOM IIPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'Y-
2,87TMoM, UTOrOBbIN MHIUBUILYIBHBIN pUCK 1O TpucoMuu 21 - 1:90.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTtoab! TMarHOCTUKU

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAIIMH Y TII0/a (TIpearnoiaraeMbie), TpeOyrome

IIPEIOCTABIICHUS MEAUIIMHCKON TOMOIIY MaTEpH.

2) uBa3uBHas npeHaTallbHas JUArHOCTUKA

3amanue 32 [lamuent - pedeHok 4x jeT. JKamoObl Ha yBEIMYCHHE )KUBOTA, OTCTABAaHUE B
NCUXO0(PU3NUECKOM Pa3BUTHH, IMATKYIO TOXOAKY, cyaoporu. O0bekTuBHO: 98/14, GombIoi
JKMBOT, T'eIIaTOCIIJICHOMETaINsl, MBIIIICYHAsI THIIOTOHHS, aTaKCHs.

1)IIpeanonoxuTensHbIi TUarHos.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) bone3ns Humanna — Iuka
2) JIabopaTopHble METO/IbI IMAarHOCTUKH-00HAPYKUBACTCSI YMEHBIIEHUE KOJIMYECTBa



bepmenTa chuHromMHenrHasbl; -BolsiBienus xapakrepabix myTtaiuii B renax SMPD1, NPCI
u NPC2

3amanue 33 [lamueHT - HOBOPOXKAeHHBIH, HanpaBiieH B MI'K st oOcienoBanus B CBS3U C
noBelIeHHEM YpoBHs HeODA-3,6Mr%, perect PA-6,44Mr%. OOBEKTUBHO:
(heHoTHUTINYECKH 0€3 CUTHAJIBHOM TUCIUIACTUKH.

DIIpennonoxutenbHbiid quaraos3: MKb-10:

2)MeTo/1bl TUarHOCTHKH

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontpons ypoBHst @A B kpoBu,OAK, duoxummueckuit ananus kposu, AJIT, ACT , LD,

onpeneneHue myranuu B ree PAH

3amanne 34 [lamuenTka 37 net. XKano0 He mpenbsABISET, HAllpaBieHa aKyIIEPOM-THHEKOIOTOM
JUIs OLIEHKHU PUCKA IO pe3yJsibTaTaM IpeHaTalbHOro CKpuHuHra 1 tpumecrtpa. Jlannas oep -54,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo3oi mpepbiBaHus, 0JyyaeT MEAUKAMEHTO3HYIO TEPAIHUIO.
Pe3ynbraTsl npeHaraibHOTro ckpuHuHra 1 Tpumectpa: ¥Y3-uccnenonanue - 6epem 13uen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaJIU3UPYIOTCS; CBIBOPOTOUHBIE MAPKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'4Y-0,35MoM, UTOroBbIii ”HANBUIYATbHBIN PUCK 1O Tprcomun 21 -
1:50.

1)IIpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TMarHOCTHKHY.

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAJIMH y TUToAa (TIpeArnoaraeMbie), TpeOyromue

IIPEIOCTABIICHUS MEAUIIMHCKON TOMOIIY MaTEpH.

2) luBa3uBHast MpeHaTalIbHas IMarHOCTHUKA

3ananue 35 [Tanuent - Mmy>xunna 23 net. ’KanoObl Ha TEPUOJUUECKUE MyUUTENIbHBIE 00N U
MOKEHHE B KHCTAX UM CTONAaX, MOBBIIIEHHE TeMIepaTypsl 10 37,2-37,4, CUIIbHYIO YCTAJIOCTh U
cinabocts. [Ipu ocmoTpe B 06s1acTu MyIka BU3yaau3upyercs aHruokeparoma. Jlaboparopuo
TUIIOXPOMHAasi MUKPOLIUTapHasi aHEMHUSL.

)IIpenmnonoXuTenbHBIA TUArHO3.

2)MeTtoabl TUarHOCTUKU.

Omanon omeema:

1) E75.2 6one3uns @abpu

2) [lnarno3 Bepupuupyercs ucciae10BaHueM aKTHBHOCTH (hepMeHToB imu3ocom. JJHK-

JMarHoCTUKa Ha Hanuuue myTtanui B rene GLA

3amanue 36 [lamuent — pedeHok 6 Mec, Macca npu poxaeHuu-4400r, nmuHa S4cM. OOBEKTHBHO:
MUKpoIedanus, MaKpOrJIOCCHs, CIIICHOMETaJIusI.

)IIpennooXuTenbHbIA TUArHO3.

2)MeTo/1bl TMarHOCTHKHY.

Omanon omeema:

1) Q87.3 Cunnpom bekButa-Bunemana

2) -OAK, 6uoxuMHuyecKkui aHaJIu3 KpOBHU, aHAJIN3 KPOBU Ha INIIOK03Y, HHCYJInH, ADII,

KaJIbIU/A, KPEAaTUHUH.



-I'eneTnyeckas AMarHOCTHKA:-KAPUOTUIIMPOBAHUE (ONPEIeTICHUE yTUTUKAIIMA WK

TpaHciokauu 11pl5) -ananuza meTunrpoBanus (Ha HaJTUYKHE SMUTEHETUYECKUX

M3MEHEeHHI)- 0OHapyKEeHUE OJTHOPOIUTENBCKOM aucomun 1 1pl5 ananuzom

METHWJIMPOBaHMSL, TMO0 aHATTU30M MOJIUMOPPU3MOB MOBTOPSIOIIKUXCS MOCIEI0BATEILHOCTEN

JHK.- Mytauuu rera CDKN1C (p57 KIP2 ) 06HapyX1BalOT CEKBEHUPOBAaHUEM

JAHK NuctpymentansHasa nuarnoctuka: -2XO KI'u OKI -KT, MPT, Y31,

peHTreHorpadus
3ananue 37 [TanueHt - pebeHok 2x jet. JKaaoObl Ha 3aepKKY NCUXOPHU3NUECKOTOM Pa3BUTHS.
OOBEKTUBHO: HU3KUH POCT, TEIOCI0KEHUE TUCTIPOTIOPIIUOHAIBHOE C OTHOCUTENFHO JITHHHBIMU
KOHEYHOCTSIMH U KOPOTKHMM TYJIOBHUIIIEM, IpyObIe YepThI JIMLIA -3alaBIIee IEPEHOChE, I'yCThIe
cpocuuecst OpoBH, OTHBIE TyObI, OOJIBIION SI3BIK, THIIEPTPHX03, KU(POCKOIHO3,
BOPOHKOOOpa3Has Aedopmanus TpyaHOH KIETKH, OOJIBIION KUBOT, FeMaTOCTITICHOMET U

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTobI TMarHOCTHKHY.

Omanon omeema:

1)Mykononurcaxapuaos

2) JIabopatopHsble MeTOIbl HccienoBanus: Onpenenenne akTUBHOCTH JIM30COMANIbHBIX

runpona3 MccnenoBanne moun Ha I'Al';JIHK- TectupoBanue Ha crieniupuyecKkue MyTauu
WnctpymenTansHas quarnoctuka: -9XO KI'u OKTI -KT, MPT, Y3U, pentrenorpadus

3ananue 38 [Taunentka 34 ner. xxanod He NPeabsIBISIET, HAlpaBieHa aKyllIepOM THHEKOJIOrOM
JUTSL OLICHKH PHCKA TI0 pe3yJbTaTaM MpeHaTaIbHOTr0 CKpuHUHTA 1 TpumecTpa. [lanHas Oep - 24,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i mpepbhiBaHusl, MOJIy4aeT MEIMKAMEHTO3HYIO TEPAIUIO.
Pe3ynbrarel npeHaTaibHOTO CKpHHHUHTA | TpuMecTpa: ¥Y3-uccienoBanue - oepem 13nem, KTP-
66, HCC-162, TBII-1,7, kocTh HOCa BU3yaJIn3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
peryprutanim-HeT; CBIBOPOTOYHBIE MapKepsl - ypoBeHb PAPP-A-0,16MoM, B-XI'U-0,59MoM,
UTOTOBBIN MHAMBUIyaJIbHBIN pUCK 1O TpucoMuu 18 - 1:132.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTto/1bl TUAaTHOCTUKU DMaioH omeema:

1) bBuoxumuueckre OTKIIOHEHMs], BBISIBICHHBIE TIPU aHTEHATAJIbHOM 00CIe0BaHNUN

Marepu

2)ceiBopoTouHbIe MapkEPhI 2 TpumecTpa (ADIL,IC,XTY), Y3U mioxa.
[IpoundopmupoBate nauneHTKy o Hanuuuu metoga-HUIIC.

3ananue 39 [lanueHt - 6epemenHas 32 roja, )Kajnod He MPeIbsIBISET, HAlIPaBJICHA aKyIIePOM
TUHEKOJIOTOM JIJIsl OIIEHKH PUCKA 10 Pe3yJibTaTaM MPeHaTadbHOTO CKpUHUHTA | TpuMecTpa.
Jlannast GepeMeHHOCTb 151, cpok 14-15 Hen. Pe3ynbrarhl npeHaTanbHOro CKpUHUHTA 1
TpumecTpa: Y3-uccinenonanue - 6epem 12-13uen, KTP-66, YCC-155, TBII-=2,0, kocTu HOCa
BU3YaIM3UPYIOTCS, KDOBOTOK B BEHO3HOM IIPOTOKE-HOPMA, PETypPrUTallUU-HET; CHIBOPOTOUYHbBIE
Mapkepsl - ypoBenb PAPP-A-0,23MoM, B-XI'4-0,36MoM.

)IIpennonoXuTenbHbIA TUArHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema:

1) buoxumuueckre OTKIIOHEHWsI, BRISIBIICHHBIC TIPU aHTEHATAILHOM 00CIIeIOBAHNUN

Marepu



2)cbiBopoTOouHbIE MapkEphl 2 TpuMmecTpa (ADILIC,XI'Y), Y3U nnoxa.
[IpoundopmupoBats manneHTKy o Hanuyuu metoxga-HUIIC

3ananue 40 [TauueHt - myxunHa 25 net. J)KanoObl Ha ¢1a00CTh B HOrax, HAPYIIEHUE MOXOJKH,
TPYIHOCTHU IpHU NobeMe 1o jecTHule. OOBEKTUBHO - NCEBIOTUNIEPTPOYUN HKPOHOKHBIX
MBIIIILL, BBIPAXKEHHBIN JIOP103 MOSICHUYHOTO OT/AENA, «yTHHAS OXOAKa», 3aTPYAHEHO IMOJHATHE
pyk. IIpu BcTaBaHMM UCTIONIB3YET BCIIOMOTATENIbHBIE TPUEMBIL.

D)IIpeanonoxuTensHbli TUarHo3.

2)MeTobl TUarHOCTUKHU.

Omanon omeema:

1) G 71.0 Mpimeunas muctpodus

2)JIaboparopubie MeToab! uccienoanms: ~-OAK, onoxumudecknii ananu3 kposu, KOK,
JIAT"; -CexBeHNpOBaHNE TEHOB Ha HAJIMYWE MyTaIlui, OTBETCTBEHHBIX 32 BOSHUKHOBCHHUE
HEPBHO-MBIIIEYHBIX 3a00eBanuii; MHcTpymenTanbHas nuarnoctuka:-2XO0 KI'u OKI -KT,
MPT, Y3U, pentrenorpadpus -OHMI', D3I

3ananue 41 IlauueHt - HoBopoxkaeHHas, 14 cyTku, HanpaBnena B MI'K st oOcnenoBanus B
cBsi3M ¢ noBbieHHeM ypoBHs HeoOlIll'- 337,5 umouns/, perectOIIl - 609,3 HMOIB/M.
OObekTrBHO: Macca tena 340r, peHorunudecku 6e3 0COOEHHOCTEH.

1)IIpeanonoxuTenbHblii TUarHos.

2)MeToabl TMarHOCTHKN

Omanon omeema:

1) E25 AnpeHoreHuTanbHbIN CHHAPOM

2) -Ha BI'KH npoBoauTcst HeOHaTaNbHBIM CKpUHUHT-I OpMOHaNbHBIA Mapkep aedunurta 2 1-
rusipokcunassl - yposenb 170HP B yrpenHux npo6ax kpoBu- ['opMoHanbHBIN Mapkep Aeduuuta
MHUHEPaJIOKOPTUKOUIOB IPU CONbTEpsIONIei popMe - MOBBIIIEHNE AKTUBHOCTH PEHUHA IJ1a3MBbl -
«30710TOM CTaHAAPT» B AMATHOCTHKE HEKJIacCHYecKoi popmbl nedunmra 2 1-ruipokcuiassl 1
middepeHnmanbHoi nuarnoctuke peakux ¢popm BJIKH - mpoba ¢ cuHakTeHOM ¢ ompeaesieHueM
HIMPOKOTO CIIEKTPa CTEPOUI0B-1 eHeTHUECKOe TECTUPOBAHKE - BTOPOU 3Tal B COMHUTEJIBHBIX
ClIy4asiX ¥ B Ka4eCTBE CEMEHHOr0 reHeTHUECKOTr0 KOHCYIbTUPOBAHUS

3amanue 42 [lamuent - xeHnuHa 45 neT. JKamoOsl Ha OBICTPYIO YTOMIISIEMOCTb, CIa00CTh,
yXyALIEHUE MaMsITH U BHUMaHUS, IpOXKaHUE ManbleB pyK. OObeKTHUBHO: U3aPTPHs,
TUIIEPKUHE3bl, MHTEHIIMOHHBIN TpeMop. JIJabopaTopHO: Trunouepyiomia3MuHeMHUs,
THII0AIbOYMUHEMHUS.

1)IIpeanonoxuTenbHblil TUarHos.

2)Meto1bl TUarHOCTUKH.

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-Konosanora

2)-Hannuue xonwna Kaiizepa-®neiimepa -Coaepikanue «o01me» Meau B CBIBOPOTKE KPOBU
00OBIYHO CHIYKEHO MEHEee YeM Ha 12 MKI/Aj, OJHAKO B PEAKUX CIydasiX MOXKET ObITh U
HOpMaJIbHBIM -CHM)KEHHE KOHLEHTpaluu 1epyiomiasmuaa Huxe 20 mr Ha 100 mut -IToBbimenue
9KcKpenuu Menu ¢ Mouoii 6osee 100 mkr B cytku -J{HK - nuarnoctruka Ha Hanuuue MyTanuit
rena ATP7B



3ananue 43 [Tanuent — neBouka 5 yiet. XKanoObl Ha 3a1€PIKKY IICUXOPEYEBOTO PA3BUTHS.
O6wextuBHO: 104cM/16KT, TOHKHE peIKHUE KOPOTKHE BOJIOCHL, JITUHHBIN IPyIIEBUAHBIA HOC,
JUTMHHBIN (QUIBTP, TOHKAs BEPXHss I'y0a U OOJbIINE OTTONBIPEHHBIE YIIIN, BEPETEHOOOpa3HbIe
Haynblbl PyK.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) uaapom Jlanrepa-I'unnona

2) Caa3b 3a005eBaHMs ¢ MyTalMel, OAHOBpEMEHHO 3aTparuBaromieil Tpu rera: TRPSI,
EXTI1 n RAD21

3ananue44 Ilamuent - Mamp4uk 6 jet. XKanoosl: Ha Hu3Kkui pocT. O0bekTuBHO: 104cM/18KT,
MITO3 IBYCTOPOHHUHN, aHTUMOHTOJIOU THBIN pa3pe3 TJ1a3, HU3KO MOCAKEHHBIC YIITHBIE PAKOBUHEI,
HU3KUW POCT BOJIOC HA 3aThIJIKE, KPBUIOBHIHBIC CKIIAJIKH HA IIee, BaIbI'yCHas aedopmarius
JIOKTEBBIX CYCTaBOB, TPABOCTOPOHHUU KPUIITOPXU3M.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan

2) B ropMoHaJIBHOM CTaTyce — OMPEEISAETCS MOBBIIICHHOE COICPKAHNE TOHAIOTPOIIMHOB
B IIJIa3M€ KPOBH, YPOBEHB TECTOCTEpOHA CHIDKEH. Onpenenenue mytamuu B rene [TTITH 1

3amanue 44 [lamuent — pedeHok 1,5 roga. OObEKTUBHO: Ha KOXKE TYJOBUIIA M ITOIMBIIICYHON
o0yactu nsATHA 1BeTa «kode ¢ MoIokom» (5-40 MM), Ha paaykHOU oOosouke y3enku Jluma.

I IpeanonoxuTensHbIi TUarHos.

2)MeTobl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: Q85.0 Heitpopubdbpomaros

2) lnarHocTtrika OCHOBaHa Ha KJIMHUYECKOM OCMOTPE, TaHHBIX

odraneMonioruyeckoro oocnenoanus, Heiipouzyanuzanuu (KT, MPT) MonekynsipHo-
reHeTuuecKasi TuarHoctuka- nouck aenenuid NF1

3ananue 45 [TanueHT - HOBOpOXKIeHHBIN, HanpaBieH B MI'K s o6cnenoBanus B CBS3H C
noBblieHueM ypoBHs HeoDPA-12,8mMr%, perect PA-33,4mMr%. OOBEKTUBHO: (PEHOTUITUYECKH
0e3 CUTHATbHON AUCTUIACTHKH.

1)IIpeanonoxuTenbHblii TUarHos.

2)Meronbl TUAarHOCTUKH.

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontpons ypoHst DA B kpoBu,OAK, dnoxumuyecknii ananus kposu, AJIT, ACT , D,

onpenenenue myrauuu B rene PAH

3ananue 46 [Tanuent - manpuuk 3,5 net. XKanoObl Ha EPUOANYECKOE MOBBILIICHUE TEMIIEPATYPHI
tena 10 40,5, co coB MaMbl He NOTeET, B 1,5 1 2,5 roja cyJOpOKHBIN IPUNAI0K B JIETHUN
nepuoa. O0beKTUBHO: OOJIBIION J100, peIKKE BOJIOCHI, OPOBU U PECHUIIBI, KOKA TOHKAs cyxas,



TUIIO/IOHTHSA, 3yObl KOHMUECKOW (POpMBI, MHO)KECTBEHHBII Kapuec, TOHKHUE AUCTPOPHUHBIC
HOT'TH, 33/IepP’KKa ICUXUYECKOTO Pa3BUTHSL.

1)IIpennonoxuTenbHblil TUarHos.

2)Meroibl TUarHOCTUKH.

Omanon omeema:

1) E 75.2 bone3ns ®adbpu
2) MPT, KT, Y3U BayTpennux opranon, IKI', 9xo-KI', konudecTBeHHOE OTNIpeacieHne

au3ocuHronunuaoB merooM TMC, onpeseneHne akTUBHOCTH anb(da-rajgakTo3uassl B KPOBU.
3ananue 47 [TanueHT - HOBopoxaeHHas ieBouka. OObEKTUBHO: TUM(PATUIECKHI OTEK KUCTEH 1
CTOI, ITEPUTHYM IIEH, SITUKAHT, aHTUMOHTOJIOU/IHBIN pa3pes r1a3, BIIC, monkoBooOpa3Has
MOYKa.

1)IIpeanonoxuTenbHblil JUarHos.

1) MeToasl TMarHOCTHKH.

Omanon omeema:

1) Cunapowm lllepemesckoro -Tépuepa

2)MeToab! IMarHOCTUKU: UCCIIEI0BaHUE KapHOTHIIA

3ananue 48 [lanuent - Mmanpuuk 5 net. O0bexTuBHO: 104cM/15KT, Kpyrioe M0, KITMHOBUIHBIH
pOCT BOJIOC Ha JI0Y, THIIEPTEI0PU3M, HIMPOKAsk IEPEHOCHIIA, KOPOTKUN HOC C BBIBEPHYTHIMU
HO3JIPSIMH, IIUPOKUH QHUIBTP, MAIEBUIHAS MOIIOHKA, KPUIITOPXU3M.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) Q 87.1 Cunnpom Aapckora

2) 'eneTnueckue TECTHI ISl BBIBIEHUS MyTaluu B reHe FGD1

3ananue 49 [Tanuenr - neBouka 5 set. XKanoObl Ha CyJOPOTH, CHIKEHHE WHTEIUIEKTA.
OOBEKTUBHO: HA JUIE B 00JIACTHU IIEK €IUHUYHBIC PO30BBIC MAIMYJIbI, HA TeJe 3
JEeMUTMEHTUPOBAHHBIX «IIEPUCTBIX) MATHA.

1) [IpenmnosnoxuTeabHbId JUArHO3.

2) MeToasl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: TyGepo3Hblii ckiepo3

2)MetonoB Heiipouzyanuzauuu: KT, MPT, 331" Y31 BHyTpeHHUX OpraHOB
MounekynsipHO-reHeTHUeCcKas JuarHocTuka- nouck aenenuit TSCluTSC2

3amanue 50 [larueHT - ManbyuK 5 JIET, HANPaBJIEH C IEJIbI0 YTOYHEHUs qUarHosa. M3 anamuesa:
HelipoceHcopHas Tyroyxocts [II-IV, rematypus, nporennypus. O6beKTHUBHO: ICUX0(DU3HUECKOE
pa3BUTHE COOTBETCTBYET BO3pACTy, GEeHOTHI 6€3 0COOEHHOCTEH.

)IIpenmnonoxuTenbHbIA TUArHO3.

2) MeTo bl TUAarHOCTHKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbsnopra
2) ananu3el MOuYH 1 KpoBH, Y 3U opranos Opromnoii nonoctu, KT, MPT ronosxoro mo3ra.

[Touck myranuii B rene COL4AS B Xq22 b u COL4A3 u COL4A4 na 2q36-q37



3ananue 51 [TamueHT - Manbunk 4x neT. XKanoOwl Ha c1a00CTh B HOTAX, HAPYIICHUE MTOXOIKH.
OOBEKTHBHO: MICEBAOTUNIEPTPO(PHSI UKPOHOKHBIX MBIIII], TUIIEPIOPA03 MOSICHUIHOTO OT/eINa
MO3BOHOYHHKA, 3aTPYAHEHO MOAHITHE pyK. [Ipu BcTaBaHUM MCTIOIB3YET BCIIOMOTATEIbHbBIE
MIPUEMBI.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTobl TMarHOCTHKN

Omanon omeema.

1) G 71.0 Mpieunas auctpodust

2) -OAK, buoxumuyeckuit ananus kposu, KOK, JI/II" -CekBeHnpoBaHie T€HOB Ha HATMYUE

MYyTalui, OTBETCTBEHHBIX 32 BOBHUKHOBEHUE HEPBHO-MBIIIEUHBIX 3200IE€BaHUI

3amanue 52 [lamuent - neBouka 4x net. M3 anamuesa: 10 1,5 1eT pa3BuTHE COOTBETCTBOBAJIO
BO3PACTy, 3aTEM PETPECC MICUXUMOTOPHOTO pa3BUTHsA. OOBEKTUBHO: YMCTBEHHASI OTCTAJIOCTh,
CTEPEOTUITHBIC IBUKEHUS B BUJIC «CKUMAHUS U MBIThSI PYK»

D)IIpenmnonoxuTenbHbIA TUArHO3.

2)MeTobl TMarHOCTHKN

Omanon omeema.

1)MKB-10: F 84.2 Cungpom Perra

2)MeTo/bl TMarHOCTUKU: MOUCK MyTanuu B rene MECP2

3amanwne 53 [lamuent - neBouka 5 net. XKanoObl Ha 00JIM B KOCTSIX, YACTHIEC MEPEIOMBI, OOJIBIION
*)uBoT. O0bekTUBHO: 104cM/16KT, KOKa OJieqHast, OOJBIION KUBOT, I'€IaTOCINIEHOMET AN,
BBIpaKEeHHAs BeHO3Has ceTb. OAK: aneMust TpOMOOLIUTONIEHUS JICHKOTICHHUS.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/1bl TUarHOCTHKH.

Omanon omeema:

1) E 83.0 bonesus ['ome

2) OAK, broxumust KpoBH, OIIpe/ie]IeHHe aKTHBHOCTH OeTa-TII0KOoIepeOpo3nIassl,
nencuromerpusi, MPT kocteit JIHK- cexkBeHMpOBaHKE SK30HOB U MPUIK30HHBIX Y4ACTKOB

uHTpoHOB reHa GBA

3amanne 54 Ilamuent - manbuuk 4 jet. XKamoObl Ha 3aIep)KKy IICUXOPEUYEBOTO PAa3BUTHS, YXOI
oT obmeHuss. O0bekTuBHO: 118cM/22KT, 60IbINAs TOJIOBA C BHICOKUM U HIHPOKUM JIOOM,
JUTMHHOE JIUIIO C YBEIIMYCHHBIM OJJOOPOIKOM, YIIIH OOJBIINE, KUCTU U CTOIBI ITUPOKHE,
TUCTANbHBIC (DaTaHTH MANBIEB TAK)KE MIHUPOKUE, TUTIEPMOOMILHOCTD CYyCTaBOB U
TUIEPATACTUIHOCTh KOKH. PEOCHOK He KOHTAKTHBIN, C PU3HAKAMHE ayTH3Ma.

D)IIpeanonoxuTenbHplil TUartos.

2MeTonpl TMarHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom Maptuna - benna (CuHAPOM JJOMKOM X-XPOMOCOMBI)

2) Omnpenensiercs konudyectBo LI T-moBTOPOB 1 UX CTaTyC METUIUPOBAHUS C TIOMOIIIBIO

SH/IOHYKJIEa3HOW PECTPUKIIMU U cay3epH-OJIOTTHHTA.

3ananue 55 [Tanument - myxxunna 28 net. becruioansiii 6paxk - 5 net. O6bextuBHO: 186¢M/108KT,
TCJIOCIIOKCHHUC 10 ) KCHCKOMY TUITY, THHCKOMACTUS, KPACHBIC CTPUHU HA )KUBOTEC, TMIIOILIA3UA

SUYCK.



D)IIpeanonoxuTensHbIi TUarHos.
2)MeTo/ bl TUarHOCTHKHU.
Omanon omeema:
1) Cunapom Knsadenbrepa
2) HWccnenoBanue kapuoTuia
3amanue 56 [larueHT — HOBOpOXKAEHHAsS, CpoUHBbIe poabl. O0bekTHBHO: 26001/48CM,
MuKpoOpaxunedanus, CHHOGpU3, JIMHHBIE 3aTHYThIe PECHULIBI, 1e(OPMUPOBAHHBIE YIITHBIE
PaKOBUHBI; MAJICHbKUI HOC, MUKPOTE€HHUSI, TOHKAs BEPXHSS I'y0a, poT B BUJE MOTyMeECsIIa,
MaJIEeHbKHE KUCTHU U CTOIbI, KIMHOAAKTUINS V NalbleB KUCTEH.
D)IIpennonoxuTenbHbIA JUATHO3.
2)MeTtoapl TMarHOCTUKH.
Omanon omeema:
1) Kopuemnus ae Jlanre
2) JlmarHo3 Ha OCHOBE KJIMHUYECKHUX MPOsIBICHUH ( TUIMMYHBIC YePTHI JIUTIA SBIISFOTCS
Haubosee MMPOKO MPUHATHIM KpUTEPUEM I MOCTAaHOBKU quarno3a) OrmnpeneneHue
myTtaiuit NIPBL, SMCIA unu SMC3
3)
3ananue 57 [TanueHTt — HOBOpOKAeHHBIA. OOBEKTUBHO: MUKpOLIedamus, CKOIIEHHBIH JI00,
THIIOTETIOPU3M, MUKPO(TAIbMUS, pacienrta ryosl u He0a, HU3KO MOCaKEHHbBIE U
nehOpMUPOBAHHBIC YITHBIEC PAKOBUHBI, MOJIMIAKTHIHS IOCTAKCUATBHAS, «CTOTIA-KadaIKay,
BIIC, mukponeHuc, KpUurnTopxu3M JABYCTOPOHHHM.
1)I[IpeanonoxuTenbHblil TUartos.
2)MeTo/1bl TUarHOCTHKHY.
Omanon omeema:
1) Cunnpom Dasapca
2) UccnenoBanue KapuoTuna

3ananue 58 [lanmeHT — HOBOPOXKIeHHBIH. OOBEKTUBHO: AOHOIIEHHBIH, 2800r/48cM,
MUKpoIie]anus, aHTUMOHT OJIOUIHBIN pa3pes3 IJ1a3, MIIIIeYHas THIIOTOHUS, TYHOOOpa3HOoe JUIIO,
TUTIEPTEIIOPHU3M, TIad peOeHKa, HATTOMUHAIOIINN KOIIaYhe MSyKaHbE.

1) [IpeanonoXuTeNbHBINA JUATHO3.
2)MeTobl TMarHOCTHUKH.

Omanon omeema.
1) Cunapom Jlexxena (CHHIPOM «KOIIAYBETO KPHKAY)
2) UccnenoBanue KapuoTuna

3anmanue 59 [TammeHt 4 ner. XKanoOs! Ha 3aAEpKKY IICUXOpPEUeBOro pa3BuTusi. OOBEKTUBHO:
CBETJIBIC BOJIOCHI, TOYOBIE TJ1a3a, TOJMXOCTEHOMEINS, BOPOHKOOOpa3Has rpy/IHas KJIeTKa,
TUIepMOOUIIBHOCTD CyCTaBOB, apaxHOJAKTUIINS, CyOIIOKCALIUS XPYCTAINKOB.
)IIpenmnonoxuTenbHbIA TUarHo3

2)MeTobl TUarHOCTUKH.

Omanon omeema:

3) Cungpom Mapdana

4) OxoKI', uccnenosanue myrauuii FBN1



3ananue 60 [Tanuent 5 ner. XKanoObl Ha 3aJ1epPHKKY ICUXOPEUEBOI0 PA3BUTHS, IPUCTYTIBI
HEMOTHBHPOBAHHOTO cMexa. OOBEKTHUBHO: MUKpOOpaxuiedars, MaKpOCTOMUS, MBIIIICUHAsS
THIOTOHUSI, TOXO/IKA 110 THITY «MEXaHHYECKOW KyKJIBD»

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTo/1bl TUAarHOCTUKH.

Omanon omeema:

1)Cunapom AHreiabMaHa

2) UccnenoBaHue KapruoTHIIA
3ananue 61 [TanmeHT - HoBopoXxaeHHBIH, HanpaBieH B MI'K 111t oGcnenoBanust B CBS3U €
nosbiieHrueM ypoBHs HeoVPT-90 ur/mn, perectPT-50 Hr/mit, XJI0pH bl oTa-75 MMOJIB/T

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTobl TMarHOCTHKH.

Omanon omeema:

1)MyKOBHCIINI03

2) Pentren npu poxxaeHuu 3areM 1p/roa, Crimporpadus 1p/3 Mec, KOHTPOJIb MUKPODIOPHI
1p/3 mec, onpenenue mytanuii rena CFTR

3ananue 62 [TanmeHT — HOBOpOXAeHHBIH. OO0BeKTUBHO: Macca Tena 2400r, HU3KO MoCcaXKeHHbIE,
nehOpMUPOBAHHBIC YITHBIE PAKOBUHEI, TOTUXOIE(hars, MUKPOTCHHUS, KOPOTKUE TTIa3HbIC MIEIIH,
MHUKPOCTOMHUSI, (DIICKCOPHOE MOJIOKEHHUE MANbLEB PYK, maxoas rpeika, BIIC. 13 anamuesa —
OepeMEHHOCTh MPOTEKajaa C MHOTOBOJAMEM, OTMEUAIach ciiadasi akTUBHOCTH Tuiofa, Ha Y3U —
€MHCTBEHHAs apTepusl MYIIOBUHBI, MaJICHbKas IJIallEeHTA.

)IIpenmnonoxuTenbHbIA TUarHO3.

2)MeToibl TUarHOCTUKH.

Omanon omeema:

1)Cunapowm Ilatay

2) UccnenoBanue kapuoTuna

3ananue 63 [lamuent - 6epemennas 42 net, cpok 6epemeHHOCTH 18 Henenb, JaHHas
6epemenHocTh 3 (1 u 2 — MmenukamMeHTO3HbIe a0opThl). KoOHCYyIbTHpYETCS 10 pe3ynbTataM
MpeHaTaIbHOrO CKpuHUHTA | TpumecTpa. BoiaBnensl Y3U mapkepsl: BoasiHka mioaa, TBIT-8mmM,
ypoBerb PAPP-A-0,49MoM, B-XT'Y-1,11MoM.

1)I[IpenmnonoxuteabHblid JUATHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAJIUH Y TIJI0J1a (TIPEATIOIaragMbie), TpeOyroIue

MIPEIOCTABIICHUS MEAUIIMHCKON TOMOIIM MaTEpH.

2) uBa3uBHas npeHaTallbHas JUarHOCTUKA

3amanue 64 [lamuent - manbunka 12 ner. XKanoOsl Ha 00k B HOTaX, MPUCTYTIBI CEPALICONCHHMS.
OOBEKTHBHO: JOTUXOCTCHOMENHS, TPYAHON KU()OCKOINO03, TUIIEPITACTHYHOCTD KOXKH,
«TaUPOCHBIE» PYOIIbl HA TOJICHSAX U B 00JIACTH KOJIEHHBIX CYCTaBOB, TUIIEPIIOABMKHOCTh
KpPYIHBIX U MEJIKUX CYyCTaBOB, MPOJOJIbHOE TIOCKOCTOIHE.

1)IIpennonoxuTenbHplii JUarHos.

2)MeTo/1bl TUAarHOCTHKHU.



Omanon omeema:
1)Cungpom Dnepca-Llannoca
Ox0oKI', MonexymsipHO-reHeTHUeCKoe uccienaoBanme «HaciencTBeHnble 3a00aeBaHne

COEIMHUTEIHLHON TKAaHW

3amanue 65 [laruent - neBouka 5 yet. XKanoObl Ha )KUKHI 37IOBOHHBIN CTYJI, B3IyTHE )KUBOTA,
notepio Beca. M3 anHamHesa: nepBble CUMITOMBI ¢ 11 Mec. mocie paciMpeHus: MTUTaHus, CO CJIOB
KHUJIKUN CTYJI BO3HUKAET Mocie ynotpedineHus xyueda, neueHbs. OobektuBHO: 100cM/12Kr, KoXka
OneqHast, MbIIIIeYHAs! TUTIOTOHUS, OOJIBIION KUBOT

D)IIpennonoxuTenbHbIA JUATHO3.

2)MeToabl TMarHOCTUKH.

Omanon omeema:

1)AHTHTENA K TKAHEBOHM TpaHCAMUHA3€e, aHTUTENA K TJIMOANHY, THTUTENA K SHIOMH3HUIO U
pPETUKYJIUHY, TeCT Ha 00mui 6enok, Tect Ha ansoymuH; HLA tTunuposanne DQ2/DQS8

3ananue 66 [lanMeHT - HOBOpOXKIEHHAs Ha 5€ CyTKH OTKa3 OT €/Ibl, PBOTA, CYJOPOTH, Ha 6¢
cyTtk B APO MeTabonuveckuii KeToaua03 U TUIOTIIMKeMHUs], Ha 7€ CyTKH — AeTUApaTaIiH,
nporpeccupytomas jgeraprus. O0ObeKTUBHO: OT MAIUEHTa UCXOTUT crienuuueckuit
CJIaJIKOBATBIN 3aI1ax.

1)IIpeanonoxuTenbHblil TUarHos.

2)Merobl TMarHOCTUKU.

Omanon omeema

1)bonesns «kneHoBoro cuponay (Jleiunos)

2) I'azoBas xpomartorpadusi 06pas3oB MOYH; AMUHOKHUCIIOTHI M1a3Mbl (TOBBIIIICHHE
aJJTOM30JICUIINHA) - B pa3padoTke; [IHK- nnarHoctuka (4acteie MyTaliu
B renax BCKDHA, BCKDHB)

3anmanue 67 Ha ocMoTpe peOeHOK 5 JIeT - TENEeKaHT, TETePOXPOMUS PATy>KKH U BOJIOC Ha TOJIOBE,
HelipoceHcopHas Tyroyxocts [II-IV crenenn. B pogocioBHO# - y Matepu cenast psiib, y Oparta
TYTOyXOCTb.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema

1)Cunnpom BaapnenOypra

2) lnarHo3 ycTaHaBIMBAETCS HA OCHOBAHWUW KIMHUYECKHUX JaHHBIX, U3y4YEHHUsI CEMEIHOTO
aHaMHe3a, MOJIEKYJIsIpHO-reHeTH4Yeckoil nuarnoctuku, ¥Y3U rnaza, MPT, KT

3ananue 68 Ilaunent — Manbuuk 1,5 roga. XKanoObl Ha CyXOCTb U IIETYILIEHUE KOXKU.
OOBEKTUBHO: KOXKa CyXast ¢ OOJIBIIMMU TEMHBIMH YEITYHKaMHU M BBIPaKCHHBIM THIIEPKEPATO30M
B 00JacTu pa3rubaTesbHBIX MOBEPXHOCTEN JIOKTEBBIX U KOJIEHHBIX CyCTaBOB.

D)IIpenmnosoxuTenbHbIA TUArHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema

1)BynbrapHslii HIXTHO3

2)/luarno3 cTaBUTCSI HA OCHOBAHUU KIIMHUKHU



3ananue 69 Ilanuent - pedbenok 1 rona. OOBEKTUBHO: BRIpAXKEHHAs 3a7€piKKa
IICUXOMOTOPHOTI'O Pa3BUTHS, CYAOPOTH, MBIIIEYHBIN THIIEPTOHYC, CKPYUYEHHBIE IOMKHE BOJIOCHI.

1)IIpeanonoxuTenbHblil TUartos.

2)MeTobpl TMarHOCTHKN

Omanon omeema

1)Cunapom Menkeca

2)KT, MPT, 23I" MonekysipHO-TeHeTHUECKOe UcclieioBaHre Touck myTtanuiit ATP7A

3ananue 70 Ilamuent - neBouka 6 ser. XKanooOsl: Ha HU3KUK POCT. OOBEKTUBHO:
104cm/18kr, 1TO3 IBYCTOPOHHUH, aHTUMOHTOJIONTHBIN pa3pes Ii1a3, KPhUIOBUIAHbBIE CKIIAJKH HA
niee, BaJIbrycHas AedopmMarius JIOKTEBBIX CyCTaBOB.

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema

1) Cunnpowm lllepemesckoro -TepHepa

2) UccnenoBanue kapuoTuna

3ananue 71 Mamment- 1,5m mec. XKanoOsl: 1utoxast mpudaBka B BECE, CHUKEHHBIN alleTHT,
cpeiruBanue. Poquiics ¢ KIIMHUYECKON BPOXKICHHOW KUIIEYHON HEITPOXOAUMOCTHIO . Hantoxena
uneocrtoMa. [1o ctoMe onpenensieTcs BOASHUCTOE KUIIEYHOE COAEPKUMOE C KUPHBIM OJIECKOM.
B Teyenue nocnennei HepeM OTMEYAETCS Kallelb, TeMIieparypa HopMmaiabHas. Co CJI0B MaMbl
KO’ka peOeHKa UMEeeT BbIpaKEHHBIN COJICHBIN BKYC

DI IpennonoKuTeIbHBIA TUArHO3.

2)MeTo/1bl TUAaTHOCTUKU

Omanon omeema
1)MyxkoBucu103
2) OnpeneneHue ypoBHS XJOPUAOB MOTa, KOMIporpaMmma, aHaJIu3 Kajia Ha TaHKPEaTUYECKYIO
anacrasy, uccieaoBanue yacteix Mytanuii B rene CFTR

3amganue 72 Ilamuent - myxunHa 23 roga. JXKanoOwr Ha Gecriionue. B meTcTBe yacTeie
pecnupaTopHbIe 3a00JIeBaHUs, CHAHYCHTBI. [[pOBOIMINCH MyHKIIMKA BEPXHEYEIIOCTHBIX TazyXx. [1o
JAHHBIM CIIEPMOrPAMMBI — a300CTIEPMHUSI

)IIpeamnonoKuTenbHbIi TUarHo3.

2)MeTtoabl TMarHOCTUKU

Omanon omeema
1)MyxkoBucI103
2) uccnenoBanue yacTtbix MyTanuii B rene CFTR

3amanne 73 Ha npuem oOpatuiack MaTh peOCHKA C Pe3yIbTaTaMH HEOHATAJILHOTO CKPUHUHTA.
Manbuuk 8 nHel xu3Hu. 2KanoObl Ha JKENTYIIHOCTh KOXKHBIX ITOKPOBOB, CPHITUBAHUE, KUIAKUI
ctyn. [1o pe3ynapTaram HEOHATATBLHOTO CKPUHUTA: 00IIask TalakTo3a KPOBH 27 MI/Al

DIIpennonoxuTenbHbld JUarHo3.

2)MeToabpl TMarHOCTHKH

Omanon omeema

I)l"anakrozemust



2) aHanM3 aKTUBHOCTH (hepMeHTa rayakto3o-1-pochar-ypuaunrpancdepass (I'AJIT),
JHK-nuarnoctuka (rena GALT)

3ananue 74 Ilanuent-geBouka 1,5 ner. C 3 qHS )KU3HU pELUANBUPYIOIINE STTU30/1bI PBOTHI,
CITyTaHHOCTH co3HaHMs. HabmromaeTcst HEBpOJIOTOM B CBSI3U C 3aJIeP)KKOM pa3BUTHA. B KpoBu
oTMmedaercst Mmetabonmaeckuit aruao3. TMC kposu: C3 MOBBIIICH, aMUHOKHUCIIOTHI B MOYE —
TTOBBIIIIEHNE METHJIMAJIOHOBOM KUCIIOTHI

) IpennonoxuTenbHbIN AUATHO3.

2)MeTo/1bl TMarHOCTHKN

Omanon omeema

1)MeTunmanoHoBasi auaypust

2) MonekynsipHO-TeHETHUECKOE HCCIIE0BAHNE

3aganue 75 [aument 20 queit xxu3znu. Haxoaures B APO ¢ KIMHUKOW MOJMOPTaHHOMN
HJI0OCTaTOYHOCTH. B Bo3pacTe 5 CyTOK JKM3HU COCTOSIHHE peOeHKA PE3KO YXYIIIUIOCH 3a CUeT
HapacTaHUsl HEBPOJIOTMYECKON CUMITOMATHKHU B BUie cuHapoma yraetenust [IHC,
reHepaIn30BaHHBIX Cy0por B KpoBU oTMeuaeTcss MeTaboIn4YecKuil TakTaT-anua03. B moue
MalMeHTA MOBbIIIeHA KOHIEHTPALMS 3-THAPOKCUIIPOITMOHOBAS KUCIOTA

) IpennonoxuTenbHbIN 1UarHo3.

2)MeTobl TMarHOCTHKU

Omanon omeema

1)IIponmmoHoBas anuaypus

2) TMC, npoBenenue cekBeHupoBanusi MerogoM NGS, Bximtouatomuecs B cedst rensl PCCA
n PCCB

3ananue 1. UHcTpykuus: BeiGepuTe oauH NpaBUIIbHBIA OTBET

AHomanuel pa3BUTHS, HEe HapyIIAoIyo GYyHKIUIO OpraHa u He TpeOyrolleil eueHue,
Ha3bIBAIOT

Manyro aHOMaJIMIO pa3BUTHSA

Manshopmariuio

Hucmaszuto

ATtpesuto

Omanon omeem: Mayro aHOMaJINIO Pa3BUTHS

b S

3amanue 2. Uuctpykius: BeiGepute ouH mMpaBUIbHBIA OTBET
He sBnsercs nokazanuem Uit IPOBEAEHUS LIUTOTEHETUYECKOTO UCCIIEIOBAHUS

Oecruioaue
BBIKH/IBIIIN HA pAHHUX CPOKaX OEPEeMEHHOCTH
HaJIMYUEe XPOMOCOMHBIX 3a00J€BaHUI Y OJIM3KUX POJCTBEHHUKOB POAUTEIEH

b=

JieYeHHEe COMaTUYEeCKUX 3a00JIeBaHUN MaTepy BO BpeMs OEpeMEHHOCTH

Omanon omeema: neueHNe COMaTUUECKUX 3a00JI€BaHUI MaTepy BO BpeMsi OEpEeMEHHOCTH

3ananue 3. UncTpykus: Beibepute oauH paBUIIbHBINA OTBET
HenmocraTounocTs kakoro ¢pepmeHTa npuBoauT K pa3pututo MIIC tun IV:
1. remapan-N-cynbdaTaza
2. apuicynbdarassl b



3. N-anerui-ranakro3aMuH-6-cynbhaTasbl
4. HenoCTaTOuHOCTH KUCIION anb(a FITIKO3UIa3hI

Omanon omeéema: N-alleTUI-TaJaKTO3aMUH-0-CyIb(paTa3bl

3ananue 4. Unctpykuus: Beibepute oauH paBUIbHBINA OTBET

HenocraTtounocts kakoro gpepmenta npuBoaut K pazsututo MIIC tun VI:
naypoHat-2-cynbdarasbl

apuncynbdatasbl b

renapaH-N-cynb¢paTasa

He[0CTaTOYHOCTb KMUcnom anbda rNMOKO3n4a3bl

Hwbdh =

Omanon omeema: apuicyibdarassl b

3aganue 5. UacTpykuums: Beibepure onH MpaBUIIbHBINA OTBET
Hapymenne kakoro ¢epMeHTa MPUBOAUT K pa3BUTHIO Oosie3Hn Bonpmana:

1. He0CTaTOUHOCTD JIM30COMAJIbHONW KUCIION JTUMa3bl
2.HEJOCTaTOYHOCTh TIFOKO3MITpaHchepassl 1
3.HE0CTaTOUYHOCTh OeTa-IIIIOKYPOHHU1a3bl

4. memocrarounocts apUIICYNIb(aTassl b

Omanon omeema: HEJOCTAaTOYHOCTD JIM30COMAIbHOM KUCIOM JINIAa3kl

3amanne 6. Uuctpykius: BeiGepute ouH nMpaBUIbHBIN OTBET
JlnarnocTuueckue kputepun 6oae3nu Bonbmana:

1. moBhIIeHNE 3()UPOB XOJIECTEPUHA, TPUTTTUIICPUIOB B IIEYCHH.
2. TIOBBILIEHUE CHIBOPOTOYHOTO TpaHCHEppHHA
3. CHI)KEHUE aKTUBHOCTH TIIOKO3MITpaHChepasbl

4. memoctatouHocTs APHIICYIbGaTassl b
Omanon omeema NOBbILIEHHE SQUPOB XOJIECTEPUHA, TPUTIIMIIEPUIIOB B MIEUEHH.

3ananue 7. Unctpykuus: Beibepute oauH npaBUiIbHBINA OTBET
Hapymenne kakoro ¢epMeHTa NpuBOAMT K pa3Butuio 6oneznu Kpabdoe:

1. HeAOCTATOUHOCTh KUCIIOM JIMIa3bl
2.HEJ0CTaTOUYHOCTh TIIIOKO3MITpaHchepassl 1
3. HEI0CTaTOYHOCTh raJlakToLepeOpo3nIa3bl

4. memocrarounocts apuIICyIbdaTassl b

Omanon omeema HEJOCTAaTOYHOCTH ranaKTouepe6p03HI[a3H

3ananue 8. Unctpykuus: Beibepute oauH paBUIIbHBINA OTBET
Ha koncynpranuio B MI'K oOpatninack cembs 1o OBOLy HEIOCTATOYHOCTH KUCIION

TJIFOKO3M/Ia3bl M KACJIOW MasibTasbl y pebeHka. Ha kakoe 3a00ieBaHne yKa3bIBAIOT
JAHHBIE U3MEHEHUS:

1.6. Kpab6e

2.6. ®abpu

3.0. ITomne

4. 6. BonpmaHa

Omanon omeema: 6. [Tomriie



3ananue 9. Unctpykuus: BeiGepuTte oauH NpaBUIIbHBIA OTBET
YpoBeHb TeTEPOILIa3MUH — 3TO

1. crenens 3xcnpeccun mytanuu MTIHK
2.TIPOIIEHTHOE COOTHOIIEHNE MyTaHTHOU 1 HOpManbHON MT/IHK B KieTke win TkaHu

3.1moKa3areab YyBCTBUTEIBHOCTH TKaHHU K SHEPTOACPUIIUTY

Omanon omeema: NMPOLICHTHOE COOTHOLIEHUE MyTaHTHOU U HOpManbHOU MT/IHK B

KJICTKE WJIN TKaHU

3ananue 10. UncTpykuums: BeiGepure oivH NpaBUIBHBIN OTBET
OCHOBHOU KpUTEPHIl TUATHOCTUKA MUTOXOHIPHAIBHBIX 3200JIeBaHUI

1. KIMHUYECKUNA
2.mopdomornyeckuii
3. 17151 yCTAaHOBJICHHSI TMAaTrHO3a UCTIONB3YETCSl KOMILJIEKC KPUTEPHEB

4. BuoxuMudeckuit

Omanon omeema. AJI1 YCTAHOBJICHUA IUAarHo3a UCIOJIb3YCTCA KOMIIJICKC KPUTCPUCB

3ananue 11. UncTpykums: Beibepure oJuH MpaBUIbHBIN OTBET
OCHOBHBIE METO/IbI JICUEHUSI MUTOXOHIPUATIBLHBIX 3a00I€BaHUI

1. aHTUOMOTHKOTEPAIUS B COYETAHMH C HA3HAYEHUEM NPEOUOTHKOB

2. aKTHBAIMs NIEPEHOCA DJIEKTPOHOB B JIBIXATEILHOM LEMH, KOYAKTOPHAs TEPATIHUS
3.reHHas Tepanus

4. depmenrsamecTuTenbHas TEPATTUS

Omanon omeema.aKTUBalMs IICPEHOCA BJICKTPOHOB B HBIX&TGHLHOﬁ eIy, KO(baKTOpHaH

Tepanus

3ananue 12. UHcTpykuwms: BeiGepute oivH NpaBUIBHBIA OTBET
Cxounpko mutcst mpuem Bpada-reHetuka MI'K npu oOcnenoBaHim 0IHOM CEMBH:
1.2 gaca
2.1 yac 15 mun
3.15 mun
4.30 muH

Omanon omeema:. 1 yac 15 Mmua

3ananue 13. UncTpykuus: Boeibepure oJuH paBUIbHbBIN OTBET
CBIBOPOTOUHBIE MapKephl | TpumecTpa Ha cpokax 11-14 Hen:
1. A®II, XT'Y, DcTpuon
2.PAPP-A, Bfree-XI'
3. ADII, OcTpuon
4.PAPP-A, Octpuon

Omanon omeema:. PAPP-A, Bfree-XT'U

3ananue 13. UncTpykuus: Beibepure oiuH npaBUIbHBINA OTBET

Jlnst kakoro 3a00JeBaHUs JUETOTEPAIUS SBIISIETCS OCHOBHBIM METOJIOM JICUCHUS:
1. meiipopubpomaro3
2. (eHUTKeTOHypuUs



3.
4.

YMCTBEHHAs OTCTAJIOCTh C JIOMKOH X-XpOMOCOMOM
c. [TaTay

Omanon omeema yMCTBEHHAs OTCTANIOCTh € JJOMKOUN X-XpOMOCOMOit

3anmanue 14. Unctpykus: Beibepure oiuH NpaBUIbHBINA OTBET
MyKOBHUCIH103 OTHOCST K HACJIEACTBEHHBIM HaPYIIECHUSIM:

I.

2.
3.
4

oOMeHa aMUHOKHUCIIOT

oOMeHa MEeTaJIJIOB

GyHKIHIA TH30COM

CUCTEMBbI MEMOPAHHOT'O TPaHCIIOPTa

Omanon omeema cucTeMbl MEMOPAHHOTO TPAHCIIOPTA

3amanue 15. UacTpykuus: Beioepure oauH npaBIbHBIA OTBET
Tun sacaenosanus AI'C:

b=

ayTOCOMHO-/IOMUHAHTHBIN
ayTOCOMHO-PELIECCUBHBII
X-CLENJIEHHbBIN PELECCUBHBIN
AHOMAJIHS B CUCTEME XPOMOCOM

Omanon omeema aYTOCOMHO-pCHCCCHBHBIﬁ

3ananue 16. Unctpykius: Beibepure ouH npaBUIbHBINA OTBET
CIEIMAIbHBIMM JUETAMU ITOAJIAETCS] KOPPEKLIUU

1.

2.
3.
4

MyxkoBucuu103
I'amakTo3zeMus
AJIpEHOTEHUTANIbHBIN C-M
BpoaeHHbII THIIOTHPEO3

Omanon omeema I'anakrozemMus

3amanue 17. UacTpykuus: Beioepure oauH MpaBIIbHBIA OTBET

st moareepxaenus JJHK- nuarnocTuku HacieCTBEHHBIX Oose3Hel 0OMeHa, BKIIOUEHHBIX B
porpaMMy HEOHATaJIbHOTO CKpUHUHTA, HeoOxoaumoe koaudecTBo JJHK Hanbonee
11e7eco00pa3HO MOJYIHUTh U3

1.

2.
3.
4

TkaHeBbIX OMONTATOB

10 MJ1 CBIBOPOTKH KPOBHU

[TaTHA KpOBH Ha GUIBTPOBAIBHON Oymare
[TyHkTaTa KOCTHOTO MO3Ta

Omanon omeema I1siTHa KpoBU Ha PUIBTPOBATIBLHOM Oymare

3ananue 18. MncTpykius: Beibepure oiuH npaBUIbHBINA OTBET
B Menuko-reHeTnueckoi KOHCYIbTallu JaHHBIA METO/] IPUMEHSETCS BO BCEX Cllydasx 0e3
UCKITIOUECHMUS:

1.

Knuauko-reseanoruaeckuim



(98]

UTOTr€HETUICCKUI
MOJIEKYJISPHO-TE€HETUYECKU I
OMOXUMHUYECKHIT

Omanon omeema: KIMHUKO-reHEaIOTHYCCKUN

3amanue 19. UncTpykms: Berbepure oiuH NMpaBHIIbHBINA OTBET
CBIBOPOTOUHBIE MapKepsl 1 TpumecTpa Ha cpokax 11-14 Hen:

I.

2.
3.
4

A®II, XT'Y, Dcrpuon
PAPP-A, Bfree-XT'U
A®II, Dctpuon
PAPP-A, DOcrpuon

Omanon omeema: PAPP-A, Bfree-XT'4

3ananue 20. Unctpykuus: BeiGepute oivH NpaBUIBHBIA OTBET
Ckonbko nnutcs npueM Bpada-reHetrka MIK mpu oO6cnenoBanuu o1HOM ceMbH:

1.

2
3.
4

2 yaca
1 yac 15 mun
15 MuH
30 MuH

Omanon omeema: 1 vac 15 mun

3amanue 21. Unctpyknus: Beibepure oiuH NpaBUIbHBINA OTBET
Ecnu B cembe mmanupyeTcst poxKIECHUE IETEH, TO Bpay:

1.
2.

He momxkeH o0CyX1aTh ¢ MAIIHEHTOM TH BOTIPOCHI

JlomxeH coo0ImMTh FeHETUYECKY0 HH(POPMAIUIO O MAaLMEHTE ero cynpyry 6e3 ero
COTJIACHSI, TOJIBKO €CJIU CYIPYT 00 3TOM CITPOCHT

JlomkeH 00s13aTeTbHO COOOMIUTE TEHETHYECKYI0 HH(POPMAIIUIO O TIAIIMEHTE €T0 CYIPYTy
0e3 coryacus naleHTa

JlommkeH nHQOPMHUPOBATH MAMEHTa O €T0 MOPATBHOM J0JIT€ COOOIINTH TEHETHIECKYTO
nH(popmaIumio o cedbe cynpyry

Omanon omeema: JlomxkeH nHGOPMUPOBATH MALMEHTA O €r0 MOPAJIBHOM JIOJITe
COOOIIUTH TeHEeTHYECKYI0 HH(opMaiuio o cede Cynpyry

3ananue 22. Unctpykuus: Beibepure oiuH npaBUIbHBINA OTBET
OcHoOBHOM 3a7aueil CKpUHMHTa HOBOPOXK/IEHHBIX Ha (PEHUIKETOHYPHIO SBISETCS:

1.

2.
3.
4

[TpenaTanpHast IUarHOCTUKA 3a00JIEBaHUS B OTATOIIEHHBIX CEMbSIX
CHuxeHue unciia O0JIbHBIX B MOMYJISIIUN

BrisiBneHure O0JbHBIX A€TEN U OPraHU3aLNs UX JICYEHUS
BolIsiBIIEHME I€TEPO3UTOTHBIX My TallUH



Omanon omeema: BrisiBieHne OONBHBIX JI€TEH W OpraHU3alMs UX JIeUCHHS

3anmanue 23. Unctpykuus: Beibepure oiuH nNpaBHIbHBINA OTBET
OnHUM U3 OCHOBHBIX ITOX0/0B, UCIIOJIB3YEMBIX I COOpa JaHHBIX JUISI MOHUTOPUHTA
BPOXIEHHBIX TOPOKOB PA3BUTHUS, SIBIISETCS:

I.

2.
3.
4

KoroptHslil MmeTox

dukcanus CiIy4alHbIX HAXOOO0K
Meron «ciy4dai-KOHTPOJIbY»
COop ngaHHBIX 10 00paIIaeMOCTH

Omanon omeema: KoropTHeIii METOJT

3amanue 24. UacTpykuus: Beioepure oauH MpaBIIbHBIA OTBET
HewnnBaszuBHOe peHaTanbHOE TECTUPOBAHKE aHEYTIOUINNH OCHOBAHO Ha

aHaJIn3e

1. xomumitHoctu QeranbHoil JJHK, nupkymupyromeii B KpoBOTOKe OepeMEHHOH KEHILMHBI,
METOJIOM MAaCCOBOT0 MAPAJJIENBHOIO CEKBEHUPOBAHHUS

2. MHKPOAMUCCEKIUH U MeTa(ha3HOM aHAJIM3€ KIETOK IUI0/1a, LIUPKYIUPYIOIUX B
KPOBOTOKE OEPEMEHHOM HKEHIITUHBI

3. wunrepdaznom FISH-ananusze kapuoruna (eranbHbIX KIETOK, IUPKYIUPYIOLUX B
KPOBOTOKE OEpEMEHHOMN KEHIIUHBI

4. ananmu3e yucna konuit pparmentos JJHK mmogHOro mporcxoxaeHus: B KPOBOTOKE

OepeMeHHOM KEHIIUHBI METOJIOM CPABHUTEIHHON T€HOMHOW THOpUIM3AIH Ha
MHKPOYMIAX BBICOKOTO pa3peIieHus

Omanon omeema: xonuitHoctu petanbHoil JJHK, nupkynupytoieil B KkpoBoTOKe
OepeMEeHHOM KEHIUHBI, METOJIOM MacCOBOTO MapaJlIEIbHOTO CEKBEHUPOBAHUS

3ananue 25. Unctpykuus: BeiGepure oivH NpaBUIbHBIA OTBET
Ocy1ecTBiIeHNE KOHTPOJIS KauecTBa AESITeIbHOCTH MEAUKO-TeHETUYECKOM CITy>KOBbI, BKITIOUast
1a00paTOpHbIE FEHETUYECKUE HCCIIEI0BAHNS, HEOOXOUMO JUIsl peaiu3aliii STHYECKOro

TIPUHIIHITA
1. aBTOHOMMH JIMYHOCTH
2. OmaronestHUS
3. chpaBeIMBOCTH
4. He NpUYUHCHHS Bpeaa
Omanon omeema: He MPUINHEHUS Bpeaa
I1K-6

3a)1amm OTKPBITOI'0O THUIIA

3amganuii 1 [IpuHIUIIBI JIeueHNs HACTIEACTBEHHBIX 00JIe3HEH

Omanon omeema. HpI/I JICYCHHHN HaACJICACTBCHHBIX 0oJie3HEN MOJTHOCTHIO COXPAaHACTCA

NPUHINIT €r0 HHIUBUIYalIbHOCTH, BEJIb Bpay JeYuT "He 00s1e3Hb, a 6onpHOTr0". [Tpn neyenun
HACJIEICTBEHHBIX 00JIE3HEN HAI0 OBITH 0OCOOEHHO BHUMATEILHBIM B COOJIFOEHNU dTHYECKUX U
JICOHTOJIOTUYECKHUX MPUHIIMIIOB B OTHOILIEHUHU TMAlIMEHTa U YIEHOB ero ceMbu. Benb yacTo ujer



peub O TSHKEJIBIX XPOHUYECKHX OOJIBHBIX € AETCKOT0 Bo3pacTa.ClI0KHOCTH STHOTPOITHOTO
JIeUEHUsl HACJIEJICTBEHHBIX 00JIe3HEH OUEBU/IHBI, XOTS YK€ UMEIOTCSI MHOTOYHUCIIEHHBIE
BO3MOYKHOCTH JUJISl UX MPEOJOJICHNUs, CO3JaHHBIC YCIICIIHBIM CCKBEHUPOBAHUEM I'€HOMA U HOBBIM
HaIlpaBJICHUEM B TEOPETHUYECKON U KIIMHUYECKOW MEIUIIMHE - TeHHOU Tepanuei. [lpu
HACJIEICTBEHHBIX 0OJIE3HIX MaTOreHEeTUYeCKHe METO bl Hanbosiee 000CHOBaHbI, XOTSI OHU U HE
MIPOTUBONOCTABIIAKOTCS CUMIITOMAaTHYECKOMY JIEYEHUIO. /7151 MaTOreHeTHYEeCKOr o JIEUEHUS
HACJIE/ICTBEHHBIX 0OJI€3HEH B MIOCIIEHHE TOAbI IPUMEHSIOTCS IPUHIMITAAIBHO HOBBIE TIOAXOIBI,
OCHOBaHHBIE Ha JOCTH)KEHUSAX MOJIEKYJISIPHOU U OMOXMMHYECKON TeHETUKU.

3ananue 2 HBO yrieBonoB. O0mas KIMHUYECKask XapaKTePUCTHKA.

Omanon omeema: OOIIas KIMHUUECKAs XapaKTEPUCTHUKA: TPYJHOCTU BCKAPMIIMBAHUS,
HapyILIeHUE TJI0TaHUs, 3aTAHYBILIASCS KEJITyXa, CPHITMBAHUS, PBOTA, TUapesi, MbIILIeYHas
TUIIOTOHMS, IJI0Xas MpuOaBKa B Bece, FrenaTOMErallus ¢ IpU3HaKaMy MeYeHOYHOU
HEI0CTaTOYHOCTH (TUIEepOMIINPYyOUHEMHUS, OBBIIIEHUE aKTUBHOCTH TPAaHCAMUHA3), C1a00CTh,
BSAJIOCTb, CIUIEHOMET AN, TUIIOTJIMKEMHUS U CBSI3aHHBIE C HEW CYIOPOTH.

3aganue 3 N'anakro3zemus. Kinnnnka. Jleuenune.

Omanon omeema: BrI3bIBaeTCsl MyTaleil B reHe rajiakTo3o0-1-
dbocharypuaumuntpancdepassl (GALT), HakammuBaeTcss METAOOTUT, SIBISIOMINANCS TOKCHYHBIM
JUISL TIEYeHH U TToueK. MeTaboNuT TakxKe MOBPEXIAET XPYCTAIMK Ii1a3a, MPUBOIS K KaTapakTe.

JledyeHune oapa3syMeBaeT MOJHOE UCKIIFOUYEHUE MOJIOKA U MOJIOYHBIX ITPOJYKTOB U3 PallMOHA.
1:20 000.

3amanne 4 Opykrozemust OO0IIas KIMHUYECKA XapaKTePUCTUKA.

Omanon omeema: Br13piBaeTcs MyTanuei B rene anbaoiasel B (ALDOB). V 6oibHBIX
OTCYTCTBYET (PepMEHT, HEOOXOIMMBIHN /1715 paciieruieHust ppykrosbl. B pesynbrate B
OpraHU3Me HaKaIlJIUBACTCs MOOOYHBIN MPOAYKT GPYKTO3BI, OJOKUPYsT 00pa3oBaHUE
TJIMKOTEHA, a TAKXKE ero Mpeodpa3zoBaHue B IITIOKO3Y IS HCIIOJIB30BaHMS B KAYeCTBE
sHepruu. TUMMYHbIE CUMIITOMBI: CHHXKEHHE YPOBHSA caxapa B KPOBH, TOTIUBOCTbD,
CIIyTaHHOCTb CO3HAHUS U MOpaKeHUE Movek. JIeueHne 3akiIrovaeTcs: B UCKIIOUEHUH
(GpYKTO3bI, caxapo3bl U cOpOUTa U3 pallMOHA, KYTUPOBAHUE TUITOTIMKEMUN TIIIOKO30H.

3ananue 5 bone3nn HakoreHus raukoreHa O0mas KIMHUYECKask XapaKTepUCTHKA.

Omanon omeema: rpynna HBO yrieBomoB, KOTOpbIE XapaKTepPHU3YIOTCSI H30BITOYHBIM
HAKOIJIEHUEM TJIMKOT€HA B PA3JIMYHBIX OpPraHax M TKaHSX BCJIEACTBUE
HEJOCTATOYHOCTH/OTCYTCTBUS (PEPMEHTOB, YIACTBYIOIIUX, TPCHUMYIIICCTBCHHO, B
nporiecce ero pacmervieaust Y tunos I, V, VII ocHOBHBIM cUMIITOMOM OOBIYHO
SBIIIETCS c1abocTh (Muormatus). Uro kacaercs tumos I, I u VI, ux cumnromamu
SIBJISTFOTCSI TUTIOTJIMKEMHUS ¥ BBITITYMBAHKE )KUBOTA (MTOCKOJIBKY M30BITOK aHOMAaJIbHOTO
TJIMKOT€HA MOXET MPUBECTU K YBEIUUYCHUIO NTeYeHU ). [ MOTrIMKeMus BI3bIBAET
MOTJIMBOCTb, CIIyTAHHOCTh CO3HAHUs, @ MHOTJA CYI0POXKHBIE MPUIIAJIKU U Komy. pyrue
MOCTICACTBHSI JIUIS IETEH MOTYT BKITFOUATh 3aICPKKY POCTa, 4aCThie HH()EKINH U S3BBI B
MOJIOCTHU PTA U KUIIEUHUKA. boJie3HN HAKOIIEHUS TJIMKOTEHa, KaK MPaBUIIO, BbI3bIBAIOT
HaKOIUIEHUE MOYEBOW KUCIIOTHI B CYCTaBaX, YTO MOKET IPUBECTHU K PA3BUTHIO MTOAATPHI,
U B ITIOYKaX, YTO MOYKET IIPUBECTH K 0Opa3oBaHuto kamHel. Tun V (6ose3us Map-
Apnns), tun VI (6one3ns Opa), Tun VIII (6onezns Tomrcona). Taxxke U3BECTHO O
HEIaBHO OTKPBITHIX opmax, HacneayeMbix X-cuemeHHo (tun [X). Jluarnoctuka
TJIMKOT€HO30B OCHOBBIBAETCS HA ONPEACIICHUH TJIFOKO3bI, JIAKTATa, MOYEBOM KHUCIOTHI U
TpaHCaMUHa3. «30JI0TbIM CTaHJAPTOM» JUATHOCTUKH ITTIUKOT€HO30B CIIYKUT
OTIpe/IeNICHUE aKTUBHOCTH HY>KHOTO ()epMEHTA B TKAHU OPTAHOB WX B JICHKOIIUTAX
KpoBu. [ToaTBEepKaI0ILIMM METOJOM SIBJISIETCS MOJIEKYJIIpHAs JUarHocTUKa. JleueHue:



nuera, OoraTas yrieBoaaMu, Npo(uIakTUKa CHIDKEHUS] YPOBHS caxapa B KPOBH €
MTOMOIIBIO YaCThIX WJIM MOYTH OECTIpEPHIBHBIX KOPMJICHUH, JIeUeHHE CIEIU(PUIECKIX
OCJIOKHEHWH.

3ananue 6 Hapymenne oOMeHa coeuHUTENbHOM TkaHu. OO0Imas KIMHUYeCcKast
XapakTepucTuka. Jleuenue.

Omanon omeema: OOILAs KIMHUYECKAs XapaKTEPUCTUKA: KOCTHbIE CUMITOMBI
(nepopmanu rpyAHOM KJIETKH, TO3BOHOYHUKA U Yepena, apaXHOAAKTHIINS, JIOMKOCTb
KOCTEM), KO)KHbIE CUMIITOMBI (TUIEPPACTSHKUMOCTD KOXKH, aTpo(UUecKrue CTPUH, TOHKas
JIETKO paHUMas KOXa, KeJIOUIHbIE pyOLbl), MBIILIEYHbIE CUMIITOMBI (TUIIOTOHUS W/WIIH

FI/IHOTpO(I)I/ISI, T'PBIXU U MTPOJIANIChlI OPraHOB W/WITH MOCJICOINCPAITUOHHBIC FpBI)KI/I), CYCTaBHBIC

CUMITOMBI (TUIIEPMOOUIIBHOCTD CYyCTAaBOB, INIOCKOCTOINE, BBIBUXH ), TJIa3HbIE CUMIITOMBI
(OABBIBUX XpYCTAJIMKa, MHOIHS, TOIyObIe CKIIEPHI), CEPAECUHO-COCYUCTHIE CUMITTOMBI
(mpoutarnc MUTPaIbLHOTO KJIallaHa W/WIK APYTUX KJIallaHOB, BAPUKO3HAsI 00JI€3Hb, JIETKOE
o0pa3oBaHe reMaToOM IIPU HE3HAUUTENbHBIX yAapax), OpOHX0-JIErOYHbIE CUMIITOMBI
(CIOHTaHHBIN THEBMOTOPAKC, allMKAJIbHBIE OYJUIbI), CHMITOMBI CO CTOPOHBI OPTaHOB
OpIOIIHOI MMOJIOCTH M MAJIOTO Ta3a (ITO3 OPraHOB OPIOLIHOM MOJIOCTH, TOYEK,
nuagparManbHble TPhIXKH, HEJOCTATOUHOCTh Kap UM JKeIy/IKa, JUBEPTUKYJIbI MUILEBOAA,
JOJMXOCUTMa, TIpoJIaric reHuTaIni ). PekoMeH10BaHO TPOBEJICHUE KyPCOBOT'O JICUEHUS
clenyromuMHy npenapatamu: CTUMYJISTOPBI KoJulareHooopa3zoBanusi — ButamMuH C
(ackopOuHOBast KUCIIOTA), L-KapHUTHH, COJIKOCEPHUII B COUETAaHUU C BUTAMUHAMHU TpyTiiisl B
(B1, B2, ¢ponuenas xkucnora, B6) u MUKpOIIEeMEHTHBIMH T0OABKAMH, COACPKAIUMU HOHBI
Cu2+, Zn2+ Mg2+, Mn2+ u np.; KoppeKkTopbl HapyIIeHus: CHHTE3a M KaTaboiu3ma
[VIMKO3aMHHOITIMKAHOB — XOHApouTUHCYIb¢aT, JJOHA (rirokozamuHocyibdar);
CrabunuszaTopbl MUHEpaIbHOTO 0OMeHa — BUTaMuH J[-3, xanbuuii; Koppexkropsl
OMOPHEPreTUUECKOI0 COCTOSIHUS OPraHu3Ma — MIJIJJPOHAT, JeUTHH, KodepmeHT Q10

3ananue 7 JInarHocTHKa, JI€YeHNUE, HACIECTBEHHBIX CHHPOMOB C IPEUMYIECTBEHHBIM
HapyuicHUeM HHIHeBapHTeHLHOﬁ CHCTEMBbI

Omanon omeema : JlnarHocTHKA: OOIIEKIMHUYECKHE METO/IbI (OCMOTP, 00BEKTUBHOE
oOcnenoBanue, cOop xano0 U aHaMHE3a, pYTUHHBIE aHAIN3bl KPOBH, MOYH U

WHCTPYMEHTAIILHBIC UCCIIEIOBaHUS ), cCrielupuIeckas OnoOXUMUYecKasi JUarHOCTUKA (HampuMmep,
orpeziesieHue aKTUBHOCTH TItOKoLepeOpo3uaassl mpu 6oseznu 'orre, onpeseneHne KoiInyecTBa

XJIOPUIOB MOTA MPH MYKOBUCIIU/103€) U MOJIEKYJISIPHO-T€HETUUECKUE METO IbI
(cexBeHupoBaHue).JledeHne: STHOTPONHOE (HA JAHHBIII MOMEHT MPEACTABIEHO HE IIUPOKO, HO
HNOTEHIMAIBHO MOXKET 3aKJIF0YaThCS B PEIaKTUPOBAHUM I'€HOB, OTBETCTBEHHBIX 32 OOJIE3HbD),
natoreHetnyeckoe (B ocHoBHoM 3MT: nanpumep, npenapat «OpkamMOu» 1st IeUeHUS
MYKOBHUCIIH/103a, UMUTJIIOIepa3a Julst JeueHus 0ose3nu ['omie) 1 cumnromaTudeckoe.

3ananue 8 JInzocomubie Oosie3Hu. OOIIas KITMHUYECKAs XapaKTepUCTHKA. [IpruHITUTIBI
nuarHocTuku. Jleuenue.

Omanon omseema : JIBH — rpynna Hacne1CTBEHHBIX 3a00JI€BaHUM, BbI3bIBAEMBIX
TEHETUYECKU 00YCIIOBICHHBIM J€()EKTOM JIM30COMHBIX THAPOTUTHIECKUX (PEPMEHTOB,
KJICTOYHBIX TPAHCHIOPTEPOB M OEIKOB, BXOASAIIMX B cOCTaB MeMOpaH. B koHeuyHOM cyeTe 3To
MPUBOIUT K HAKOTUICHUIO MAaKPOMOJICKYJT M METa0OJUTOB B KJIETKAX, a KaK CIIEJICTBUE K
MOBPEXICHUIO OTJIEIbHBIX TKAHEH, OPraHOB U CUCTEM OpraHu3Ma.

BonwsmuucTBo LSD HacieaytoTcst ayTOCOMHO-PEIECCUBHO, 32 UCKIIIOUCHUEM
3a00JIeBaHUM, KOTOPBIE HACIEAYIOTCS CLEIUIeHO ¢ X XxpomocoMoit. K HuM oTHOCSTCS
mykononucaxapuo3 Xanrepa (MIIC II) u 6one3up @alpu, ABIAIOLINECS PELIECCUBHBIMU X-
CLETUICHHBIMH 3200JIEBaHUSMH, a TAK)Ke CUHAPOM JlaHOHA, SBISIOLIUIICS TOMUHAHTHBIM X-
CICTUICHHBIM 3a00sieBanneM. Jlmarnoctuka: epMeHTHAs TUAarHOCTUKA — ONIPEJICIICHHE
AKTUBHOCTH (DEPMEHTOB JTU30COM SIBIISIETCS «30JI0THIM CTaHAAPTOM J1a0OPaTOPHOM



nuarHoctuky JIBH. CoBpeMeHHbIe TEXHOJIOTMH MO3BOJISIOT ONPEAETATh aKTUBHOCTh ()epMEHTOB
JM30COM B JIEMKOLIUTAX KPOBH, KYJIbType KOXKHBIX (prOpo61acToB, BOPCMHAX XOPHOHA U MATHAX
BBICYIIIEHHOU KpoBU. Jleuenue: ®3T

3ananue 9 bonesns Pedecyma.

Omanon omseema 1lpu 3T0i1 60JIE3HN B TKAHAX HaKaIIMBaeTcs (PUTAHOBAs KUCIIOTA,
KOTOpast SBJSIETCS TIPOLYKTOM MeTabom3Ma KupoB. Hakorenne GpUTaHOBON KUCIIOTHI
MPUBOJIUT K TIOBPEXKICHUIO HEPBOB U CETYATKH, TTOTEPE CIIyXa, OOOHSIHUS, CIACTHUECKUM
JBYDKEHUSIM U U3MEHEHUSIM B KOCTSIX U KOKe. CHMITTOMBI OOBIYHO TMOSIBIISIFOTCS] HA TPETHEM
JECATUIICTUY JKU3HH, HO MOTYT HauaThCs U mo3ke. Jluarnoctupyror 6o1e3us Pedcyma Ha
OCHOBE TTOBBIIICHUS YPOBHS (PUTAHOBOW KUCIIOTHI. JIeueHne npemnonaraet n30eranue muiiy,
coJieprkamieit GUTaHOBYIO KUCIIOTY, BKIIFOUAsi MOJIOUHBIE MIPOYKTHI, TOBSIIUHY U OapaHUHY,
KUPHYIO pbI0y. MOKeT ObITh TI0JIe3eH 1a3madepes, Mpu KOTOPOM U3 KPOBH YAAISICTCS
(uTaHOBas KHCIIOTA.

3aganue 10 Cunapowm LlenbBerepa.

Omanon omeema :BO3HUKAET B MIIaJICHUYECTBE, CUMIITOMBI BKJIFOUAIOT XapaKTEpHbIE
4yepThl Jnna, nedextsl [ITHC, nemuennunzanuio, cy10poskHbIe TpUnaake (Y HOBOPOXKICHHBIX),
MBILIEYHYIO TUIIOTOHUIO. Y J1eTeil MOKeT ObITh YBEIMUYEHHUE NIEUEHHU U KUCTHI B MOYKAX,
KOPOTKHE KOHEUYHOCTH, criendpuyeckast aHoMa st KOCTEH, Ha3pIBaeMast SU(PU3apHON TOYSUHON
XOHApOUCIIIa3uel (KOTopas BIMAET Ha POCT JUIMHHBIX KOCTEH), KaTapakTa, peTUHONATHS,
noTeps ciryxa, cnabocTb, OHEMEHHE M 00JIb B KHCTAX PYK U cTonax. Hanbonee 3Haunmbie
OMOXMMHUYECKHE U3MEHEHUS MPHU BCEX MEPOKCUCOMHBIX 3a00JIeBaHUSX, U B YACTHOCTH NIPH
curapome LlenpBerepa, BKIIOUAIOT 3-OKHCICHUE OYCHb JIIMHHOIETIOYEYHBIX KUPHBIX KHCIIOT.
I1epBblif ar B 1uarHoCTUKE NEPOKCUCOMHBIX OOJI€3HEN BKIIIOYAET ONpeie/ieHHE YPOBHS
VLCFA B nna3me Hatouak. PekomennoBano onpenenenne C26:0 u C26:1 xupHBIX KUCIOT U
cootHommeHuit C24:0/C22:0, a Taxxe C26:0/C22:0, MOBBIIICHHE KOTOPBIX SBIISCTCS
UHIUKAaTOpOM JedekTa B B-OKHCICHUN )KUPHBIX KUCIOT C OYeHb [UIMHHBIMU IETISIMU

3ananue 11 X-crenneHHas aipeHONIEHKOAUCTPOPHSL.

Omanon omeema:Xapakrepusyercs pazpymenuem muenuna [{THC u noBpexxaeHnem Kopsl
HAJIOYEYHHUKOB, YTO MPUBOAUT K HaJJIOYEYHUKOBON HepocTaTouHOCTH. Ha ocHOBaHuuM
KJIMHUYECKHX MPOSIBIICHUH, Bo3pacTa 1e0r0Ta, CKOPOCTH HApaCTaHUs HEBPOJIOTHYECKUX
CUMITOMOB 3a00JIeBaHUE MOpa3eseTcst Ha 7 (EeHOTUIIOB Yy MY>KUHH (JeTcKasi, FoHOLIeCKas U
B3pocIas uepedpanbHble, aIpeHOMHEIOHEBPONaTH, OJTMBOIIOHTOMO3KEUKOBAs!, N30JIMPOBAHHAS
HAJOYEYHUKOBAs HEJJOCTaTOYHOCTh, aCUMITOMHAsA) U 5 ()EHOTUIIOB Y KEHILUH
(OeccumrnToMHas, JIETKasi MUEIIONATHUS, OT YMEPEHHOM J10 TSHKEJION MHEJIOHEHponaTus ¢
BOBJICUEHUEM HA/ITOYEYHUKOB WU C LIepeOpaIbHbIM yUACTHEM).

3ananue 12 IIporpeccupyromue mMplimednsie nuctpoduu. JIuarnocruka. Jleuenue.

Omanon omeema: JInarHoCTHKa OCHOBaHA HA JJaHHBIX AaHAMHE3a, KIIMHUKU U
JIOTIOTHUTENIBHBIX Hccaea0BaHusAX. O MUOTIATUN CBUCTENBCTBYET aHAMHE3 - ClTydan
3a0o0JieBaHus B ceMbe Tipodana. Kpome Toro, y KpOBHBIX POJICTBEHHUKOB OOJBLHBIX MUOIIATUEH
00HapYKUBAIOTCS MIPU3HAKHU JAUCIIIA3UU: HEPE3KO BhIPAKEHHBIE aTPO(UN MBIIIII,
runopeqUIeKcusi, yKOpOUeHHE WIH YIUIOTHEHHE OTACTBHBIX MBIIIII, ITUPOKOE CTOSHUE JIOMATOK,
HIECTUIATIOCTh, aHOMAJIMH KOCTHOTO cKelleTa. TUIMYHO Havaso 3a00JieBaHUs B IETCKOM WU
FOHOIIECKOM BO3pacTe, MPOKCHUMAIBHBINA TUT pacipeneincHus arpodun, JaHHbIE OMOXUMUYIECKUX
uccienoBanuii. IloBbllieHa akTUBHOCTH pssia GEPMEHTOB - KpeaTUH(HOCPOKHNHA3BL,
aMUHOTpaHc(epas U anb10J1a3bl. B KpOBH U MBIIIIAX YBEIHUYUBACTCS COJCPIKAHUE
MUPOBUHOTPAHON U MOJIOYHOM KUCIIOThI, YMEHBIIIEH YPOBEHb JUMOHHOU KUCIOT B KPOBU. JTHU
MOKA3aTeIM PACCMATPUBAIOTCS KaK BEChMa XapaKTepHbIE OMOXUMHUYECKHE OCOOCHHOCTH,



CBOWCTBEHHbIE BceM (hopMaM MUOTATHH. Ba)XHbI Takke TaHHBIE 3JIEKTPOMUOTPaPHUUECKOTO
WCCIIEIOBaHMS - KOHCTAaTUPYETCS CHUKEHHE aMIUIUTY bl OMOMOTEHIINAIOB, OJIU(a3HOCTh U
YKOPOYEHHUE JUIMTEIBHOCTH OJMHOYHOI'O IIOTEHIIMAIA.

3amanne 13 dakomaTo3sl. OOmias xapakrepuctuka. Jlmarnoctuka. Jleuenue

Omanon omeema: I[ITMTMEHTHBIE MATHA BBISBISIFOTCS YKe TIPU poxaeHUU. OHU OOBIYHO
O6Hap}I)KI/IBaIOTC$I Ha CKPBITBIX IMMOBEPXHOCTAX TCJIA. OHYXOJII/I KOKH MOTYT HPOSABJIATHCS B BUIC
MECTHOM CJIOHOBOCTH, MHOYKECTBEHHBIX Y3JIOBATHIX 00pa30BaHUI MIIH MACCHBHBIX
MUTMEHTHPOBAHHBIX KOXHBIX pa3pactanuu. [Ipu y3noBaToii popme Heiipodubpomarosa y3ios
Ha TeJIe MOXKET OBITh OT HECKOJIBKHUX 10 HECKOIBKUX ThICSY. OMyX0JId HEPBOB MOT'YT OBITH
pa3HOM JIOKAINU3AIINH, Yallle TIOPaXarTcss HepBbl KOHeUHOCTEH. [10 X0/1y HEPBHBIX CTBOJIOB
OTMEUAIOTCS CIUHUIHBIC MITH MHOXECTBCHHBIC YTOMIICHUS Wi AU((DY3HbBIC YTOIICHHS
nepudepruaecKux HEPBOB. DTU y3JIbl OOJIE3HEHHBI, €CITH UCXOMAT U3 YYBCTBUTEIHHBIX BOJIOKOH,
1 0¢300JIe3HEHHBI, €CIIM UCXOSAT U3 JBUraTeIbHBIX BOJIOKOH.. HelipodubpomaTos Hepeako
COUCTACTCA C APYTUMHU OIMYXOJISIMU — ApaXHOUACHAOTCIIMOMAMHU, SIICHAUMOMAMU,
acTPOIMTOMAMH, CIIOHI'HO-0J1IacTOMaMu U Jip. B pa3BuTtun HelipoprOpOMAaTO3HBIX TKAaHEH
MMPUHHUMAIOT Y4aCTUC KaK COGCTBCHHbIe HCPBHBIC BOJIOKHA, TaK U COCIMHUTCIIbHOTKAHHBIC
3JIEMEHTHI SH0- U niepuHeBpust. [Ipu neHTpambHOM HelpohudpomMaro3e HepeaKo B Kope
0O0JIBIIIOrO MO3ra, a TAK)Ke B OSJIOM BEIIECTBE HAXOASAT CKOIUICHHUS Y3€JIKOB TUCIIIACTHYECKIX
TMTAHTCKHUX TIMO3HBIX KJIeTOK. Hanmuyue atux atunuii conmxaeT 6os1e3Hb PekinHrayseHa ¢
TyOepOo3HBIM CKJIepo30M bypHeBuiuis. Jleuenue OOMbHBIX XUPYPIUYSCKOE TPU HEOOIIBIIIOM
KOJIMYECTBE Y3JI0B, & TAKXKE B CIIy4asiX CABIMBAHHUS OIMYXOJIbIO )KU3HEHHO BaXKHBIX
o0pa3oBaHMIA.

3ananue 14 JlnarnocTtuka, JiedeHHe, HACJIeICTBEHHBIX CHHIPOMOB C MPEUMYIIECTBEHHBIM
HapYIIEHUEM OpraHa 3peHUs

Omanon omeema:JInarHocTUKa HaCJIeCTBEHHOU aTpoduu 3puTensHOro Hepsa Jlebepa
¥ JIOMUHAHTHON aTpO(UU 3pUTEITHLHOTO HEPBA OCHOBBIBACTCS HA KIMHHUYCCKUX HAOTIOCHHUSIX.
MonekysipHbIi TeHETHUECKU aHAIN3 MOXKET BBISIBUTH MHOKECTBO MYTaIlUi, XapaKTePHBIX s
o0oux 3a0oneBanmii. OTHAKO BBICOK PHCK JIOKHOOTPHUIIATEIBHOTO Pe3yIbTaTa, IIOCKOIbKY Ha
CETOAHSIIIHUHN JI€Hb MOTYT CYIIECTBOBATh MYTalllH, 17151 KOTOPBIX MOJIEKYJISpHAsl TUArHOCTHKA
eme He pa3padborana.Eciu y 601bHOTO 10/103peBaeTCs HACIEACTBEHHAs aTPOUs 3pUTEILHOTO
HepBa Jlebepa, eMy pekoMeHyeTcsl Takxke nMpoBecTH ekTpokapauorpaduto (KT mis
BBISIBJICHUS COMTyTCTBYIOIIETO HAPYILIEHUS MPOBOJAUMOCTHU cepAla.y MaiueHToB C
HACJICJICTBEHHOM ONTHYECKON HelpomaTuent Jlebepa, KOpTUKOCTEPOU Ibl, BATAMUHBI U
AQHTHOKCHJIAHTHI He TIoKa3au 3 (HeKTHBHOCTH B 60pb0e ¢ Oosie3Hpio. Hekoropyto
3¢ (HeKTUBHOCTH TTOKa3aJ10 IpUMEHEHHE N1e0eHOHA Ha paHHEH cTaauu 3a00IeBaHusl.
[enecooOpa3HOCTh UCKITIOUEHUS (PAKTOPOB, KOTOPHIE MOTYT HETATUBHO CKa3bIBATHCS HA
OPOAYKIIMM MUTOXOHIPUSIMU SHEPTUU (Hampumep, Tabak, aaKkorojib, 0COOEHHO B OOJIBIINX
KOJIMYECTBaX ), HE JOKa3aHa, HO TEOPETUUECKU ONpaBaaHa. bojibHbIE C MATOJOTUSIMH CepICUHOM
U HEPBHOM CHCTEM JOJDKHBI ObITh HAIIPaBJICHbI K CHEIHATUCTaM

3amanue 15 Jluarnocruka, jiedeHue, mpo(uiiakTHKa HACIECICTBEHHBIX CHHIPOMOB C
IIPEUMYIIICCTBCHHBIM HAPYIIEHUEM KOXKH, BOJIOC, ITOJKOKHOM KIIETYATKH, HOTTEH

Omanon omeema:K TaHHOU rpymnie MOXHO OTHECTU MPOTE€POUTHBIE CHHAPOMBI:
[Iporepust BbI3bIBaeTCS criopagnueckoi myramuein LMNA-rena, KOTOpbIH KOJUpyeT OeI0K
(mamuH A), 0O6ecTieunBarOIUi MOJICKYJIIPHYIO MOAICPKKY KIETOUHBIX siiep. Jledekt Oenka
MIPUBOJIUT K HECTAOMIIBHOCTH si/Ipa MPH JACICHUH KICTOK U paHHEH rh0enn BceX KIETOK Tela.

Cpennuii BO3pacT HACTYIUICHUS CMepTH — 14,6 JeT; IpuYnHa, KaK MPaBUio, — 3a00JIeBaHMS

KOPOHApPHBIX apTepuil U COCYJIOB TOJIOBHOTO MO3ra. MOTyT pa3BUTHCS pE3UCTEHTHOCTD
K MHCYJIMHY U aTepockiepo3. CiaenyeT OTMETHTb, YTO APYTUe MpoOIeMbl, CBA3aHHbIE C



HOPMAaJIbHBIM CTapeHUEM (HaIpuMep, YBEIMUCHUE PUCKA PA3BUTHUS paKa, IereHEePaTUBHBIN
apTpUT), OTCYTCTBYIOT.

3ananue 16 Artakcus @puapeiixa

Omanon omeema:BO3HUKAET B pe3ysIbTaTe MyTallU T'€Ha, BbI3bIBAIOIIEH aHOMAIILHOE
noBTopenue B JJHK nocnenoBarensHoct GAA B rerne FXN Ha AMHHOM 1uiede 9-it
XpoMocoMbl; reH F XN KoaupyeT MUTOXOHApUabHbIN O0enok gparakcud. KonnyectBo ['AA-
NOBTOPOB B reHe F XN y nun, He cTpajarommx atakcuenn @puapeiixa, HAXOJUTCS B TMaNa30HE OT
5 1o 38 pa3; TeM He MEHee Yy JUI] C ATHM 3a00JIeBaHHEM TOCIe0BaTeIbHOCTE ['AA MOXeT
noBTOpATHCS OT 70 10 > 1000 pa3. Tun Hacaen0BaHUSA — ayTOCOMHO-PELIECCUBHBIM.
[TonmxeHHbIN ypoBeHb (hpaTakcHHa MPUBOJUT K YPE3MEPHOMY HAKOIUICHHUIO XKeJle3a B
MHUTOXOH/JIPUSIX M HAapyIIEeHUI0 UX QpyHKunoHupoBanus. [Ipu atakcun @puapeiixa
HEYCTOMYMBOCTh IIPU X0J1b0€ HAUMHAET MPOSBIATHCSA B Bo3pacte 5—15 jer, Kk KOTopoii 3aTeM
NPUCOETUHSIOTCS aTaKCHs B BEPXHUX KOHEYHOCTSIX, TU3apTPHs U Mape3bl (MPEUMYIIeCTBEHHO B
Horax). YacTto cTpaaeT UHTEJUIEKT. TpeMop, eCiii U UMEETCS, TO BbIPa’K€H HE3HAUUTEIIBHO.
OTMmeyaroTcs Takke yrHeTeHUe IITyOOKUX pedIieKCoB U BhINaZieHne BUOPALIMOHHON U
IPONPUOLENTUBHON YyBCTBUTEIHHOCTU. HacTO BBISABIISIIOTCS 3KBUHOBapyCHast 1edopManus
CTOIBI (KOCOJIANIOCTh), CKOJIMO3 U Mporpeccupyromas kapauomuonatus. K 30 rogam nauueHTs!
MOTYT OKa3aTbCs MPUKOBaHbI K MHBAJIUAHOM KoJsicke. [IpuunHoii cMepTH, 0OBIYHO B CpeHEM
BO3pacTe, 4aCTO OKA3bIBAIOTCS ApUTMHU U CEPIIEYHAsI HEJOCTaTOUYHOCTbD.

3aganue 17 CnimHOLIEPEOCIUIIPHBIC aTAKCUT

Omanon omeema: (CLIA) cocTaBistoT OOJIBIIYIO YACTh JOMHUHAHTHBIX aTaKCHM.
Knaccudukanus 3Tux aTakcuii HEOJHOKPATHO IepecMaTprUBaIach MO Mepe MOITYYESHUsT HOBBIX
3HAHUN OTHOCUTENIbHO X T€HETHYECKUX XapakTepucTuk. K HacTosemMy BpeMeHH
UICHTU(QHUIMPOBAHO KaK MUHUMYM 44 pa3nuvHbIX JIOKyca, koo 10 u3 HUX coaepxar
MoBTOpsFOIIHECs TocnenoBatenbHocT pactmuperron [IHK. I[Tpu nekoropsix ¢popmax CIIA
HaOronaetcs yBennuenue uyncia CAG-noBTopoB (Kak u mpu 60s1e3H1 [ eHTHHITOHA),
KOJUPYIOIINX aMUHOKHUCIIOTY TiryTaMuH. Kimmandeckue nposisiiennst CL{A paznoo6pasnsl. [1pu
HEKOTOPBIX popmax Haubosee pacrpoctpaHeHHbIX CLIA Habm0aeTCs MHOKECTBEHHOE
MOPAKEHUE PA3INYHBIX OT/IECTIOB IIEHTPAIBHON U TIepUPEPUIECKON HEPBHOM CUCTEMBI C
pa3BUTHEM MOJMHEHPONATHH, TUPAMUIHON CUMIITOMAaTHKH CUHAPOMAa OECITOKOWHBIX HOT U,
6e3ycnoBHO, atakcud. [Ipu HekoTopbix CLIA nMeeT MecTo ToJIbKO Mo3keukoBas atakcus. CLIA
3 Tuna, u3BECTHas TaKke Kak 0ose3Hp Mauano—/[xo3ed, BO3MOXKHO, SABISETCS CaMbIM
pacrpocTpaHeHHBIM BapuaHTOM ayTocoMHO-momMuHanTHOM CIIA B MmupoBoM Macmtade. Ee
CHUMIITOMBI BKJIIOUAIOT B c€0s1 aTaKCHUIO, MAPKUHCOHU3M, TUCTOHMIO (MHOTa), IOJIeprUBaHUs
MBILII] JIULA, 0)TaTIbMOIIJIETHIO, XapaKTePHbIE «BBITYUYEHHBIE) TJ1a3a.

3ananue 18 HacnenctBennslie cnactndyeckue naparuiernu. OOmias xapakrepuctuka. Jledenue.
Omanon omeema:HacneacTBeHHas criacTUUECKasl Maparuiers BKIYaeT B ce0st
TPYIITy PEIKUX HACIEICTBEHHBIX 3a00JIeBaHU, KOTOPBIE XapaKTEPU3YIOTCS MPOTPECCHPYIOIIUM
CIUHAJIBHBIM HECETMEHTAPHBIM CIIACTUYECKUM Mape30M HOT, HHOTJa COYETAIOIINUMCS C
YMCTBEHHON OTCTAJIOCTBIO, CYI0POKHBIM CHHIPOMOM U IPYTMMHU CUMIITOMaMu. /lnarHos
YCTaHABIIMBAIOT HA OCHOBAHUU KIMHUYECKUX MPOSIBICHUNA U MHOT/IA C TIOMOIIbIO T€HETHYECKOTO
uccnenoBanus JleueHrne CUMITOMATHYECKOE, B TOM YHCJIE MTPENapaThl il yMEHBIICHUS
cnactTuyHocTH. JleueHue Bcex (hopM HACIIEICTBEHHOM CIIACTUUECKON Maparjieruu
cumnroMatudeckoe. C 1eNbl0 YMEHBIICHHSI CIIACTUYHOCTH MPUMEHSIOT OakiodeH B go3e 10 mr
NEepOPaTBLHO 2 pa3a B CyTKU C BO3MOXHBIM MOBBILICHUEM JO03UPOBKH 10 40 MI nepopaibHO 2
pasa B CyTKH 1pu HeoOxoauMocTu. K aapTepHaTHBHBIM IpenapaTaM OTHOCST JHa3eram,
KJIOHA3€eTaM, JTJAHTPOJIEH, OOTYJIOTOKCHH (OOTYJIOTOKCHH TUTa A Wiu TUNa B) u TU3aHUIUH.
Ousnorepanust U GU3NIECKUE YIIPAKHEHNUS MOTYT TIOMOYb MOAJEPKHUBATH MOIBHKHOCTD U



MBIMICYHYIO CUJTY, YIIYUIOWUTDh AUAIla30H ABUKCHUS U BBIHOCIMBOCTD, YMCHBIIUTL YTOMJIICMOCTDb
1 OpCaOTBPATUTH CIIa3MBlI. HeKOTOpBIM NManueHTaM NpUroXxXJaar0TCa NIMHBI, TPOCTU UIIN
KOCTBILIN.

3ananue 19 JluarnocTuka, jedeHue, HacAeACTBEHHBIX CUHIPOMOB C IPEUMYIIIECTBEHHBIM
HapyIIeHHEM KOCTHO-CYCTaBHON CHUCTEMBI

Omanon omeema:OCTEOXOHIPOIUCIIIIA3HS BKIFOUAET aHOMAJIbHBIM POCT KOCTEH WK
XpsIIIIa, 9TO MPUBOIUT K HEJOPA3BUTHIO CKEJIETA, YACTO KOPOTKUM KOHEUHOCTSIM U
KapJIUKOBOCTH. J[MarHo3 CTaBsT HA OCHOBAHWU JJAHHBIX MEJIULIMHCKOTO OCMOTPA,
peHTreHorpaduu 1, B HEKOTOPHIX CIIydasiX, TEHETUIECKOTO TeCTUpOoBaHus. JleueHne
xupyprudeckoe. OCHOBHBIE TreHeTHYeCKHe Ne(eKThI ObLTN BBISIBICHBI IIPU OOIBIIUHCTBE
OCTEOXOHIPOANCIUIa3Hi. MyTanuu 0OBIYHO BBI3BIBAIOT U3MEHEHUE (YHKIIMA OCITKOB,
YY4aCTBYIOIIUX B POCTE M Pa3BUTUN COCTUHUTEIILHON TKaHHU, KOCTEH WA XPSIIEBOU TKAHHU.
KapnukoBoctbs — 3ameTHO HU3KUI pocT (y B3pocioro < 4 ¢ytoB 10 aroiimos [1,2 M 25 cm]),
4acTO CBSI3aHHBIM C HEMPOMOPLMOHAIBHOM JJIMHOU TYJIOBUILA U KOHEYHOCTEH.
AXOHApOTUTa3Us ABJISETCS HAaOOJIee pacpOCTPAHCHHBIM U U3BECTHBIM THIIOM KapJIMKOBOCTHU C
KOPOTKUMHU KOHEYHOCTSIMH, HO CYIIECTBYET M MHOTO APYTUX TUIIOB, 00YCIOBIEHHBIX HHBIMU
T€HETUYCCKUMHU NMMPUINHAMH, C IPYTUM T€UEHUEM U MTPOTHO30M. JleTanbHas KapJIuKOBOCTD C
YKOpOYE€HHUEM KOHEUYHOCTeH (TaHaTo(OpHAs TUCILIA3HsI, BRI3BAHHAS MyTAIIUSIMH TOTO K€ TeHa,
YTO U MPHU aXOHIPOILIA3HMH ) BBI3BIBACT TSHKEIbIE 1e(OpMaluy TPYIHON CTCHKU U ABIXATEIBHYIO
HEJ0OCTATOYHOCTh Y HOBOPOXKJACHHBIX, UTO IPUBOJUT K cMepTH. JIeueHne: B HEKOTOPBIX Cydasx
PEKOMEHIOBAaHO XHPYPTrUYECKOe yIITMHEHNE KOHEUHOCTH, XUPYPruIecKasi KOPPEKIUS
nedopMaIuu UM IpoTe3upPOBaHUE CYCTaBa.

3amanne 20 Knunuka. JluarHoctuka, 1edeHue, npouiIakTHKa HACIEACTBEHHBIX CHHIPOMOB C
IIPEUMYIIECTBEHHBIM HAPYILIEHUEM MOYEOJI0BON CUCTEMBI

Omanon omeema:BpoxaeHHas auchyHkuus kopbl Haamodewnnkos (BIKH) — ato
IpyIIa ayTOCOMHO-PEIIECCUBHBIX 3a00JIeBaHUM, XapaKTepU3yIOMUXCs Ae(PEeKTOM OJHOTO U3
(hepMEeHTOB WJIM TPAHCTIOPTHBIX OENIKOB, IPUHUMAIOIIUX YUaCcTHE B CHHTE3€ KOPTU30JIa B KOpE
HagnoueyHukoB.Yactora BJIKH B P® cocrasnsier, o pa3usiM JaHHbIM, oT 1:5000 1o 1:12000
HOBOPOXKAEHHBIX. [TonoxurensHbiM pesynasraTom HC Ha B/IKH siBnsiercs npesbimenue
IOPOTOBBIX 3HAYEHUN 1 7-THIPOKCUIIPOrecTEPOHA, KOTOPBIE ONIPEAEIIEHBI IS KaX101
naboparopuu. HC na BJIKH no3Bosisier AnarHoctupoBath kiaccuueckue Gpopmsl geduumra 21-
THJIPOKCHUIIA3bl, KOTOpBIE BcTpeuatoTcs Oonee yeM B 90% ciryuaeB. OCHOBHOE JieueHHUE
nanueHToB ¢ kinaccuueckoi popmoit BJIKH, BeisiBnsiembix npu nposenenun HC, 3akmtoyaercs B
MOXXU3HEHHOM ITPUMEHEHHUH TTIOKOKOPTUKOCTEPOU/IOB C LIENbIO 3aMeIIeHuUs Ae(huIuTa
SHJOT€HHOT'0 KOPTH30Ja U MOIaBIeHUSI U30BITOUHOTO CUHTE3a aHPOI€HOB B HAANOYEUYHUKAX.

3ananue 21 Hacneacrsennas MaiababcopOuus ¢onueBoil kuciotsl (HMOK).

Omanon omeema:3aboneBaHNe XapakTepu3yercs 1epuuToM (GponneBoil KUCIOThI U3-
3a HapyIIECHHs BCAChIBaHUS (OJATOB B KUIIEYHUKE U HAPYIICHUS TPAHCTIOpTa (OTHEBOI
KHCJIOTHI B LIEHTPAJIbHYIO HEPBHYIO cucTeMy. CUMITOMBI BKIIIOYAIOT 33JICPAKKY Pa3BUTHSA,
AQHEMHIO; BO3MOYKHBI JIEHKOTICHUST 1 TPOMOOIUTOTICHHUS, THapesi, THIONMMYHOTIIOOYIMHEMHUS 1
Jpyrue UMMYHOJIOTHYECKHE AUCHYHKIMH, TPUBOIAIINE K MHPEKIHUIM, Yallle BCero
THEBMOIMCTHOM MTHEBMOHUH. HeBpostornueckne nposiBIeHUS BKIIIOYAIOT 3a/I€P’KKY pPa3BUTHS,
KOTHUTHBHBIE U JABUraTeJIbHbIC pACCTPOUCTBA, PACCTPOIICTBA MOBEACHUS U CYAOPOTHU. Jluarnos
HM®K nono3peBaercst y mpoOaHa ¢ MEraso0J1acTHON aHEMUEH, HU3KOW KOHIICHTPAIHEH
(onueBoit KUCIIOTHI B CTIMHHOMO3TOBOM JKUKOCTH (JJa’ke MOCiIe KOPPEKIIMU KOHLIEHTPALIIH
(hoMeBOl KUCIIOTHI B CBIBOPOTKE); MOITBEPIKAAIONIIM METOJIOM JIUATHOCTUKH SIBIISICTCS
MOJIEKYJISIPHO-T€HETUYECKOE UCCIIEZIOBAaHUE, BBISBIISAIOLIEE IATOICHHBIE BApUAHTHI B
rene SLC46A 1, npoayKT KOTOPOro OTBEYAET 3a BCAChIBAHME (POJTMEBON KHCIIOTHI.



3ananue 22 Cunapom ['pucbeka-Mmepcnynna.

Omanon omeema:ITO peIKOe HACIEICTBEHHOE ayTOCOMHO-PELIECCUBHOE 3a00JIeBaHUE,
xapakrepusytorieecs n1eduuToM ButaMuHa B12, 00ycrnoBieHHOE CeeKTUBHBIM HAPYIIICHUEM €
ro BcachlBaHUs B KullleuHnke. Hapymenne BcacbiBanusi BUTaMuHa B12 B OAB3A0MIHOM KUIITKE
00yCIIOBJIEHO MyTallMeil B OJJHOM U3 IBYX TeHOoB — KyOunune (cubilin — CUBN) Ha 10 xpomMocom
e wiu amMmHuoHnsecce (amnionless - AMN). benku, 3akonupoannsie CUBN u AMN ¢opmupytot
KJIETOYHBIN penenTtop cubam, KOTOPBI 0OHAPYKUBAETCS HA SHTEPOIUTAX B MOAB3AOITHON KHUII
K€, SIUTEITNY TPOKCUMAJTBHBIX MTOYEUHBIX KaHAIBIEB U Ha KIIETKAX XKeNTogHOro memka. Cubam
y4acTBYET B CBsI3bIBaHUH BUTaMuHa B12kumeunuke.3a0oneBanne 0ObIYHO TUATHOCTHPYETCS B B
03pacTe OT HECKOJIbKUX MECSIIEB 0 YETHIPHAIIATH JIET.

Knunndeckue nposiBieHNss MOTYT ObITh HeCTIEIIU(UISCKUMU B BUIE€ OJIGTHOCTH, YCTAIOCTH, ned
WIIATA MACCHI TEJa, YaCThIX PECTTUPATOPHBIX U JKEIyA0UHO-KUIIIeUHbIX HHpeknuii. [Ipu obcmeno
BAaHUHU BBISABIISIETCS MAKpOIIUTapHAsi aHEMUS U IpoTenHypusi. HeBponmoruueckas cumnTomaTika
BCcTpedaeTcs penko./luaraos 6a3upyercs Ha BBIABICHUH Y peOCHKA MaKPOIIUTAPHOU, THIIEPXPOM
HOI, Merano0iacTHOl anemuu, Aeduinta ButamuHa B12 u uckmrodenus aedummra GonreBou K
MCJIOTHI JTJA0OPATOPHBIM MeTO10M.J{0 HacTosiero BpemeHu auaruos IGS ycranaBnuBaerTcs myTe
M UCKJIIOUEHUS JPYTUX MPUYUH IeduiinTa Muanko0anaMuna. J[uario3 MoxHO BepUPHUIIIPOBATH
Ha OCHOBAHHWH JIAHHBIX MOJIEKYJISIPHO-TEHETUYECKOTO UCCIICTOBAHMS.

3ananue 23 Burtamun D-3aBucumsblil paxut. 1-i Tun

Omanon omeema:BuTaMUH D-3aBHCUMOro paxuTa 00yCIOBIEH UMEIOIIUMCS
MOYEYHBIM AepUuuTOM 25-0Kcuxonekaibundepona- 1 -ruipoKcuiia3bl ¢ HeI0CTaTOYHBIM
obpazoBanuem 1,25-nmuokcuxonekanpidepona. Jepunut 1-anpda-ruapokcuiassbl MOYEK
3aKOHOMEPHO IPUBOAMT K HeoctaTouHoMy cuHTe3y 1,25(OH)-Ds, conpoBoxaatoniemycs
HapyLICHUSMH BCAChIBAaHUS KaJbLMsI B KUIIEYHUKE (TUIIOKAIBLIMEMHUS ), UTO SBJIAETCS IPUUUHON
BTOPUYHOTO THIIEpIapaTupeo3a 1 HapylleHuil GpochopHo-KkanpLueBoro oomeHa. Pezynprarom
NEPEYUCIICHHBIX U3MEHEHUH SBJISIOTCS paxUTONo100HbIe nedopmannu ckeneta. Pa3sutue 2-ro
TUIIA BUTAMUH D-3aBHCHMOTro paxuTa sBJISETCS CIEICTBUEM UMEIOIIENCS HEUYyBCTBUTEIbHOCTH
opraHoB-muteHen (koxw, nmovek, XXKT, ckenernoit cucremsr) k 1,25-
JMOKCUXOJIEKaIbI(epoy (IpH OTCYTCTBUN HAPYIICHUN CHHTE3a 3TOTO BayKHEHIIIETo
MeTtabonuta). [lockoiabKy oOpa3oBanue MmeTabonuToB BuTaMuHa D He HapyIIeHo, cofepKaHKe
1,25-purnapoxcuBuraMuHa D3 oka3bIBaeTCs B IPEENax BO3PACTHON HOPMBI.
Juarnoctuka: 1) OnoXxuMmudecKkoe onpeaesieHne ypOoBHs CoJiep KaHus B KpoBH (0011ero u
noHuznpoBanHoro) Ca (oTmeydaercst cHuxeHue ypoBHs obmero Ca o 1,7-2,0 mmouns/m,
Heoprannueckux pocharoB — ymepennoe cHmkerue 10 0,8—0,9 MMoIIb/11 B CBIBOPOTKE KPOBH);
2) omnpeneneHue ypoBHS aKTUBHOCTH I1ea049HOH (ocdartassl (LL[P) kpoBH (He MOBBIIIAETCS UITH
OTMEYAETCsI IUIIb HE3HAUYNTEIBHOE MOBBIIICHUE);
3) ompeneneHue YpoBHsI SKCKPELUU KaubIus ¢ MO4OH (cHIKeHue Boiaenenus Ca no 0,3
MMOJIb/24 4yaca);
4) uccnenoBaHue ypoBHs (CyTOYHOMN) S9KCKPEIIMU aMHUHOKHUCIIOT ¢ MOYOH (THUIIepaMUHOALUITY PHS,
nocturarotias 1,0-1,5 r 3a 24 yaca);
5) conepkanue 25-ruapokcuButamuna D3 B kpoBu (N = 12-56 Hr/mn);
6) onpenenenue ypoBHs 1,25-muruapokcuButamuna D; B kpoBu
7) pentreHorpagus

3ananue 24 Jlucnunuaemuu. [narnoctuka. Jleuenue.

Omanon omeema:Kiinnuueckas KapTUHA 4aCcTO BKIIIOYACT:
PanHIO0 runepxonecTepuHeMHI0, KOTOpast IIPY 3TOM HE MOAAAETCS TEPAIIUK CTaTUHAMHU
KcaHTombl 1 KcaHTea3Mbl, BOHUKAIOIIUE YKE B IETCTBE W/MIIM HEOOBIYHBIX MECTaX (TSTKH,
KOJICHH, JIOKTH, SITOAMIIBI)
Pannee nauano arepockiueposa u MbC
[TonTBepkaaronielt JUarHOCTUKOM SIBJISIETCS MOJIEKYJISIPHO-TEHETUYECKUI aHaJn3.



Jleuenwne: coriacHo PCKOMCHAAIWAM 110 BSICHUTO I[I/ICJII/IHI/I,Z[GMI/Iﬁ (FI/IHOJII/IHI/I,Z[GMI/ILICCKI/IG
Cpe/cTBa, IMeTa)

3ananue 25 bonesnp Bunbcona-Konosanosa

Omanon omeema: Bpox€HHOE HapylIeHHEe MeTaboIM3Ma MeIM, IPUBOJIAIIEE K
TSKEJIBIM HACJIEJACTBEHHBIM OO0JIE3HSIM LIEHTPAJIbHON HEPBHOM CUCTEMBI U BHYTPEHHUX OPraHOB.
3aboseBaHue MepeIaeTcs o ayTOCOMHO-pELeCCUBHOMY THITy. bose3ns o0ycnoBieHa
HaCJIEICTBEHHBIM Je(PEKTOM OAHOM U3 Meab-TpaHcnopTupyomux ATda3 P-tuna.
CrencTBreM reHeTHUECKOro JedeKTa ABIsSeTcs HapyleHHe (QyHKIIMY BHY TPUKJIETOYHOTO
TpaHCIIOPTa MEAU. DTO BEAET K CHUKEHHIO SKCKPELIMU MEIH C KEJITYbI0 U HAKOIIEHUIO €€ B
renarouuTax. C nuiel B CyTKH MOCTYyNaeT 2-5 MI' MEIA, KOTOpasi BCACbIBAETCS B KUIICYHUKE U
IOCTYIAET B [1€YEHb, I7I€ CBA3BIBAECTCS C CUHTE3UPYEMBIM NIEUEHBIO LIEPYJIOMIIA3MUHOM U
9KCKPETUPYETCsI € )KeTUblo. B HOpMe SKCKpeLust Melu C Kelldbio 2 MI' B CYTKH, TP 00JI€3HU
Bunbcona-Konosanosa — tonbpko 0,2-0,4 Mr, 4TO MPUBOIUT K MOBLIIIICHHOMY HAKOIIJICHUIO MEIN
B opranusme. [Ipu 6one3nn Bunscona-KoHoBasoBa cTpaiaroT Bce 3Tanbl 0OMeHa MeIu.
VYBenuueHna abcopOLus MeAU B KUILIEYHUKE, HAPYIIAETCS Mpoliecc €€ BKIIOUYEHUS B
LEPYJIOIUIA3MUH CHUYKEHA SKCKPELMsI € KeIublo. 3-3a He1ocTaTOYHOr0 NCIIOJIb30BaHUs MEAU
IPOUCXOIUT €€ ACTIOHUPOBAaHUE B TIEUEHHU, MO3Tre, IOYKaxX, porosuiie. JlenoHupoBaHHas B
IIeYeHHU MeJlb BTOPUYHO UHIMOUPYET CUHTE3 LiepyJiomia3MuHa. MeJlb OKa3bIBaeT TOKCHUECKOE
neiicTBue Ha opranu3M. E€ HakoruieHne BeJeT K MOBBIILIEHHON MTPOYKIIUH CBOOOIHBIX
TUIPOKCWIBHBIX PaJNKaI0OB. MULIEHIMU JEHCTBUSA OKCUIAHTOB SIBJISIFOTCSI MUTOXOHAPUU
nedyeHu. CBoboHas Menpb Ostokupyer SH-rpynmbl pepMeHTOB, y4acTBYIOLIUX B OKUCIUTEIbHO-
BOCCTAHOBUTEJIBHBIX PEAKLUAX. DTO MPUBOAUT K SHEPTETUUYECKOMY I'0JIONIAHUIO, K KOTOPOMY
Haubonee yysctBurenbHa [THC.

3ananue 27 [lanuent-geBouka 2,5 set. C 3 qHS )KU3HU PELUAUBUPYIOIINE STIU30/1bI PBOTHI,
CIYyTaHHOCTH co3HaHus. HabtoaeTcst HeBpoJIOroM B CBSI3U C 3a/IepKKOi pa3BuTHs. B kpoBu
orMeyvaercst Metabonmueckuit aru03. TMC kpoBu: C3 NoOBbIIIEH, aMUHOKHUCIIOTH B MOYE —
HOBBIIIEHHE METUIMAJIOHOBOI KUCIIOTBI

) IpennonoxuTenbHbIN 1UAarHO3.

2) Metobl nedeHus

3) Mertoap! peabunuTanuu

Omanon omeema

1)MetunmanoHoBasi auuaypus

2) Ha3HAuUEHHE HU3KOOEIKOBOM TUETHI

3) C uenbio KoMrieHcanuu aeduuTa 6enka, MoKa3aHo Ha3HaueHUe CIECIHATIN3UPOBAHHbIX
IPOIYKTOB JIEYEOHOTO MUTAHUS HE COEPIKAIINX METHOHUH, BAJIMH, H30JICHIINH

3ananune 28 [TammmenT — nesouka 20 guel xn3an. Haxomuresa B APO ¢ KIMHUKOH
MOJTMOPTaHHOM HEJIOCTAaTOYHOCTH. B Bo3pacTe 5 CyTOK KHU3HH COCTOSTHUE PeOCHKA Pe3KO
YXYIIWIOCH 3a CYET HApaCTaHUs HEBPOJIOTHMUYECKON CUMITOMATUKHU B BUAE CUHIpOMA
yraerenus LIHC, renepanuzoBaHHbIX Cy10por B kpoBu oTMedaeTcs MeTaboIMuecKuii JaKTaT-
anua03. B Moue nanyeHTa noBblieHa KOHUEHTpaus 3-ruJpOKCUIIPOIIMOHOBAsE KUCIIOTa

)IIpeAmnonoxuTenbHbIi TUarHos.

2) Metoasl neyeHust

3) Metoasl peabunuranuu

Omanon omeema

1)MeTunmManoHoBasi aluaypust



2) Ha3HAYCHUE HU3KOOCIKOBOM JAUCTHI
3) C uenbio KoMrieHcanuu aeduuTa 6enka, MoKa3aHo Ha3HauYeHHUE CICIMATH3UPOBAHHBIX
IPOIYKTOB JIEYEOHOTO MUTAHUS HE COJEPKAIINX METHOHUH, BAJIMH, H30JICHIINH

3amanue 29 Ilamuent - my>kuuna 30 net. XKamoos! Ha 6ecruioaue. B geTcTBe yacTeie
pecrnupaTopHbIie 3a00JIeBaHus, CHHYCHTHI. [[pOBOIMINCH MyHKIIMYA BEPXHEYEIIOCTHBIX Tazyx. [1o
JAHHBIM CTIEPMOTPAMMBI — a300CTICPMHSI

1)I[IpenmnonoxuteabHblid JHATHO3.

2) MeTobl peabunuTanuu

Omanon omeema
1)MyxkoBuCI1103
2) [Ipeononenust mpodIeMbl OECIUIOANS Y JTAHHOTOIIAMEHTA BO3MOXHO C IIOMOIIBIO OMOTICHH
TECTUTYJ U MOCIEAYITNUM IPOBEJICHUEM UCKYCCTBEHHOTO OILIOIOTBOPEHUS

3amanne 30 C pe3ynpraTaMy HEOHATAJILHOTO CKpUHHUHTA. Manbuuk 8 mHel xu3Hu. XKamoObl Ha
KENTYIIHOCTh KOKHBIX TIOKPOBOB, CPBITUBAHUE, KUAKUH cTyI. [1o pe3ynbrataM HEOHATaIbHOTO
CKpHHHTa: o011as rajakto3a KpoBu 27 Mr/an

DIlpennonoxuTenbHbId JUarHo3.

2)MeTobl JIeueHHS

Omanon omeema

I)l"anakro3zemust

2) s nedenus: 60JIbHBIX MCIIONB3YIOTCS CIIELUATIU3UPOBAHHBIE CMECH Ha OCHOBE U30JI5Ta
coeBOro Oelka, THIPOIN3aTOB Ka3enHa, 0e3/1aKTO3HbIE MOJIOYHBIE CMECH

3ananue 31 [TanueHt - neBouka 9 net. XKanoObl: Ha HU3KHUI pocT. OOBEKTHBHO:
104cm/18kr, TO3 IBYCTOPOHHMIA, aHTUMOHTOJIOUTHBIN pa3pe3 ria3, KppUIOBUIHBIC CKIAJAKU HA
niee, BajabrycHas neopMaiivs JOKTEBBIX CYCTaBOB.

D)IIpeanonoxuTenbHblii TUartos.

2)MeTo/bl peabunuTaum

Omanon omeema

3) Cunnpowm llepemeBckoro -TepHepa

4) KoHcynbTanus HI0KPUHOJIOTa, HEBPOJIOTa; Ha3HAYCHHE CHMTOMATHYECKOW Tepanuu

3ananue 32 Ilamment- 1,5m mec. XKanoOsl: 1uioxast mpudaBka B BECe, CHUKEHHBIN alleTHT,
cpbiruBanue. Poguiics ¢ KIIMHUYECKOM BPOXKICHHOW KUIIIEYHON HEITPOXOAUMOCTHIO . Hantoxena
uineoctoMa. Ilo crome onpenensercs BOASIHUCTOE KUIIEUHOE COAEPKUMOE C JKUPHBIM OJIECKOM.
B teuenue nocnenHeil Heaenu oTMeyaeTcs Kallelb, TeMrneparypa HopMmaibHas. Co cJ10B MaMbl
KO’Ka peOeHKa UMEET BbIpaKEHHbBIN COJICHBIN BKYC

)IIpenmnonoxuTenbHbIA TUarHo3.

2)MeTtobl TedeHus

Omanon omeema
1)MyxoBucuu103
2) 3amecTuTenbHas (PepMEHTHAS TEPaNUs MMAUeTy Ha3HAYaeTCsl OKU3HEHHO;
aHTHOaKTepualibHas Tepanus npuMensercs npu kaxaomM OPBU u nmpu oboctpenun
OpOHX0JIETOYHOTO Ipoliecca



3ananue 33 Ha npueme peOeHOK 5 NeT - TeeKaHT, TeTepOXPOMUS pay>KKH U BOJIOC Ha T'OJIOBE,
HelpoceHcopHas Tyroyxocts -1V crenenu. B pogociioBHol - y Matepu cenast npsjib, y OpaTta
TYTOYXOCTb.

1)IIpeanonoxuTenbHblii TUarHos.

2)Merto/ibl IeYEHHUS.

3) Mertoap! mpoPHITaKTUKH

Omanon omeema

1)Cunnpom BaapnenOypra

2) CumnTomaTuyeckas Tepamnus

3) IlpodunakTika TOIBKO B paMKaX MEIUKO-TEHETUYECKOTO KOHCYJIbTHPOBAHUS POAUTENCH

nepes 3ayaTueM pedeHKa

3amanne 34 [lamuent — Manpuuk 4 roaa. JKamoObl Ha CyXOCTh U HISTYIICHUE KOXKH.
OOBEKTUBHO: KOKa CyXasi ¢ OOJIBIIMMH TEMHBIMH YEIITYHKAMHU U BBIPAKCHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3ruOaTeNIbHBIX TOBEPXHOCTEH JIOKTEBBIX U KOJICHHBIX CYyCTABOB.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/ib1 IeUeHUsI.

3) Merobl podMIIaKTUKA

Omanon omeema
1)BynbrapHblii HIXTHO3
2)Jlnarno3 cTaBUTCSI HA OCHOBAHUU KIIMHUKHU

3ananue 35 [laruenT - pedeHok 2 rojga. OOBEKTUBHO: BhIpAKEHHAS 3aICPIKKa
MICUXOMOTOPHOTO Pa3BUTHS, CYIOPOTH, MBIILIEYHBIM THIIEPTOHYC, CKPYUYECHHbBIE JIOMKHE BOJIOCHI.

DIlpennonoxuTenbHbId JUarHo3.

2)MeTob! IeueHUs

Omanon omeema

1)Cunnpom Menkeca

2)Hasnauenue ButamuHoB rpynnsl A,E,B,C u HukotuHoBas kuciora. [Ipenapatsl,

o0Jaaroniye JUMOTPOITHBIM JISHCTBHEM.

3ananue 35 [Tanuent 9 net. XKanoOsl Ha 3aA€pPKKY ICUXOPEUEBOTO PA3BUTHS, IPUCTYIIBI
HEMOTHBHPOBAHHOTO cMexa. OOBEKTUBHO: MUKpOOpaxuedaus, MaKpOCTOMUS, MbIIIICUHAs
TUIIOTOHMSL, TOXO/KA 110 TUILY «MEXaHUYECKON KYKJIIbD»

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTonpl JieueHus: ¥ MPOPUITaKTHKA.

Omanon omeema:

1)Cunapom AHreiabmaHa

2)CuMnroMaTuyecKasi Teparus

3) [IpodunakTuka TOIBLKO B paMKaX MEAUKO-T€HETUYECKOTO KOHCYIbTHPOBAHUS POAUTENCH

nepe] 3a4aTucm pe6eHKa

3ananue 36 [launeHT - HOBOpOXX1eHHBIN, HanpasieH B MI'K ig oOcnenoBanus B CBsA3U €
nosbimenneM ypoBast HeoMIPT-90 ur/mn, perectPT-50 Hr/mun, XI0puabl oTa-75 MMOJIB/T

1)IIpeanonoxuTenbHblil TUarHos.



2)MeTtoapl JIeueHusl.

Omanon omeema:

1)MyxkoBuCI1103

2) 3amectutenbHas pepMeHTHAs Tepanus NalueTy Ha3Ha4yaeTcsl NOKU3HEHHO;
aHTHOaKTepuanbHas Tepanus npumensiercs npu kaxaom OPBU u npu oboctpenun
OpPOHXO0JIErOYHOr 0 Mpolecca

3ananue 36 [lanneHTt — HoBopoxaAeHHBIH. OOBEeKTUBHO: Macca Tena 2400r, HU3KO MocaXKeHHbIE,
nedhOopMUPOBAHHBIE YITHBIE PAKOBUHBI, TOMUXOIEharsi, MUKPOT€HHUs, KOPOTKHE TTIa3HbIE MIENH,
MHUKPOCTOMHUSI, (DIICKCOPHOE MOJIOKEHHUE MaNbLEB PyK, maxosas rpeika, BIIC. 13 anamuesa —
OepeMEeHHOCTh IIPOTEKaja ¢ MHOTOBOJIMEM, OTMEYaIach ciaadasi akTHBHOCTH Tu1oa, Ha Y3U —
€IMHCTBEHHAsI apTepHs MyTNOBUHBI, MaJIEHbKAas TUIAIICHTA.

1)IIpeanonoxuTenbHblil TUartos.

2)MeTop! TeueHus U mporIakTuKa .

Omanon omeema:

1)Cunnpowm [laTay

2) CumnromaTuyeckas Tepamnus

3) [IpodunakTuka TOIBLKO B paMKaX MEAUKO-TEHETHYECKOTO KOHCYIbTHPOBAHUS POJAUTEICH

nepes 3ayaTueM pedeHKa

3amanwne 37 [lamuent - 6epemennas 40 net, cpok 6epemeHHocTH 18 Henenb, JaHHAs
o6epemeHHOCTh 3 (1 1 2 — MequKaMeHTO3HBIE a00pThl). KOHCYIBTHPYETCS 110 pe3ynbTaTam
MpeHaTabHOro CKpuHUHTa 1 TpumecTpa. BoiaBiensl Y3U mapkepsl: BoasiHka mioaa, TBIT-8mmM,
ypoBerb PAPP-A-0,49MoM, B-XT'Y-1,11MoM.

1)IIpeanonoxuTenbHbIi TUarHos.

2)MeTtoab! npoUIaKTHKH.

Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAJIUH Y TIJI0/1a (TIPEATIOIaraeMbie), TpeOyroIue

MIPEIOCTABIICHUS MEAUIIMHCKON TTOMOIIIH MaTEPH.

2) IIpodunmakTrka TOJIBKO B paMKaX MEIMKO-TCHETHUECKOTO KOHCYIbTHPOBAHUS POJTUTEIICH

nepes 3a4aTreM pedeHka

3ananue 38 [TanueHt - Manpuuk 12 net. XKanoOwl Ha 601H B HOTaX, MPUCTYIIBI cepALICOUEHUS.
OOBEKTHBHO: JOTUXOCTEHOMENHS, TPYAHON KU()OCKOINO03, TUIIEPITACTHIHOCTh KOXKH,
«TAMUPOCHBIE» PYOIIbI HA TOJICHSAX M B 00JIACTH KOJIEHHBIX CYCTaBOB, TUIIEPIIOABUKHOCTh
KPYIHBIX U MEJIKUX CYyCTaBOB, MPOAOJIBHOE TUIOCKOCTOIHE.

1)I[IpennonoXuTenbHblii JUarHos.

2)MeTto/1bl ICUEHNUS .

Omanon omeema.
1)Cunapom Dnepca-Jlanmoca
2) DOnwkap, Kynecan, Maccax, JIOK

3ananue 39 [lanuenr - neBouka 7 set. XKanoObl Ha KUMKW 3TIOBOHHBIN CTYII, B3yTHE )KUBOTA,
norepro Beca. M3 anamHesa: nepBble cUMOTOMBI ¢ 11 Mec. mocie paciupeHus NUTaHus, CO CJIOB



KHUJIKUN CTYJI BO3HUKAET Mocje ynoTpedineHus xyueda, neueHbs. OobexktuBHO: 100cM/12Kr, KoXKa
OyeHast, MBIIIICYHAS TUIIOTOHUS, OOJIBIION KUBOT
1)IIpennonoxuTenbHblii JUarHos.
2)MeToapl TMarHOCTHKH.
Omanon omeema:
1) Hunuakus
2)0e3rmoTeHOBas AHeTa

3ananue 40 [lanueHT - HOBOPOK/IEHHAs HAa 5€ CYTKHM OTKa3 OT €JIbl, pBOTa, Cy/1I0pOry, Ha 6¢
cyTku B APO MeTabonu4eckuii KeToaua03 U TUIOTIIMKEMHEs], Ha 7€ CyTKH — AeTUApATAIIH,
nporpeccupytomias jeraprus. O0bEKTUBHO: OT MAIUEHTA UCXOTUT crienupuaecKuit
CJIaJKOBATHIN 3armax.

D)IIpeanonoxuTenbHblil TUarHos.

2)MeTo/1bl TUAarHOCTUKU.

Omanon omeema

1)bonesns «knenoBoro cupornay (Jleimnnos)

2) CneunanbHas nuerta: OeIKoBas MUINA 3aMEHSETCsl OSTKOBBIMH THAPOJIN3aTaM, HE
CoJIeprKalIMK BallMHA, H30JeHIHa, Jeinnnaa; KodakTopHas Tepamnus; Tepanus

JIEBOKAPHUTHHOM

3amanwne 41 [lamuent - myxuuna 20 snet. becruiognsiii Opak - 5 get. O6bexkTuBHO: 186cM/108KT,
TEJIOCIIOKEHHE TI0 KEHCKOMY THUITy, THHEKOMACTHsI, KPAaCHBIC CTPUH Ha KMBOTE, THIIOTIA3HUS
SIMYEK.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTtoab! NpoPUIAKTHKH .

Omanon omeema:

3) Cunapom Knsadensrepa

4) TlpodunakThka TOJBKO B paMKaX MEJIUKO-TCHETUYECKOTO KOHCYIBTUPOBAHHUS

poIuTeNel Tiepe] 3a4aTiueM peOeHKa

3amanue 42 [larueHT — HOBOPOXKAEHHAs, CpoUHbIe poabl. O0bekTHBHO: 26001/48CM,
MUKpoOpaxuniedanus, cCHHOQPHU3, JUTHHHBIC 3aTHYThIC PECHUIIBI, 1e(OPMUPOBAHHBIC YIITHBIC
PaKOBUHBI;, MAJICHbKUI HOC, MUKPOTE€HHSI, TOHKAs! BEPXHSSA T'y0a, pOT B BUJE MOTyMeECsIIa,
MAaJICHbKHE KHCTU U CTOIBI, KIMHOAAKTUINS V MabIIeB KUCTCH.
D)IIpennonoxuTenbHbIA JUATHO3.
2)Mertosl neyeHue
3) Metozas! npoUIaKTHKH.
Omanon omeema:
4) Kopuemmms ne Jlanre
5) CumnroMaruyeckas Teparus
6) IIpodunakTuka TONBKO B paMKax MEIUKO-T€HETHIECKOT0 KOHCYIbTUPOBAHUS
poauTeneii mepe 3a4aTreM pebeHKa

3ananue 43 [TanueHT — HOBOPOXAeHHBIA. OOBEKTUBHO: MUKpoOLIedamus, CKOMIEHHBIH JI00,
TUTIOTEIOPU3M, MEKPO(TaIbMUS, pacie’nHa ry0bl 1 HeOa, HU3KO MOCAKEHHBIC U



ne(GOopMHUPOBaHHBIE YIITHbIE PAKOBHHBI, MOJUIAKTUIINS IOCTAKCHATIbHAS, «CTOTA-KAyaIKay,
BIIC, MmukponeHuc, KpulTopxu3M JABYCTOPOHHHM.

1)IIpennonoxuTenbHblil TUarHos.

2)Mero1bl TPOPUITAKTHKH.

Omanon omeema:

1) Cunapom DnBapca

2) IlpodunakTuka TOIBKO B paMKaX MEAMKO-T€HETUYECKOI0 KOHCYJIbTUPOBAHUS POAUTENEH
nepes 3ayaTueM pedeHka

3ananue 44 [lanueHT — HOBOPOXKAeHHBIH. OOBEKTUBHO: AOHOIIEHHBIH, 2800r/48cM,
MUKpoIie]anus, aHTUMOHT OJIOUIHBIN pa3pes IJ1a3, MIIIIeYHAasi THIIOTOHUS, TYHOOOpa3HOoe JUIIO,
TUTNIEPTEIIOPHU3M, TIad peOCHKA, HATTOMUHAIOIIUN KOIIaYhe MSyKaHbE.

1) [IpenmnonoxuTeabHbI JUArHO3.

2)MeTobl TpOoUITAKTHKH.

Omanon omeema:

1) Cungpom Jlexena (CHHIPOM «KOIIAYHETO KPUKAY)

2) I[IpodunakTrka TOIBKO B paMKaX MEIUKO-TEHETHUECKOTO KOHCYJIbTHPOBAHUS POAUTEICH
nepes 3auaTueM pedeHka

3ananue 45 [Tamment 9 ner. XKanoOb! Ha 3aAEpKKY IICUXOpedeBOro pa3BuTusi. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, FOJIyObI€ I71a3a, T0JMXOCTEHOMENHS, BODOHKOOOpa3Has IpyaHas KJIeTKa,
TUIEepMOOUIILHOCTD CyCTaBOB, apaxHOJAKTUIINS, CyOIIOKCALIUS XPYCTAIUKOB.
)IIpennonoxuTenbHbIA TUarHo3

2)MeTo/ibl IeUEHHUS.

Omanon omeema:

5) Cunapom Mapdana

6) CumnToMarndeckas Tepanus; XMpypruueckue BMEIaTeIbCTBa

3ananue 46 [lamuenT — peOeHOK 5 JIET, HAMPAaBJICH C LIETBI0 YTOUHEeHMsI TuarHo3a. M3 anamnesa:
HelpoceHcopHas Tyroyxocts III-1V, rematypus, nporennypus. O60beKTHUBHO: ICUXO(DU3HUECKOE
pa3BUTHE COOTBETCTBYET BO3pACTy, (EHOTHI 6€3 0COOEHHOCTE.

)IIpenmnonoXuTenbHbIA TUArHO3.

2) MeTosl nedeHus

3) Meto/ibl TPOUIAKTUKY.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbsnopra
2) CUMIITOMAaTHYECKOE, KOHCYJIBTAIUS M KOPPEKITHS COCTOSIHHS Bpa4aMH-CIICITUATACTAMHU
(aedpodor, cypronor, opTaabMOJIOT U T.]1T)
3) [IporHo3 MOTOMCTBA B JaHHOM CEMbE: KOHCYJIbTAIIMS Bpadya-reHETHKA C [EJbI0 pacyeTa
TeHEeTUYECKOTO PUCKA B CEMbE, aHaNIN3a POJOCIOBHON U 00CYX ACHUS BOZMOKHOCTEH
peHaTaIbHON AUATHOCTUKH

3ananue 47 [lanueHt - Manbunk 4x neT. XKanoOsl Ha c1a00CTh B HOTAX, HAPYIICHUE MTOXOIKH.
OOBEKTHBHO: MICEBAOTUNIEPTPO(PHSI UKPOHOKHBIX MBIIII], TUIIEPIOPA03 MOSICHUIHOTO OT/eIa
MO3BOHOYHHKA, 3aTPYAHEHO MOAHATHE pyK. [Ipu BcTaBaHUM MCTIOIB3YET BCIIOMOTATEIbHbBIE
MIPUEMBI.



D)IIpeanonoxuTensHbIi TUarHos.

2)Metoabl npohUITaAKTUKH

Omanon omeema:

1) G 71.0 Mblmeunas auctpodust

2) -CuMnToMaTHYecKOe, UCTIOIB3YIOTCS (PU3NOTEPATICBTUICCKIE METO/IBI, OPTOIEAMYSCKasT
Koppekius. L{ens - moaaepkanrue MBIIIIEYHON CHITBI, TPEAYIIPEKICHUE PA3BUTHUS
KOHTPaKTyp, Aehopmaluii CycTaBoB.
Habnronenue Bpauei - CrieuanicToB B COOTBETCTBUH € Kal0OAMH U BBISIBICHHBIMU

HapyLEeHUSAMU

3ananue 48 Ilamuent - neBouka 4x net. M3 anamuesa: 10 1,5 n1eT pa3BuTHE COOTBETCTBOBAIIO
BO3PACTYy, 3aTEM PETPECC ICUXUMOTOPHOTO pa3BUTHsA. OOBEKTUBHO: YMCTBEHHASI OTCTAJIOCTh,
CTCPCOTHITHBIC IBIDKCHUS B BUAC «CKHUMAHHUS U MBIThS PYK»

D)IIpennonoxuTenbHBIA TUArHO3.

2)MeTtob1 mpoUIaKTHKH

Omanon omeema:

1)MKB-10: F 84.2 Cunnpom Petta

2) DTo reHeTUyYeCcKoe 3a00IeBaHKE, COCTOSIIIEE U3 YETHIPEX ATAIMOB, TpeOyroIee
peadbuuTaIK U €KEeTHEBHON paOdOThI CO CIIEIUATMCTOM 10 COXPAHCHHIO U MTPHOOPETEHUIO
HOBBIX HaBBIKOB KaK MOTOPHBIX (X0/160a), TaK U COITUOTICUXUYECKUX..

3amanue 49 [lamuent - neBouka 4 roga. XKamoOs! Ha 00U B KOCTSX, YaCTHIE TIEPEIIOMBI,
Oonbioi )xuBoT. O0bekTUBHO: 104cM/16KT, KOKa OyiegHast, OOJIBIION YKUBOT,
renaToCTUICHOMET Ak, BhIpakeHHast BeHo3Has ceTh. OAK: aHemMust TpoMOOITUTOTICHHS
JICUKOTICHUS.

1)IIpeanonoxuTensHbIi TUarHo3.

2)MeTtoab! TpoUITaKTHKH.

Omanon omeema:

1) E 83.0 bonesns ['omie

2) depMeHT3aMECTUTENBHAS TEPAIHs; KOHCYJIBTAIIMH Y3KUX CTICIIHATICTOB

3amanne 50 [Taruent - manpunk 3 roga. JKamoObl Ha 3aIepKKY TICHXOPEUEBOTO PA3BUTHSI, YXO/T

oT obmenuss. O0bekTuBHO: 118cM/22KT, 60bINAs TOJIOBA C BEICOKHM U ITHPOKUM JIOOM,

JUTMHHOE JIUIO C YBEIIMYEHHBIM TIOJIOOPOIKOM, YIITH OOJBIINE, KUCTU U CTOIBI ITUPOKUE,

JTUCTaNbHBIC (DaTaHTH MANBIEB TAK)KE MIUPOKUE, TUTIEPMOOMILHOCTD CyCTaBOB U

TUIEPATIACTUIHOCTh KOKH. PEOCHOK He KOHTAKTHBIN, C MPU3HAKAMHE ayTH3Ma.
1)IIpeanonoxuTenbHblil TUarHos.

2MeTonpl AMarHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom Maptuna - bemna (CHHAPOM JTOMKOM X-XPOMOCOMBI)

2) Crenududeckux METOI0B JieueHUs HeT. KOppeKIus CHMIITOMOB ¢ ITOMOIIBIO
KOTHHUTHUBHO-TIOBEJIEHYECKON TEpanuu, Ceuuueckoro o0ydeHus, MEIUKaMEHTOB
(mpuMeHeHUE NCUXOCTUMYIISITOPOB, HOOTPOIIOB — JICUEHUE U KOPPEKIUIO COCTOSTHUS
MPOBOJAT HEBpomnaToyioru u ncuxuatpsl), JIOK; u meTonpl peabunuranuu: 3aBUCUT OT



3¢ (HEeKTUBHOCTH KOPPEKIIUU COCTOSIHUSI, T.K CEU(PUISCKIX METO/IOB JICUCHHSI HET.
HaGmronenue HeBponaTona U MCUXHUATPA [Tl KOPPEKIIUU COCTOSTHHUS.

3ananue 51 [Tauuent — PeGenok 5 net. XKanoObl Ha 3a1ep KKy IICUXOPEUEBOT0 Pa3BUTHSL.
O6bextuBHO: 104cM/16KT, TOHKHE PEIKHE KOPOTKHUE BOJIOCHI, JUTMHHBINA TPYIIEBUIHBIN HOC,
JUIMHHBIN QUIBTpP, TOHKas BEpXHsSA I'yOa U OOJbIINE OTTONBIPEHHBIE YIIU, BEPETEHOOOpa3HbIE
HaNblbl PYK.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeTobl peabUIUTAINH .

Omanon omeema:

1) Cunpom Jlanrepa-I'ungnona

2) MeTOo/1bl peabuIuTaIMK: 3aBUCUT OT 3(PPEKTUBHOCTU KOPPEKLIUU COCTOSHUS, T.K
crenugpuUecKkux MeToI0B JiedueHus HeT. HaOnroaeHue HeBponaroyia | rncuxuarpa ajis

KOPPEKILIUU COCTOSTHUSI.

3ananue 52 Ha npueme B MI'L] manbuuk 6 net. XKanoOsl: Ha HU3KHUI pocT. OObEKTUBHO:
104cm/18kr, NTO3 IBYCTOPOHHUI, aHTUMOHTOJIOU/THBIN pa3pes IJ1a3, HU3KO MOCAKEHHbIE YIIIHbIE
PaKOBUHBI, HU3KHI POCT BOJIOC HA 3aThUIKE, KPbUIOBUAHbBIE CKJIA/IKH Ha II€€, BaJIbI'yCHAs
nedopmanus JIOKTEBBIX CyCTaBOB, TPABOCTOPOHHHUNA KPUITTOPXHU3M.

1)IIpeanonoxuTenbHblil TUarHos.

2)Merobl TPOPUITAKTHKH.

Omanon omeema:

1) Q 87.1 Cuanpom HyHnan
2) HaGnroenue Bpaueii- crierianiuctoB. [Ipr He0OX0AMMOCTH TIPOBOAMTCS 3aMECTUTEIIbHAS
Tepanus aHaporeHaMu. [Ipu KpunTopxu3me MoKa3aHo HU3BEICHUE SIMUKA

3ananue 53 [Tanuent — pedeHok 1,5 rona. OObEKTUBHO: Ha KOKE TYJIOBHUILA U ITOIMBIIICUHON
o0acTH msATHa 1BeTa «Kode ¢ MoJIokom» (5-40 MM), Ha pagykHOI 0boouke y3enku Jluma.
D)IIpennonoxuTenbHblil JUarHos.
2)Merobl NPOPUIAKTUKH.
Omanon omeema:
1) MKB-10: Q85.0 Heitpodhubpomaros
2) [Ipu H®-I cumnTomaTrdeckoe: orepaTUBHOE JICUCHHUE OITyXOJIeH,
POTUBO3IUIIENTUYECKAS TEPANHUS B CIy4ae MOSBIEHUS MUIECNTHUECKUX IIPUCTYTIOB,

KOPPEKTOPHI IOBEACHUS, HOOTPOIIHBIE IPENAapaThl B CIIy4asix 3aJ€PKKU Pa3BUTHS,
Je4yeHre KOCTHBIX Je(opMaliyii, yaydlieHHe MUHEPAIU3allii KOCTHON TKaHH.

3ananue 54 IlauueHT - HOBOPOXKIeHHBIN, HanpasieH B MI'K ig oOcnenoBanus B CBSA3U €
noBbllIeHHeM ypoBHS HeoDA-12,8Mr%, perect ®A-33,4Mr%. OO0beKTUBHO: (HEHOTUIHYECKU
0€e3 CUTHAILHOH JUCIIACTHKH.

)IIpennonoxuTenbHBIA TUArHO3.

2)MeTo/ibl TeueHus 1 TporTakTuKa .

Omanon omeema:

1) E70 ®enunkeTonypus

2) Cnenuanu3upoBaHHas AueToTepanus 0e3 (eHuIananuHa: KOHCYIbTalus Y3KHX

CIELMAIMCTOB; KOHTPOJb YpOBHs DA



3ananue 55 [Tanuent - Mmanpuuk 3,5 ner. XKanoObl Ha MEPUOANYECKOE MOBBILICHUE TEMIIEPATYPHI
tena 10 40,5, co cI0B MaMbl He TIOTEET, B 1,5 u 2,5 roga cyJOpoKHBINA MPUTIATOK B JIETHHUI
nepuoa. OObeKTUBHO: OOJBIION 100, peIKie BOJIOCHI, OPOBU U PECHUIIBI, KOKa TOHKAs cyxas,
THITOIOHTHS, 3yObI KOHIMUYECKOW (hOPMBI, MHO)KECTBEHHBIH Kapuec, TOHKHE UCTPOPUIHBIC
HOI'TH, 33/IepP>KKa ICUXUYECKOTO Pa3BUTHSL.

)IIpenmnonoXuTenbHbIA TUArHO3.

2)Mertobl neyeHus U mpoduIaKkTUKa.

Omanon omeema:

1) E 75.2 bone3nnr ®adbpu

2) 3aMecTUTEbHAS Teparsi, CHAMIITOMATHYECKOE JIUeHUE (CHIKEHUE O0JIEBOTO CHHAPOMA,
crabmmzanus coctosauss CCC u Hedposoruyeckux ocinoxxkHeHui ); Koncynpramus Bpava-
TeHETHKa C L[EJIbI0 pacyeTa FeHETUYECKOT0 PUCKA B CEMbE, aHATIN3a POJOCIOBHON U
00CyKJIeHUS] BO3MOXKHOCTEH MpeHaTaaIbHOU AUarHOCTUKH. [I0BTOpHBINM pUCK pokIeHUs
0O0JIHLHOTO ChIHA Y JKEHITHHBI-HOCUTEIBHUIIBI MyTAaHTHOTO ajuieist X- CHEIUICHHOTO
penieccuBHOrO 3a005eBanus cocTaBisieT 50%., pUCK POKACHUS JE€BOUYKHU- HOCUTEIbHUIIbI-

50%.

3ananue 56 [lanueHT - HOBopoXkAeHHas ieBouka. OOBbEKTUBHO: TUM(pATUYECKHI OTEK KUCTEH 1
CTOI, ITEPUTHYM ILIEH, SIUKAHT, aHTUMOHT OJION/IHBIN pa3pe3 a3, BIIC, nmonkoBooOpa3Has
IIOYKa.
1)IIpennonoxuTenbHblil JUarHos.
1) MeToapl nedeHus U npopuIaKTHKA.
Omanon omeema:
1) Cungpowm lllepemesckoro -Tépuepa
2) cTUMYIIALIMU POCTA Tella aHAOOJINYECKUMU CTepOUIaM
-3CTPOreHn3aus (Ha3HaueHUE )KEHCKHX T10JI0BBIX TOPMOHOB); KOHCYJIbTAIMs Bpaya-
TEHETHKA C LEIbI0 PacyeTa FeHETUYECKOTO PUCKA B CEMbE, aHAJIN3a POJOCIOBHON U
00CYX/IeHUS] BO3MOXXHOCTEH MpeHaTaIbHON THarHOCTUKU

3ananue 57 [Tanuent - manpuuk 5 net. O0bexTHBHO: 104cM/15KT, KpyTiioe U0, KITMHOBUIHBIH
POCT BOJIOC Ha JIOY, TUTIEPTEIIOPU3M, IITUPOKAs IEPEHOCUIIA, KOPOTKUN HOC C BBIBEPHYTHIMHU
HO3PSIMH, IIUPOKUH (PUITBTP, MATCBHUIHAS MOIIOHKA, KPHITTOPXHU3M.

D)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/ib1 IeueHusI.

Omanon omeema.

1) Q 87.1 Cungpom Aapckora

2) CuMnToMaTHYECKOE JIEYEHUE (XUPYpPruuecKasi, OpTOJLOHTHYECKAs] KOPPEKIIUS,
IIPUMEHEHHE Tepany ropMOHOM pocta) KoHCyabTanus y3Kux cenualucToB

3ananue 58 [lanument - neBouka 5 set. XKanoObl Ha CyJOPOTH, CHIPKEHHE WHTEIUICKTA.
OOBEKTUBHO: HA JUIIE B 00JIACTH IIEK SIUHUYHBIC PO30BBIC MAIMYJIbI, HA TEJE 3
JEMTUTMEHTUPOBAHHBIX «TIEPUCTHIX) TATHA.

1) [IpeanonoXuTeIbHBINA JUATHO3.

2) Metozsl 1e4eHus U peaOuIuTaIusl.

Omanon omeema:

1) MKbB-10: TyGepo3Hslii cKi1epo3



2) Crneun¢udeckoro Je4eHus He CyIIeCTBYET, CHMIITOMAaTHUECKasi Tepamnus, KOppeKIus
COCTOSIHUS BpauyaMU-CIIELUATUCTaMH (AHTUANUIIENTHYECKAs TEPAINs, TOPMOHAaIbHAs Tepanus

3ananue 59 ITaunentka 34 ner. xkanod He NpeabsBISIET, HAlpaBieHa aKyllIepOM THHEKOJIOrOM
JUTSL OLIEHKH PHCKA TI0 pe3yJbTaTaM MpeHaTaIbHOTO CKpuHUHTA 1 TpumecTpa. [lanHas Oep - 24,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i mpephIBaHUs, MOJIy4aeT MEIMKAMEHTO3HYIO TEPAIHUIO.
Pe3ynbrarel mpeHaTaibHOTO CKpHHHUHTA | TpuMecTpa: ¥Y3-uccienoBanue - 6epem 13nem, KTP-
66, HCC-162, TBII-1,7, kocTh HOCa BU3yaJIn3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
peryprutanim-HeT; CBIBOPOTOYHBIE MapKepsl - ypoBeHb PAPP-A-0,16MoM, -XI'U-0,59MoM,
UTOTOBBIN MHAMBUIyaJIbHBIN pUCK 1O TpucoMuu 18 - 1:132.

1)IIpeanonoxuTenbHblil JUarHos.

2)Metoap! TpoHUIaKTHKH

Omanon omeema:

1) buoxumuueckue OTKIOHEHNUS, BBISIBJICHHBIE IPU @aHTEHATAJIbHOM 00CII€ZIOBaHUH

Marepu

2)Koncynbranus Bpaua-renetrka B MI'K; [IpoundopmupoBaTs nalueHTKy 0 HaTUYUH
metona-HUIIC.

3ananue 60 [Tanuent - 6epemennas 32 roaa, xanod He MPeIbIBISIET, HAIIPABICHA aKyIIEPOM
TUHEKOJIOTOM JUJIsl OLIEHKH PHUCKA 10 pe3yJIbTaTaM IIPEHaTaJIbHOrO0 CKpUHUHIA 1 TpumecTpa.
Jannast 6epeMeHHOCTb 151, cpok 14-15 Hen. Pe3ynbrarsl npeHaTanbHOro CKpUHUHTA 1
TpumecTpa: Y3-uccinegonanue - 6epem 12-13nen, KTP-66, UCC-155, TBII-=2,0, kocTu HOCa
BU3YaJIM3UPYIOTCS, KPOBOTOK B BEHO3HOM IIPOTOKE-HOPMA, PETyPrUTALUNA-HET; CBIBOPOTOYHBIE
Mapkepsl - ypoBeHb PAPP-A-0,23MoM, B-XI'4-0,36MoM.

DI IpeanonoxuTensHbIi TUarHo3.

2)Metoab! IpohUITAKTUKH

Omanon omeema:

1) buoxumuyeckue OTKIOHEHHUS, BBISIBJICHHBIE IPY aHTEHATAILHOM 00CIIeIOBaHUH

Marepu

2)Koncynpranus Bpada-renetuka B MI'K; IlpoundopMupoBaTh NaueHTKy 0 HATMYUH
Mmetonma-HUTIC

3ananue 61 [TammeHt - myxunHa 25 net. )KanoObl Ha ¢1a00CTh B HOTax, HAPYIIEHUE TTOXOKH,
TPYIHOCTH TpU ToabeMe 1o jecTHUIE. OOBEKTUBHO - TICEBIOTUNEPTPOGHUHN HKPOHOKHBIX
MBIIIILI, BBIPQXKEHHBIN JTOP103 MOSICHUYHOTO OT/ENa, «yTHHAS TOXO/AKaY, 3aTPYIHEHO MOHATHE
pyk. [Ipu BcTaBaHMM UCTIONIB3YET BCIIOMOTATENIbHBIC TPUEMBI.

D)IIpeanonoxuTenbHblii TUartos.

2)Merto1bl TUAarHOCTUKH.

Omanon omeema.

1) G 71.0 Meimeunas guctpodust

2) CuMOTOMaTUYECKOE, UCTIONB3YIOTCS (PU3HOTEPANIEBTUYECKUE METObI, OPTOIEANYECKas
koppekuus. Llens - noanep;xanue MbpIIEYHON CUJIBL, IPEAYIIPEKACHUE PA3BUTHUS
KOHTPAKTYp, AehopMaliuii CycTaBOB.

Habmronenune Bpaveii - ClIEIHAINCTOB B COOTBETCTBHH C JKAII00AMU H BBISIBICHHBIMHU
HapyLIEHUSIMU



3ananue 62 IlanueHT - HOBOpoXKaAeHHas, 14 cyTku, HanpaBneHa B MI'K st oOcnenoBanus B
cBsi3U ¢ noBbIeHHeM ypoBHs HeoOlIll'- 337,5 umouns/, perectOIIl - 609,3 HMONB/MI.
OO0bexTrBHO: Macca tena 340r, peHoTunudecku 6e3 0CoOOeHHOCTEH.

1)IIpeanonoxuTenbHblil TUarHos.

2)Merobl eueHus U npoduIaKkTuKa

Omanon omeema:

1) E25 AnpeHoreHuTanbHbIN CHHAPOM

2) - Habmroenue Bpaua — SHAOKpUHOIOra(Ha3HAYCHHE TIIFOKOKOPTUKOHIOB, 3aMEIICHHE
nepumuTa KOpTU30J1a U nogasnenue n3opitounon cexkpeunn AKTI)

KoHcynbTanus Bpaya-reHeTrka C 1eliblo pacueTa FeHeTHYECKOro pUCKa B CEMbE, aHAIN3a
POIOCTIOBHOM U 0OCYKIEHHUSI BO3MOXKHOCTEH IPEHATAIbHON JUArHOCTUKHI

3ananue 63 [TanueHr - xxeHmuHa 45 net. XKanoObl Ha OBICTPYIO YTOMIIIEMOCTh, C1a00CTh,
yXyIIICHUE TaMATH U BHUMaHUsA, IpOXKaHUE MableB pyK. OObEeKTUBHO: AU3apTpus,
THIIEPKUHE3Bl, THTEHIIMOHHBIN TpeMop. JJabopaTopHO: TUITONEPYIOIUIa3MUHEMHS,
TUN0aIb0yMUHEMUS.

1)IIpeanonoxuTenbHplil TUarHos.

2)MeTo/ibl IeueHus: U peadrIuTanus

Omanon omeema:

1) E 83.0 bone3ns Bunscona-Konoranosa

2)- Juera Ne 5 — c orpaHn4YeHMEM MeIU 10 1 MI' B CyTKM — MCKJIFOUYEHHE II0KO0JIa/1a, OPEXOB,
CYXO(pyKTOB, paKOB, [IEUEHH, LIEJIbHOU MiIeHuIbl. [[aToreneTnyeckoe jgeueHue HarpaBaeHo Ha
BBIBEJICHHE ME/IM U3 Opranusma. Jljis 3Toro mpuMEeHs0TCSl KOMIUIEKCOOOPa3yIoIue COeAMHEHUS:
THOJIbI, NEHUIIIaMUH. [Ipy MakcuMallbHO paHHEM Hauasle Teparnuy MPorHo3 0J1aronpusTHHIH,
ynyuniaercs oduee camouyBcTBue, cHIbKatoTcst ypoBHU AJIT u ACT B chIBOPOTKE KpOBH,
YMEHBILAETCS BEIPAKEHHOCTh TeMaTUTa U CTeaTo3a B TKaHU Me4eHH, (prOpo3 MpaKTUUYECKH He
nporpeccupyet. B ciiydae mozaHero Hadana Tepanuu MporHo3 MeHee oaaronpusTeH: Bo3amoxxHb
JEKOMIIEHCAllUs LUppOo3a NeUYEHH, pa3BUTHE (PyIbMUHAHTHOMN MEYEHOYHOM HEJ0CTaTOYHOCTH,
IIPOrPECCUPOBAHUE HEBPOJIOTMYECKON CUMIITOMATHKH, JIETAIBHBIN UCXOI.

3amanne 64 [lamueHT - HOBOpOXKAeHHBIHN, HanpaBiieH B MI'K st oOcienoBanus B CBSI3U C
noBeleHreM ypoBHs Heo T TT-184,4 MxEn/mi, petectTTI-291,2 MxEn/mii. O0beKTUBHO: Macca
tena 4200r, Koxka cyxasi, macTo3Has, )KEJITYIIHAS, JINIIO OTEYHOE, SI3bIK OOJIBIION, OTEKH KUCTEH
1 CTOI, TOJIOC HU3KHIA.
1)IIpeanonoxuTensHbIi TUarHo3.
2)Merto/ibl ICUCHUS U AUCTIAHCEPHOE HAOIIOICHHE.
DTaja0H OTBETA:
3) BpoxneHHBIN epBUYHBIN THIIOTUPEO3
4) KoHcynbTalusi reHeTHKa C yTOUYHEHHS TeHETUUECKON ATHOIOruH 3aboneBanust; 11 roa
TTI u T4 cBo6oansiii 1p/2-3 mec., [Tocne kaxaoro u3MeHeHus 10361, KOHTPoJb TTT
yepe3 2 mec; Y3U cpasy mociie mocTaHOBKH MarHo3a, aainee 1p/B 1-2 roaa; omneHka
TUHAMUKH pocTa; ciiuaTurpadus DK

3ananue 65 [Tanuent - neBouka 3 set. XKanoObl Ha NOBBILIEHHYIO YTOMIISIEMOCTh, OJIEHOCTbD,
TOJIOBOKpPY>KEHUE, CHIDKEHHUE anmneTuta. OObeKTUBHO: JIeTKasi HUKTEPUYHOCTD KOXKU U CKIIED,
00JIM MPEUMYIIECTBEHHO B JICBOM MMO/Ipedepwe, cruieHoMeranus. B ananmse kposu - Hb-75 1/,



Op-2,9, LI1-0,9, Per-52%, neiik-10,2, D-2, n/s-4, ¢/1-52, mumd-37, CO3-20. U3 anamHesa: Math
3/10pOBa, y OTIIa MEPUOANUECKH OTMEYAETCS JKENTYIIHOE OKpaIllMBaHUE CKIIEP.
1)IIpennonoxuTenbHblil TUarHos.
2)Merto/1bl IEYEHHUS .
Omanon omeema:
5. Tanaccemus

6. Tpancdysuonnas tepanus (epeauBaHUS SPUTPOILUTHON MaCChl) 1O TTOKa3aHUSIM.
XenaropHast Tepanus (Ha yAaJeHne U30bITKA jKene3a u3 opranusma). TpaHcraHTanus
TeMOIIO3TUYECKUX CTBOJIOBBIX KJIETOK CIUIEHIKTOMUS

3ananue 66 [launeHT - HOBopoXkIeHHas 1eBo4YKa. OOBEKTUBHO: TUIIEPTEIOPU3M, KIIIOBOBUIHBIN
HOC, aCUMMETPHS Yeperia, HU3KO PacIooKEHHbIE 1e(OPMUPOBAHHBIC YITHBIC PAKOBUHBI C
MPEaApUKYJIbPHBIMH CKJIAJIaMH, 3aJ€pKKa CuXoMoTopHoro passutus. Ha Y3U - runomnasus
MIOYKH.

DIIpennonoXuTenbHbIA TUArHO3.

2) MeTo bl TUAarHOCTHKH.

Omanon omeema:

1)Cunapom Bonbda-Xuprxopaa
2) KOHCYJIbTalUsl Bpaua-TeHEeTUKa C 1IeJIbI0 pacueTa FTeHETUYECKOro PUCKa B CEMbE, aHAIM3a
POOCTIOBHOM M 00OCY>KIEHUSI BO3MOKHOCTEH TPEHATATBHON JTUATHOCTUKHU

3amanue 67 [lamuent - myxuuHa 53 ser. XKanoObl: Ha U3MEHEHHE MOXOIKH U TIOUepKa,
HEMPOU3BOJIbHBIC ABMKEHUS PyKaMU U TOI0BON. OOBEKTUBHO: XOPENYECKUE TUTIEPKUHESBI
KOHEUYHOCTEH, yCHIIMBAIOILIKUECS NP LieJeHanpaBieHHOM JiericTBuM. [loxo/ika HeyBepeHHas,
niapkaroias, pedsb 3aTpyHeHa. PojociaoBHas oTsromnieHa no JuHUM MaTepy B 3X MOKJICHUSX.
1)IIpennonoxuTenbHblil TUarHos.
2)Metonpl peabuHUTaK U TPOPUITAKTHKA
Omanon omeema:
1)bonesns I'enrrunrrona
2) BpaduoM - HEBPOJIOTOM MPOBOAUTCS JIeUeHHUE (U1 KOPPEKIMH XOPEH - TPUMEHEHNE
HEHPOJIENTUKOB, TeTpabeHa3uHa WK KJIOHA3emaMa; Ui KOppeKIuu quctonuu - JIOK,
UHBEKIIUU OOTYTMHHYECKUM TOKCUHOM; JIsI KOPPEKIHH Pa3apaKUTEIbHOCTH -
HEHPOJIENTUKH, UHTHOUTOPHI 0OPATHOTO 3aXBaTa CEPOTOHMHA; I KOPPEKIIUU
OpaVKUHE3UN U AKUHETHKO-PUTHUIHOTO CHHAPOMA- JICBOJIOTA UM AMaHTAIMH).
2) KOHCYJIbTallMs Bpaya-TeHETHKA C IIEJIbI0 pacueTa FreHETHYECKOTO PUCKA B CEMbE, aHAIN3a
POIOCTIOBHOM U 0OCYKIEHUSI BO3MOXKHOCTEH NPEHATAIbHON JUAarHOCTUKHI

3amanwue 68 [larueHT - HOBOpOXKIeHHBIN, HanpaByieH B MI'K s oGcienoBanus B CBS3U C
noBblilieHHeM ypoBHS He0ODA-3,6mMr%, perect DA-6,44Mr%. OOBEKTUBHO: eHOTUTIHYECKH 0e3
CUTHAJILHOM JTMCIIIACTUKH.

D)IIpeamnonoKuTensHbIi TUarHo3.

2)Metoab! npoUIaKTHKH

Omanon omeema:

1)®enunketonypus



2) KOHCYJIbTAIUs Bpaya-TeHETHKA C IEeNBI0 pacueTa FTeHETUYECKOTO PHCKA B CEMbE, aHAIHM3a
POJIOCIIOBHOM M 00CY>KICHHS BO3MOXKHOCTEH NIPEHATATBHON TUArHOCTUKH

3ananue 69 [Tanuentka 32 ner. XKanob He mpenbsABIsSET, HAllpaBJIeHA aKyIIEPOM-THHEKOJIOTOM
JUTSL OLICHKH PHCKA TI0 pe3yJbTaTaM MpeHaTaIbHOTO CKpuHUHTA 1 TpumecTpa. [lanHas Oep - 14,
cpok 16-17 nen. Pe3ynbTaThl mpeHaTaIbHOTO CKpUHUHTA 1 TpuMecTpa: Y 3-Hccie10BaHue -
oepem 12nen, KTP-49, UCC-157, TBII-2,3, kocTH HOCA BU3YaTU3UPYIOTCS, KPOBOTOK B
BEHO3HOM IMPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'Y-
2,87MoM, UTOroBbIi MHAMBUAYAIbHBIA PUCK 1O Tpucomuu 21 - 1:90.

D)IIpennonoxuTenbHbIA JUarHo3.

2)MeTtoap! TpoQUIaKTHKH

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAJTMH y TT0AA (MIpeArnoaraeMeie), TpeOyromue

MIPEAOCTABIICHNUS] MEIUIIMHCKON TTOMOIIY MaTEpH.

2) uBa3uBHas npeHaTalbHas JUArHOCTHKA KOHCYJbTAIlMS Bpaya-reHeTHKa C LEebIo

pacuera reHeTHYECKOT0 PUCKa B CEMbE, aHAIHN3a POJAOCIOBHOM U 00CyXKIeHUs

BO3MO>KHOCTEH NMPEHATAIbHON TUarHOCTUKU

3ananue 70 [Tanuent - pebenok 4x snet. J)KaaoObl Ha yBeTMUYEHUE )KUBOTA, OTCTABAHUE B
NCUXO0(U3MYECKOM PAa3BUTHH, MIATKYIO MOXOAKY, cyaoporu. O0sexkTuBHO: 98/14, 6oibmoii
YKUBOT, T'€MaTOCINIEHOMETaIMsI, MbIILI€YHAasi THIIOTOHUS, aTaKCHSL.

D)IIpenmnonoxuTenbHbIA TUArHO3.

2)MeTtob1 MPpOGUTAKTHKY .

Omanon omeema:

1) bone3nr Humanna — Iluka

2) KOHCYJIbTAIMsI Bpaua-reHEeTHKA C IIeJIbI0 pacuyeTa FTeHeTHYECKOI0 PUCKa B CEMbE, aHAIIN3a

POJIOCIIOBHOM U 00CYKIEHUS BO3MOKHOCTEH MPEHATATHHON JUATHOCTUKH -BhIsSBICHUS

xapaktepHbix MmyTanuii B renax SMPD1, NPC1 u NPC2

3amanne 71 IlamuenT - HOBOpOKAeHHBIHN, HanpaBiieH B MI'K st oOcienoBanus B CBSI3U C
noBblilieHHeM ypoBHS HeoDA-3,6Mr%, perect PA-6,44mMr%. OOBEKTUBHO:
(henoTunuyecku 6€3 CUTHAIbHON AUCTIIIACTHKH.

DIIpennonoxurensubiii quarno3: MKb-10:

2)Metoab! npoUIaKTUKH

Omanon omeema:

1) E70 ®enunkeronypus

2) KOHCYJIbTallMs Bpaya-T€HETHKA C IIEJIbI0 pacueTa FreHETHYECKOTO PUCKA B CEMbE, aHAIN3a

POIOCIOBHOM U 0OCYKIEHHUSI BO3MOXKHOCTEH PEHATAIBHON JUArHOCTUKH

3amanue 72 Ilanmuentka 37 net. XKanoO He mpeabsBIISET, HAllpaBieHa aKyIePOM-THHEKOIOTOM
JUIsL OLIEHKU PUCKA IO pe3yJibTaTaM IpeHaTaJbHOro cCKkpuHuHra 1 tpumecrtpa. Jlannas oep -54,
cpok 14-15 Hen, npoTeKaeT ¢ yrpo30i pepbIBaHus, 10JIy4aeT MEAUKAMEHTO3HYIO TEPAIHIO.
Pe3ynbraTsl npeHataibHOTO ckpuHUHTa 1 TpuMectpa: ¥Y3-uccnenoanue - 6epem 13uen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaJIU3UPYIOTCS; CBIBOPOTOUHBIE MAPKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOroBbIi HHAMBHIYATbHBIH PUCK 1O Tprcomun 21 -
1:50.



D)IIpeanonoxuTensHbIi TUarHos.
2)Metoabl IpO(UITAKTUKH.

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAJTMU y TUT0Aa (TIpeArnoaraeMeie), TpeOyromue
MIPEIOCTABIICHUS MEUIIMHCKOW TTOMOIIIA MaTEPH.

2) luBa3uBHas MpeHaTaIbHAS THArHOCTHKA KOHCYJIbTAIHSI Bpaua-TeHETHKA C IIeIThI0
pacueTa TeHeTHYECKOT0 PHCKa B CEMbE, aHAITN3a POJIOCIOBHOM U 00CYXKICHUS
BO3MOYKHOCTEH MPEHATAILHOW TUarHOCTHKH

3ananue 73 Ilanuent - Mmy>xunna 23 siet. ’KanoObl Ha TEpUOJUUECKUE MyUUTENIbHBIE 00N 1
MOKEHHE B KHCTAX UM CTONAX, MOBBIIMIEHUE TeMIEpaTypbl 10 37,2-37,4, CUIIbHYIO YCTAJIOCTh U
ciabocts. [Ipr ocMoTpe B 067acTH IMyKa BU3yalu3upyeTcst aHrnokepaToma. JlabopatopHo
TUIOXPOMHAsi MUKPOLMTapHAas aHEMUSI.

D)IIpennonoxuTenbHBIA TUArHO3.

2)MeTtobl MpohUITaKTHKH.

Omanon omeema:

1) E75.2 6one3us @abpu
2) KOHCYJbTAIUS Bpaya-TeHETHKA C IETBI0 pacueTa FTeHETUYECKOr0 PUCKa B CEMbE, aHAIHM3a

POJIOCIIOBHOM M 00CYKICHHS BO3MOXKHOCTEH NIpeHaTanbHOi auarHoctuku. JJTHK-
JMarHoCcTUKa Ha Hanuuue myrtanuil B rene GLA

3amanne 74 Ilamuent — pedeHok 6 Mec, Macca rpu poxaeHuu-4400r, mmuHa S4cMm. OOBEKTHBHO:
MUKpoIiedanus, MaKporJIOCCHs, CIIIICHOMETaJIusI.

)IIpennonoxuTenbHbIA TUArHO3.

2)Metoabl IPOUITAKTUKH.

Omanon omeema:

1) Q87.3 Cunnpom bexsuta-Bunemana

2) KOHCyJbTaIUsl Bpada-r€HEeTHKa C 1IeJIbI0 pacueTa TeHETHUYECKOr0 pUcKa B CEMbE, aHAIN3a

POIOCTIOBHOM U 0OCYKIEHHUSI BO3MOXKHOCTEHN NPEHATAIbHON JUAarHOCTUKHI

3amanue 75 [lamuent - pedeHok 2x jeT. XKamoObl Ha 3aIepKKy MCUXO()U3NIECKOTOM Pa3BUTHS.
OOBEKTHBHO: HU3KHI POCT, TEIOCI0KEHHUE JUCTPONOPIIMOHATBHOE C OTHOCUTEIBHO JUIMHHBIMH
KOHEYHOCTSIMU M KOPOTKHM TYJIOBUIIEM, TPyObIe UepThI JIUIIA -3aMaBIlIee IEPEHOChE, T'yCThIe
cpocuuecst OpoBH, MOJIHBIE T'yObl, OOJIBIION SI3bIK, THIIEPTPUX03, KU(POCKOINO3,
BOPOHKOOOpa3Has nedopmanus rpyAHON KIETKH, OOJBIION KUBOT, T€MAaTOCTIEHOMETAIHS.

1)IIpennonoxuTenbHblil TUarHos.

2)Meto1bl TUAarHOCTUKH.

Omanon omeema:

1)Myxkomnonucaxapuao3
2) KOHCYJIbTAIIMsI Bpaua-TeHETHKA C IIeIIbI0 pacyeTa FreHeTUYECKOTO PUCKA B CEMbE, aHAIIN3A

pOI[OCJ'IOBHOﬁ n O6CY)KI[6HI/I$I BO3MOKHOCTEH HpeHaTaanoﬁ JUAarHOCTUKH

KPUTEPHUMH oneHnBaHNA KOMIETEHIHHA H NIKAJLI OLEHKH



Ouenka Ouenka Ounenka Ouenka
«HEY/I0BJICTBOPHUTEIbHO» | KYAOBJECTBOPUTEIBHO» | «XOPOLIO» «OTJMYHO»
(He 3a4TeHO) WIN (3auTeHO0) NI (3auTeHo) (3auTeHO0) WIN
OTCYTCTBHE YAOBJICTBOPUTEIbHBIH | HJIH BbICOKMIA
chopmMHpPOBaAHHOCTH (moporosBnblii) JA0CTATOYHBIN YPOBEHb
KOMIIeTEHIIUH YPOBEHb OCBOCHMS YPOBEHb OCBOCHUA
KOMIIETeHIIH T O0CBOEHUS KOMIIeTEeHIIUH
KOMIIEeTEHIIUH
Hecniocobnocth Oobyuarommuiicst Oo0yuarommuiics Ob6yuatomuiics
oOyJaromerocs JIEMOHCTPUPYET JIEMOHCTPUPYET JIEMOHCTPUPYET
CaMOCTOSITEIIbHO CaMOCTOSITEIEHOCTh B CaMOCTOSITEIEHOE | CIIOCOOHOCTB K
MIPOJEMOHCTPUPOBATH IIPUMEHEHUH 3HAHUH, IIpUMEHEHUE MIOJTHOM
3HaHUA IIpU pCHICHUN YMCHI/II\/'I 1 HAaBBIKOB K 3HaHPII>i, YMCHI/If/’I n CaMOCTOATCIBbHOCTHU
3a/laHuN, OTCYTCTBUE peIIeHuto yu4eOHbIX HABBIKOB IIpU B BEIOOpE criocoba
CaMOCTOATEIBHOCTH B 3a/1laHA{ B ITOJIHOM peuIeHUN 3aaHuil, | peleHns
MMPUMCHCHUHN YMGHI/II\/'I. COOTBETCTBHUU C AHAJIOT'MYHbIX HECTaHAAPTHBIX
OTCYTCTBI/Ie MMOATBCPIKACHU O6p8.3LIOM, JaHHBbIM 06pa3uaM, 4qTOo Sa,I[aHI/Iﬁ B paMKax
HaIMIUS MPENOAABATENEM, TT0 TIOATBEPKIAET IOUCIIUILINHEI C
c(hOpMHUPOBAHHOCTH 3aJlaHusIM, peLIeHue HaJInyue HCIIOJIb30BAHUEM
KOMIIETECHIIUN KOTOPBIX OBIJIO TIOKa3aHO | c(OPMHUPOBAHHON | 3HAHWUH, yMEHUH U

CBUJIETETBCTBYET 00

OTPULATCIbHBIX PE3YyJIbTaTax

MIperioIaBaTeseM, CleayeT
CUHTATh, YTO

KOMIIETEHIIMN Ha
0oJiee BBICOKOM

HaBBIKOB,
MIOJTyICHHBIX KakK B

OCBOCHUS Y4eOHOM KOMIICTCHITUS ypoBHe. Hannuue | xome ocBoeHUs
JTUCIUILIAHBL chopmHpoBaHa Ha TaKoi JaHHOR
YIOBJIETBOPUTEIIBHOM KOMIICTEHIIUH Ha JTUCLUILINHBI, TaK U
YpOBHE. JIOCTATOYHOM CMEXKHBIX
YpOBHE JUCTIMTLIINH,
CBUJCTEIBCTBYET | CICAYET CUMTATh
00 ycToitunBo KOMITETEHIINIO
3aKPEIICHHOM chopMuUpoBaHHON
MPAKTUIECKOM Ha BBICOKOM
HaBBIKE YPOBHE.
Kpumepuu oyenueanus mecmoeozo KOHmpos:
IIPOLICHT [IPaBHJILHBIX OTBETOB OtMeTKH
91-100 OTIIUYHO
81-90 XOPOIIIO
70-80 YAOBIETBOPUTEIHHO
Menee 70 HEYJIOBJIETBOPUTEIHHO

HpI/I OLICHUBAaHHUHU 3aI[aHHﬁ C BI:I60pOM HCCKOJIBKHX MPaBUJIbHBIX OTBETOB JOITYCKACTCA OAHA

omnoka.

Kpumepuu oyenuganusn cobecedoganusi:

Jeckpunropsl

yMeHHe 00bSICHATH

JIOTUIHOCTDb U

OTMeTKa (mpeacTaBJsATh) N0CJIeA0BATEJIbHOCT
NPOYHOCTH 3HAHMI CYUIHOCTb SIBJICHMIA, b OTBeTa
NPOLECCOB, 1e/1aTh
BBIBO/IbI
OTJIMYHO IPOYHOCTb 3HAHUH, BBICOKOE YMEHHUE BBICOKAs JIOTUYHOCTb




3HaHUE OCHOBHBIX
MPOLECCOB U3y4aeMOu
MpeIMETHOM 00JIacTH,
OTBET OTJINYACTCS
rITyOMHOMN M MOJIHOTOM
PaCKpBITHS TEMBI;
BJIaJICHUEM
TEPMUHOJIOTHYECKUM
anmapaToMm; JJOTHYHOCTHIO
Y TIOCJIEJIOBATEIIEHOCTHIO
OTBETA

OOBSICHATH CYIIHOCTb,
SIBJIEHUI, TPOIIECCOB,
COOBITHI, 1€JIATh
BBIBOJIBI I 00OOIICHMS,
JaBaTh
apryMEHTHPOBAaHHbIC
OTBETHI, IPUBOJIUTH
MIPUMEPBI

u
IIOCJICA0BATCIIBHOCTD
OTBCTa

XOpOIIIO MPOYHbIE 3HAHUS yMeHHE 00bICHATD JIOTUYHOCTH U
OCHOBHBIX ITPOIIECCOB CYIIHOCTb, SIBJICHUH, MOCJIEI0BATEIbHOCTh
HU3y4aeMOU peaMETHON MPOIIECCOB, COOBITUI, OTBETa
o0jacTu, OTIMYaeTcs JieaTh BBIBOJIBI U
IYyOUHOM ¥ MOJTHOTON 000011IeHH, JaBaTh
PACKpBITHUS TEMBI; apryMEHTUPOBaHHbIE
BJIa/ICHUE OTBETHI, IPUBOJIUTH
TEPMUHOJIOTMYECKUM MIPUMEPBIL; OTHAKO
anmaparom; cBoOOIHOE JIOITYCKAeTCs OJIHA - JIBE
BIIaJICHUE HETOYHOCTHU B OTBETE
MOHOJIOTHYECKON PEYBIO,
OJIHAKO JIOMYCKAETCs OJHA
- JIB€ HETOYHOCTHU B OTBETE
YAOBIIETBOPUTE | YIOBJIETBOPUTEIHHBIE YIOBJIETBOPUTEIHLHOE YAOBJIETBOPUTEIbHAS
JBHO 3HAHUS [IPOLIECCOB yMEHHeE J1aBaTh JIOTUYHOCTH U
M3y4yaeMoM IpeMEeTHOU apryMEHTUPOBaHHbBIC MOCJIEI0BATEIbHOCTh
o0jacTu, OTBeT, OTBETHI U IPUBOJIUTH OTBeETa
OTJIMYAIOLIUICSA [IPUMEDBI;
HEJIOCTAaTOYHOM TTTyOMHON | yIOBIETBOPUTEIHHO
Y TIOJIHOTOM PaCKPBITUSA chopMUPOBaHHEIE
TEMBbI; 3HAHMEM OCHOBHBIX | HaBBIKU aHAJIN3a
BOITPOCOB TEOPHH. SIBJICHU, POIIECCOB.
JlonmyckaeTcsi HECKOIBKO Jonyckaercs
OIIMOOK B COICPKAHUU HECKOJIBKO OIIHOOK B
OTBETa CoJIep’KaHuU OTBETA
HEYJOBIIETBOPH | c1aboe 3HAaHWE N3ydYaeMOW | HEyMEHHE J]aBaTh OTCYTCTBHE
TEJIbHO peIMEeTHOM 00J1acTH, apryMEeHTHPOBAHHbIE JIOTUYHOCTH U
HerIyOOKOe pacKphITHE OTBETHI MOCJIEI0BATEILHOCTH
TeMbI; caboe 3HaHHUe OTBeTa

OCHOBHBIX BOIIPOCOB
TEOpUH, cllabble HaBBIKU
aHaju3a SBJICHUH,
nporeccoB. [Jonmyckarorcs
CEpbE3HbIC ONIUOKHU B
COJIep’KaHUU OTBETA

Kpumepuu oueHueanus CumyauuOHHbIX 3a0au:

OTMeTKa

Jeckpunropsi




aHajau3 HABBIKH npogeccHoHAIbLHOE
MOHUMAaHHe
CUTyanuu peleHus MBbIIIJIeHHE
npoodJieMbl
CUTyalnuu
OTIIMYHO MOJTHOE BBICOKAS BBICOKasI BBICOKUH YPOBEHb
MOHNUMAaHUE CIIOCOOHOCTH CIIOCOOHOCTH mpodeccnoHaILHOTO
npobnembl. Bce  aHanmu3upoBaTh [BHIOPATh METOA  MBIIUICHHUS
TpeOoBaHUS, CUTYAIIHIO, pelieHus
MpPeIbSBISIEMbIC  [1€71aTh BBIBOABI [IPOOJIEMBI,
K 3aJIaHUIO, yBEpEHHbIE
BBITIOJTHEHBI HABBIKH PEIICHHS
CUTYaIlUU
XOPOIIO MOJTHOE CIOCOOHOCTh  [CITOCOOHOCTH OCTATOYHBIH
[MOHUMaHKE AHATU3UPOBATh [BHIOPATh METOJ  [yPOBEHB
npobnembl. Bce  curyanmio, penieHus MpoeCCHOHATHLHOTO
TpeOOBaHus, nenaTh BHIBOBI  [IPOOJIEMBI MBILILTCHHSL.
MpeIbSBIISICMbIE YBEpEHHbBIE Jlonmyckaercst oj1Ha-
K 3aJIaHUIO, HABBIKHM PEIICHHS [TBE HETOYHOCTH B
BBITIOJIHEHBI CUTYaIlUU OTBETE
YAOBJIECTBOPHUTE MACTUIHOE yTIOBJICTBOPHUTE  [yIOBJICTBOPUTEID |[TOCTATOUHBIH
JBHO MOHUMaHHE TbHAsT HbIC HABBIKA YPOBEHB
MPOOJIEMBI. CIIOCOOHOCTh pelIeHUs MpoQeCCUOHATBHOTO
BoJIbIIIMHCTBO AHATU3UPOBATh |[CUTYAIlHH, MBIILTICHUSI.
TpeOOBaHUIA, CUTYaIIHIO, CJIOYKHOCTH C Jlonmyckaetcst 6omee
MPEIbSIBISEMBIX  [1€7aTh BBIBOABI |[BEIOOPOM METOJA |[IBYX HETOYHOCTEH B
K 3aJIaHUIO, peIIeHus 3aja4i  |0TBETE JIN0O OImmnoKa
BBITIOJTHEHBI B
MOCIIEA0BATEITHHOCTH
peuieHus
HEYIOBJICTBOPH [HEIIOHUMAHHE HU3Kast HEJ0CTaTOYHBIC  (OTCYTCTBYET
TEJIBHO POOJIEMBI. CIIOCOOHOCTh  |[HABBIKH PEILICHHS
MHorue AHATU3UPOBATh |[CUTYAI[HH
TpeOoBaHus, CUTYaIHIO
[PEIbSIBIISICMbIC
K 33/IaHUI0, HE
BBITTOJTHEHBI. Het
otrBeTa. He ObL1O
MOTIBITKH PEIIUTh
Baady




