®EJIEPAJIBHOE I'OCY IAPCTBEHHOE BIOJIKETHOE OBPA3OBATEJIBHOE
VUPEKJIEHUE BBICIHIEIO OBPA3OBAHUA
«POCTOBCKUIA TOCYIAPCTBEHHBIA MEIUIIAHCKUA YHUBEPCUTET»
MWHUCTEPCTBA 3IPABOOXPAHEHHS POCCUIICKOM ®EJIEPAITAN

Kadeapa reMaToJ0ruu 0 TpaHcdy3noaorun (¢ Kypcamu KIWHHYecKo JadopaTopHoi
JMATHOCTUKY, TeHeTHKH U JI1aG0paTOPHO reHeTHKH)

VT%Q{A}O
o

7
PyxoBomurens

06pa3oBaTeNbHON IPOrPaMMBL
n.M.H., lagkwaa TA.

«43 » Uk 2024 .

PABOYAS TPOTPAMMA JTUCHUIIIMHBI(MOAY JIS)
«'EHETHUKA»

0CHOBHOI mpodeccHOHATLHOI 00pa30BATENBHON MPOrPaAMMBbI BHICLIETO 00pa3oBaHMA —
MPOrpaMMBbl OPAUHATYPHI

CrenuaakHOCTh
31.08.17 Jlerckas JHNOKPHUHOJIOTUS

HanparmnenrocTs (mpodums) mporpammet 31.08.17 JleTckast SHAOKPHHOIOTHS

Baoxk 1
BapuatusHas yacth (b1.B.01)

VpoBeHb BBICLIET0 00pa3oBaHus
MOAT0TOBKA KAAPOB BhICIIeH KBalupuKanuu

dopma 00ydeHHd — OYHasL

Pocros-Ha-lony
2024 r.



PaGouas nporpamma nuctuurmuabi(Moayiis) «CEHETUKA» no cienunanbHOCTH
31.08.17 nperckas »HAOKPUHOJNOTHS pa3paboTaHa mpenoAaBaTesiIMUu  Kadeapsl
remMaToiorun u TpaHcdysmonmorun ( € KypcamMu KIMHUYECKOH JabopaTopHOi
JMATHOCTUKH, TEHETUKH ¥ JIA0OPAaTOPHOU T€HETUKH) COOTBETCTBUU C TPEOOBAHUSIMHU
dbeneparTbHOTO  TOCYJApCTBEHHOTO  00pa30BaTEeNBHOTO  CTAaHJAApTa  BBICIIETO
obpazoBanust (PI'OC BO) mno cnerumansHoctu 31.08.17 JleTckasi SHIOKPUHOJIOTHS
yTBEpXKJEHHOrOo TmpukazoM MunoOpHayku Poccun NelO7 ot 02.02.2022, u
npoeCCUOHANILHOTO CTaHAApTa « BPay-I€TCKUU HSHIOKPUHOJIOT» YTBEPKICHHOTO
nprukazoM MUHTpyZla U colManbHOU 3amuThl Poccuiickoit @enepanuu ot 29 aHBaps
2019 1. Ne 49h)

Pabouas nporpamMma AUCIUIIIMHBI (MOYJIsI) COCTABJICHA:

Ne | damuaus, MMs, 0TUYECTBO Yyenan 3anumaeMasi J0JIKHOCTb, Kadeapa
CTeleHb,
3BaHMe
1 AmenrHa CeeTnana | 1.M.H. npodeccop Kadeapsl reMaTOJIOTHH "
CepreeBHa TpaHchy3Honorun (¢ KypcaMu KIMHUYECKOM

7a00paTOPHON  JHArHOCTUKH, TEHETHKH U
71a00PaTOPHOM I'€HETHKH)

2 HertepeBa Enena | k. M.H. JIOLIEHT Kadeapsl reMaTOJIOTUH u
BanentunoBHna TpaHcy3nonorun (¢ KypcaMu KIMHUYECKOM
a0OpaTOpPHOW  JIMarHOCTHKW, T'E€HETUKH |
1abopaToOpHOI TEHETUKH)

3 [Tonomapesa TaTbsiHA | K.M.H. ACCHCTEHT Kageaps remMaToJI0T U1 "
HropesHa TpaHchy3uonoruu (C  KypcamMu KIMHUYECKON
nabopaTopHON  JAWATHOCTHKH, TEHETHKH U
1a00paTOPHON TEHETUKH )

PabGouass mporpamma aucuMIUIMHBI (MOIYJsI) OOCyXJeHAa M OJ00peHa Ha
3aceaHUM Kadeaphl TEeMATOJIOTHH U TPaHCQY3HOJOTHU (C KypcaMu KIMHHYECKOM
71a060paTOPHOI TUATHOCTUKHU, TEHETHKH U JIA0OPATOPHOM TEHETUKH )

[IpoTtokon ot 11.06. 2024 Ne 7 .
3aB. kadeapoii 1.M.H., mpodeccop Illaroxuu FO.B.



1. leab u3y4eHUus JUCHMILIIMHBI (MOLYJIA)

JlaTe oOyuaromumcst yriayOjieHHbIe 3HaHUSI B 00JIaCTU T€HETUKHU U BhIPA0OTaTh
HaBBIKM TOJATOTOBKM  KBAJIU(PUIIMPOBAHHOTO Bpava-I€TCKOTO JIHAOKPUHOJIOrA,
00J1aJIaloIIero CUCTEMOW YHUBEPCAIbHBIX U TMPOGECCUOHATBHBIX KOMIIETCHIIUH,
CIIOCOOHOTO M TOTOBOT'O JJIsl CAMOCTOATENbHON MPOo(ecCHOHANBbHON AeSTENbHOCTU B
YCJIOBUSIX TIEPBUYHON CTICIIMAIM3UPOBAHHON METUKO-CAHUTAPHOU 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

Cnoco6eH npoBOANTH KIMHUYECKYIO TUATHOCTUKY U 00CIIeIOBaHNE TTAllMEHTOB
(OIIK-4)

Or1K-4.1. Tposoant 3nars - cTaHAapTbl OKa3aHMs MeaULNMHCKMX YCIyT,

K’;”am;gf;ro” KNUHUYECKMe pekomMeHaaLmm no Bonpocam okasaHus
A y MeOULIMHCKOW NOMOLLU; - NaTonornyeckue
obcnegosaHne

COCTOSIHWS, CUMNTOMbI, CUHAPOMbI 3a6onesaHui,
HO30Mn0rnMyeckmx oopm B COOTBETCTBUU C
Me>xxgyHapoaHOW CTaTUCTUYECKOWN KriaccuduKkaumnemn
bonesHen n npobnem, CBA3aHHbIX CO 300POBLEM; -
aHaTOMO-(PYHKLUNOHaNbHble 0COBEHHOCTU OpraHoB U
CUCTEM B BO3PACTHOM acrnekTe; - Metoguky cbopa u
OLEHKM aHamMHe3a BonesHu; - MeToanky
KnNHn4yeckoro obcneaoBaHus;

naLMeHToB C
3aboneBaHUAMMN U
(vnn) coctoaHNAMM

Ymere OCYLLECTBSITb COOP arob, aHamHesa Xu3Hw,

aHamHe3a B0Me3HN U aHanM3npPoBaTh MOSYyYEHHYHO
MHOpMaLnIO; - NPOBOAUTL (PuU3nKanbHoe
obcnepoBaHue ¢ y4eTom 15 Bo3pacTa; - BbisBNATb




OTKIMOHEeHUA, oueHnBaTb TAXECTb COCTOAHUA,

Baanern

- HaBbIKOM COCTaBIEHMS anropuTMa ANarHoCTUKKN U
obcrnenoBaHUsA NaUneHToB; - cnocobamu
WHTepnpeTauum pesynbTaToB 06crneaoBaHus
naumMeHTOoB; - HaBblkaMW NMOCTAHOBKMU
npeaBapuTenbHOro AnarHo3a Ha OCHOBaHUK
cobpaHHOro aHamHesa, »arnob, uankansHoOro
obcnepoBaHus;

OMK-4.2. 3uarn
HanpaBnget
NnaumMeHToB Ha
nabopaTtopHbie n
WHCTPYMEHTanbHble
obcnepoBaHus

MeTOAbl NabopaTOpPHbIX U MHCTPYMEHTASbHbIX
ncecnegoBaHuUmn, X BO3MOXHOCTU AN
AnddepeHumanbHOM AMarHoCcTUKN 3abonesaHni, -
HOPMaTMBHbIE NOKa3aTenn nabopaTopHbIX U
WHCTPYMEHTasnbHbIX UCCIIeA0BaHNN C y4ETOM
BO3pacTa;

YMmern

- NPUMEHSATb NNabopaTopHbIE U UHCTPYMEHTAarbHbIE
MeTobl AUarHOCTUKN 1 ob6cneaoBaHus NaLUeHToB; -
oLeHMBaTb NokasaHus 1 06bem MeaguLIMHCKON
NMOMOLLIU;

Baagern

- HaBblkaMK ONpeaeneHns NokasaHun n HasHavYeHns
WHCTPYMEHTarbHbIX 1 NabopaTopHbIX UCCeLOBaHN
nauueHTam c 3abonesaHnaAMM N (UNN) COCTOSHUSIMU
B COOTBETCTBMM C AENCTBYHOLLMMM NOPAOKaMU
oKasaHus MeanLMHCKON MOMOLLM, KIMHUYECKMU
pekoMeHaaunsaMu; - HaBblKaMn MHTEpRpeTaumm
nabopaTopHbIX U UHCTPYMEHTanbHbIX UCCNea0BaHUN

4. O0beM QMCUUIIMHBI (MOIYJIAA) IO BUAAM y4eOHOH padoThI

Tabnuuya 2
Buab1 yueoHoii pa6oThI Bcero, O0beM Mo NoJYrogusiM
yac. 1 2 3 4
KonTakTHas padora 00y4arierocs ¢ 18 - - 18 -
npenojaBaTeieM M0 BHAaM Y4eOHBIX 3aHATHI
(KonTakr. pa0.):
JlexnuonHoe 3anstue (JI) 6 - - 6 -
CemuHapckoe/mpaktudeckoe 3ausatue (CI13) 12 - - 12 -
CamocrosiTenpHast paboTa 00y4aroierocs, B TOM 4uciie 18 - - 18 -
MOATOTOBKA K MpoMeXyTouHoM artectamu (CP)
Bun npomexxytounoii arrectanuu: 3auer (3), 3a4er ¢ 3auer - - 3 -
oneHkoii (30), Dk3amed (D)
OO6mmii 00b€éM | B yacax 36 - - 36 -
B 32a4€THLIX eJHHUIAX 1 - - 1 -




5. Coaep:xanue TUCHUILIUHBI (MOLYJIs1)

Tabauya 3
Ne pa3nena HAaHMMEHOBaHHUe Pa3iesioB, TeM Ko unankartopa
1 I'eHeTnKa Yesl0OBEKa OIIK 4.2
1.1 MoneKkyJsspHbIe OCHOBBI HACIICICTBEHHOCTH OIIK 4.2
1.2 ITuTonornyeckne OCHOBBI HACIEACTBEHHOCTH OIIK 4.2
. OIIK 4.1, OIIK
2 KimHnuyeckasi XapakTepuCcTHKA HACJIEICTBEHHBIX 00/1e3Hel 42
OIIK 4.1, OIIK
2.1 XpoMOCOMHBIE 0OJIC3HH 42 i
29 Momnorennbie GOpMBI HACIEACTBEHHBIX 0OJIE3HEH (IMaToreHes, OIIK 4.1,0IIK
) KJIMHHKA, THArHOCTHKA, YaCTOTA B IOMIYJISIIMHI) 4.2
JlabopaTopHble MeTO/Ibl JUATHOCTUKH HACJIeACTBEHHbIX
3 paTop MBI L A OIIK 4.2
0os1e3Hel
3.1 [luToreHeTHYECKHE M MOJICKYISIPHO-TEHETHISCKIE METO b OIlK 4.2
32 bruoxuMuueckue MeTOIbI JUATHOCTHKH HacaeacTBeHHBIX 0omnesneit |OIIK 4.2
4 [MpoduaakTka HaCJeICTBEHHBIX 00JIe3Hel OIIK 4.2
4.1 MenuKo-TeHETHYECKOE KOHCYIbTUPOBAHHE OIIK 4.2
4.2 HeonatayibHbIA CKPUHUHT OIlIK 4.2
6. YueOHO-TeMaTH4YeCKUil IJIAH JUCHUIJINHBI (MOYJIs)
Tabnuya 4
B TOM 4YHCJIe
Kon npak |camoc |¢popm
Ne HaMMeHOBaHHe BCEr0 |TaKT |JIeK [CeM |THYe |TosATe |a Kon
pasaesia |pa3aesioB,TeM YacoB |(Hasi (M |MHA |CKHE |JIbHAsl |KOHTP |MHIAMKATOP
pado |u pbl |3aHs |padoT |0J4A a
Ta THA |a
3a4eT
CTHBI
1 I'eneTnka yeoBeka 6 2 2 4 3"; OIIK 4.2
onpoc
MomnexynsipHbie YCTHBI
1.1 OCHOBBI 3 1 1 2 " OIIK 4.2
HACJICICTBEHHOCTH onpoc
[uTonornueckue YCTH
1.2 OCHOBBI 3 1 1 2 18171 OIIK 4.2
HACJCACTBEHHOCTH onpoc




Kuannnyeckas 3a4er
) XapaKTepucTHKA 12 6 ) 4 6 yetHn |OIIK 4.1,
HAacJ1eICTBEHHBIX bIi OIIK 4.2
0oJ1e3Hell onpoc
CTHBI
21 XpOMOCOMHBIE 5 3 1 ’ ) g,; OIIK 4.1,
’ 0oJe3Hn OIIK 4.2
omnpoc
MoHorenHbie HOopMbI
HaCJIICACTBECHHBIX
60)‘[63§€I71 (marorenes yerust | OTIK
2.2 > 7 3 1 2 4 i 4.1,0IIK
KJIMHUKA,
omnpoc |4.2
JMAarHOCTHKA, 4aCTOTa
B MOMYJISINH)
JlaGoparopHble 3a4eT
3 METO/IbI INArHOCTHKH | o 5 1 4 4 YETHBL | st g s
HACJIEICTBEHHBIX i ’
00J1e3Hel onpoc
[{uroreHeTHUECKHE U YCTHBI
3.1 MOJIEKYJISIPHO- 7 3 1 2 4 i OIIK 4.2
TeHETUYECKUE METOIbI omnpoc
buoxumuyeckue
METO/Ibl IMATHOCTUKH YCTHD!
3.2 6 2 2 4 i OIIK 4.2
HACJICACTBECHHBIX
N ompoc
Oone3Heit
3a4er
IMpodunakTuka CTHBI
4 HAC/IEACTBEHHBIX 9 5 1 4 |4 . OIIK 4.2
0oJie3Hel
ompoc
Menuko-reHeTu4eCcKoe yerd
4.1 A 6 2 2 |4 biii | OIK 4.2
KOHCYJIbTUPOBAHUE
onpoc
HeonaranbHblii yeTHbL
4.2 7 3 1 2 4 i OIIK 4.2
CKpUHUHT
onpoc
Hroro: 36 18 6 12 18 3a4yet
7. YueOHO-MeTOANYeCKOe oOecrevyeHrne CaMOCTOATEIbHOM padoThI
o0yyarmmnxcs
Llens camocToATENbHON pPaOOThI OOYYAIOIIMXCS 3aKJIIOYAETCSl B TIyOOKOM,
[MOJTHOM
YCBOCHUH Yy4eOHOTO Marepuaja ¥ B Pa3BUTUM HABBIKOB CaMOOOpa30BaHMUS.
CamocTtosTenbHast paboTa BKIIOYaeT: paboTy C TEKCTaMH, OCHOBHOM W
JOTIOJTHUTEIIbHON JIUTEPATYPOH, y4eOHO-METOIMUECKUMHU MOCOOUSIMU,

HOPMATUBHBIMU MaTCpHajlaMHl, B TOM YHUCIC MATCpHUAJIaAMH I/IHTCpHeTa, a TaK¥XeE




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
Ne13466/PHJ11743/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» (ITnatdopma). JlonomHUTENbHBIN MOy b «BOBJIeUeHNE U pa3ielieHne
Ha TPYMIBDY;

- «MTC Jluax» (IImatdopma). Koudurypammss «Enterprise-150» (moroBop
PI'MVY26466 ot 05.04.2024r.)

14. CnpaBounas [IpaBoBas Cucrema Koncynwsrantllntoc (moroBop Ne 24-A/2024 ot
11.03.2024r.)

15. CucremMa 3anuThl NPUIOKEHUNW OT HECAHKIIMOHUPOBAHHOTO jocTyna Positive
Technologies Application Firewall (Zlorsop Ne520-A/2023 ot 21.11.2023 r.)

16. Cucrema MoHuTOpHHra cOOBITUI MH(MOPMaIIMOHHON Oe3onacHocTH Positive
Technologies MaxPatrol Security Information and Event Management (/{orsop
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

Cneuunanbaocts 31.08.17 JleTckast SHIOKPUHOIOTHS



1. Ilepeyenr kommnereHUuH, (opMHpPYeMBIX JUCHUIUIMHOH (IOJTHOCTBIO MU

YaCTUYHO)*

oowenpogpeccuonanvnuix (OIIK):

Konx n HaumeHoBanue NuaukaTop(bl) 1OCTHKEHUS
o01menpodecCHOHATIEHON KOMITETCHITUN obmenpodeccnoHaTbHOM KOMIICTCHITUN

OIIK-4

Crnioco0eH npoBOIUTh KIMHUYECKYIO
JMarHOCTUKY M 00CIIeI0BaHNE MAIIMEHTOB

2. Buabl OLEHOYHBIX MATEpPHATIOB B  COOTBETCTBHM ¢  ¢opMHpyeMbIMH

KOMIIETEHITHSIMH
HanmenoBanmue Buspl o11eHOUHBIX MaTepUaIoB KOJHWYECTBO 3aJaHUMI
KOMIIETEHIIUN Ha 1 KOMIIeTEeHIMIO
OIIK- 4 3ajaHusl 3aKPBITOrO TUIIA 25 ¢ 3TaJIOHaMU OTBETOB
3aaHusi OTKPBITOTO TUIIA: 75 ¢ >TaJlOHAMH OTBETOB
Bompocsr mist cobecenoBanust
CuTyanmoHHBIC 3aJ1a9H
OIIK-4

33)13]-[1/“[ 3aKpPbITOI'0o THIIA

3amanne 1. MuacTpykius: Beibepute oquH NpaBUIbHBIA OTBET.
deHoTunMUecKkue NpuzHaku cuaapoma KnaitHdenbrepa BKIIOYAIOT:
1. HU3KOPOCIOCTb, KPHIJIOBUIHBIE CKJIAJIKH KOKH B 00JIACTH 11I€H, MHOXKECTBEHHbIE
MUTMEHTHBIE POJUHKH, TUM(OCTa3, HOPOKH CEPIia U KPYIHBIX COCYI0B
2. BBICOKHI pOCT, TMIIEPTOHAA0TPOIHBINA THIIOTOHAIN3M, MUKPOOPXHUINU3M, OecIionne,
TMHEKOMACTHs, a300CTIEPMHUS
3. Mukpouedanus, MOIUIAKTAINSA, pacileInHa Iyobl 1 HeOa
4. mukpodTaneMus, pacuienuHa ryosl 1 Heba, MUKporedanus, MOJUIaK TS

Omanon omeema: BEICOKHI pOCT, TUIIEPTOHA0TPONHBINA TMIIOTOHAAN3M, MUKPOOPXHIN3M,
Oecruioane, TMHEKOMACTHS, a300CIepMUs

3amanwne 2. MuacTpykmus: Beibepute oauH NpaBUIbHBIA OTBET.
[Topok pa3BuUTHS, BCTpEUAIOLIUNACA KaK CAMOCTOSITEIbHO HACTIEAYEMbIH MOPOK C ayTOCOMHO-
JIOMUHAHTHBIM TUIIOM T€peIayu, TaK U KaK CUMIITOM MpHU APYTUX CUHIPOMAX, Ha3bIBAETCS

1. DxTpomakTuIus
2. Kpunropxuszm

3. Amnaszus OoJbIIOro Hajblia

4. T'mapouedanus

Omanon omeema: IKTPOAAKTUIUS
3ananue 3. UacTpyKkuus: BeiGepuTe 0H NpaBUIIbHBINA OTBET.
K xnmuHnyeckum npusHakaMm cuHapoma bekButa-Bunemana oTHOCAT
1. KpbLioBuaHbIe CKIIAJIKM HA 111€€, MOHTOJIOUIHBIN pa3pe3 Iiia3
2. Kopotkyto miero ¢ u30bITKOM KOKU U KPbUIOBUIHBIMU CKIIQAKAMHU

3. I'uneprenopusm

4. Bosbllyio Maccy MpH poKICHUH WU MOCTHATAIbHOE ONepexeHne (PU3NIecKoro pa3BuTUs

Omanon omeema: bonpbllyto Maccy npH POKIACHUH WM MIOCTHATAJILHOE OIEPEkKEeHHE

(u3M4YEeCKOro pa3BUTH




3ananue 4. Unctpykuus: Beibepute oauH npaBuIbHBINA OTBET.
ITokazaHus U1 IpOBEIECHUS KAPUOTUIIUPOBAHUSA:
1. 3anmepkka (pU3NUECKOrO U TOJIOBOIO Pa3BUTHS, TUIIOTOHA/IU3M, THIIOT€HUTATIU3M;
2. HapylIeHHe MyPUHOBOTO U MUPUMHIMHOBOTO OOMEHA;
3. mpuoOpeTeHHbIe AePopMaIiK TO3BOHOYHUKA U TPYIUHBI, TOMYTHEHUE POTOBUIIBL,
renaToCIIEHOMET allts;
4. mporpeaueHTHas yTpata IpuoOpEeTEHHBIX HABBIKOB, CYJOPOKHBIN CUHIPOM, CIIACTUYECKUE
napaauiu

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

3ananue 5. Unctpykuus: Beibepute oauH npaBuiibHbINA OTBET.
CHUMITOMOKOMIUIEKC, BKIIOYAIOLINNA MUKpOLE(aUIo, paciieInHy IyObl 1 HEOA, MOIUIAKTHIINIO
¥ MTOJINKUCTO3 NT0YEK, HAnboJIee XapaKkTepeH JUIs:

1. cunapoma DnBapaca;

2. cunapoma JlayHa;

3. cunapoma Bonbda-XupmixopHa;

4. cunnpoma llatay.

Omanon omeema: cuaapoma [laray.

3ananue 6. Unctpykuus: Beibepute oquH npaBuiibHbIN OTBET.
[oka3zanus /i npoBeeHUs] OMOXMMHYECKOTO UCCIIEI0BAaHMS HE SIBJISIOTCS:
1. 3ameprkKa MCUXUIECKOTO PAa3BUTHUS B COUCTAHHUH C MIPU3HAKAMH MOUYEKHCIIOTO TMaTe3a;
2. nerkast onuropeHus, 3aep>kKa MoJI0BOr0 CO3PEBAHNUS;
3. onurodpeHusi B COYETAaHUU C OOIICH TUCTIACTUYHOCTHIO;
4. MbllIeyHasi TUIIEPTOHUS, TUIIONMUTMEHTAIUS, 3a/IepPKKa MOTOPHOTO M PEYEBOT0 PA3BUTHSI.

Omanon omeema: nerxast ouroppeHus, 3aiep>kKka MojI0BOro CoO3peBaHU
3ananue 7. UncTpykuus: Beibepute oquH npaBuiIbHBIN OTBET.
[Toxa3zaHus U1 IpOBEIEHUS CIIEUATBHBIX OMOXMMUYECKHX TECTOB:
1. yMCTBEeHHast OTCTaIOCTh, BPOKCHHbIE TIOPOKH PAa3BUTHS Pa3IMUHbBIX OPIaHOB U CHCTEM;
2. IpUBBIYHOE HEBBIHAIIMBAHUE;
3. KarapakTa, renaToCIUICeHOMEraus, OTCTaBaHUE B Pa3BUTUU, HEOOBIYHBIN 3a1ax MOYU
4. MEpTBOPOXKICHUE B aHAMHE3€

Omanon omeema: KaTapakTa, reraToCriijiCHOMETalIksA, OTCTaBaHUEC B Pa3BUTUU, HEOOBIYHBIN
3arax MOo4u

3ananue 8. UncTpykuus: Beibepute oquH npaBuiibHbIN OTBET.
broxuMuyeckasi TMarHoCTUKa MoKa3aHa Ipu:
1. coyeraHuM 3aIEePKKU TICUXOMOTOPHOTO PA3BUTHSA C TUTIONMUTMEHTAIINEH i HEOOBIYHBIM
3amaxoM MOYH, TPOTPEJUEHTHOM yTPaYMBaHUH IPUOOPETEHHBIX HABBIKOB.
2. TUIIOTEHHUTAJIN3ME, THIIOTOHAN3ME,
Oecruionuu;
4. He BHIHAIIMBaHUE OEPEMEHHOCTH

[98)

Omanon omeema: COUYCTAHUU 3aACPKKHU IICUXOMOTOPHOTO pa3sBUTHUA C TUIOIHUTMCHTAICH 1
HEOOBIYHBIM 3aI1aX0M MOYH, HIPOTPCAUCHTHOM YTpadYBaAHUHN HpI/IO6peTeHHHX HaBBIKOB.



3ananue 9. UHcTpykuus: BeiGepuTe 01MH NpaBUIIbHBINA OTBET.

[Toxazanus A mpoBeeHUS] OMOXUMUYECKOTO HUCCIEA0BAHNUS:
1. MOBTOpHBIE Cily4an XpPOMOCOMHBIX MIEPECTPOEK B CEMBE;
2. oTcTaBaHME B (PU3MUECKOM PAa3BUTHH, F€NATOCIUICHOMETAUS, HETIEPEHOCUMOCTh KaKuX-
7100 MUIIEBHIX TPOTYKTOB;

. MHOKE€CTBEHHBIE BPOK/ICHHBIE TOPOKH Pa3BUTHS;

4. TOBTOpPHBIE CIIOHTAHHBIE A0OPTHI.

[98)

Omanon omeema: OTCTaBaHUC B (I)I/I3I/I‘{CCKOM Pa3BUTHH, T'CIATOCIINIICHOMCT AJIN,
HEMIEPCHOCUMOCTD KaKux-1100 IMUIICBBIX IMTPOAYKTOB

3amanne 10. UacTpykums: Beibepure oauH npaBIbHBINA OTBET. [[uTOreHeTnueckuii MeTo
SIBJISIETCS PEILAIOIINM JIJIsl JUATHOCTUKHU:

1. MOHOT€HHOH NaTOJIOTUH C U3BECTHBIM MEPBUYHBIM OMOXUMHUYECKUM J€(EKTOM;

2. CHHAPOMOB C MHO>KECTBEHHBIMH BPO>KJIEHHBIMU [TIOPOKAMU Pa3BUTHS;

3. XpOMOCOMHOM MAaTOJIOTHH;

4. MHOrO(haKTOpHBIX OOJIE3HEH

Omanon omeema. XpOMOCOMHOfI IIaTOJIOI'UH,

3ananue 11. Unctpykuus: Boeibepure ouH MpaBUIbHBIN OTBET.
Cexsenuponanue JIHK - sro:
1. upenTudukanus nociaenonarenbHocTu ocHoBanuit JJHK;
2. MHOTOKpaTHO€ IMOBTOpPEeHHUE Kakoro-nmubo yyactka JJHK;
3. Beigenenue parmenra JJ{HK, conepxariero u3ydaemslii re;
4. yBenuueHue yucia uccienyemsix ydactkon JJHK

Omanon omeema: naCHTUPUKALNS TIocheoBaTebHOCTH ocHOBaHui JIHK;

3ananue 12. Unctpykuus: Beibepure oluH NpaBUIBHBIA OTBET.
Jns nonydenus oopasuos JJHK He ncnons3yror:

1. KpoBB;

2. CBIBOPOTKY;

3. BOpCHHBI XOPUOHA;

4. 6uonTaThl KOXXKU, MBIIIL, IEYESHH.

Omanon omeema: BOPCUHBI XOPHOHa;

3ananue 13. UHcTpykuus: BeiGepure ouH NpaBUIBHBINA OTBET.
(heHoTUNHYECKUE TPU3HAKH CHHIPOMA KOIIAYbero KpUKa BKIFOYAOT:
1. HU3KOPOCIOCTb, KPHIJIOBUIHBIE CKIIAJIKU KOXKH B 00JIACTH II€H, MHOXKECTBEHHbIE
MUTMEHTHBIE POJMHKH, TUM(OCTa3, TOPOKH CEpIla U KPYIHBIX COCYI0B
2. mpeHaTagbHas TUIOIIIA3Usl, MUKpole]anus, mpeaypuKysipHbIe CKIIa K/, TUITOTOHUS
MBI, 3HAYUTEIHHOE CHI)KEHUE PEaKIMH Ha BHELTHEE Pa3IpaKEHHIE U CYAOPOKHbIC
MIPUIIAIKH
3. mpeHartaibHAas THITOIUIA3Us, HEOOBIYHBIH I1J1a4, TyHOOOpa3HOE JIMIIO0, MUKpOLedaus,
MBIIIEYHAs] THTIOTOHUS
4. MUKpO(TATEMHUS, PACIIEIHHA TYOBI U HeOa, MUKpoLehaus, MOTHIAK TS

Omanon omeema NpeHaTaIbHas TUIOIIA3Us, HEOOBIUHBIH I1J1a4, JIyHOOOpa3HOE JINLIO,
MUKpoledanus, MpllIIeuHas TUIIOTOHUS



3ananue 14. Unctpykuus: Boeibepure ouH MpaBUIbHBINA OTBET.

(enoTunuueckue npusHaku cuHapomMa Jlanrepa-I' manona BKIIOYAOT:
1. yMCTBEHHAas OTCTAJIOCTh, OTCYTCTBHE PEUH, aATAKCHs, IPUCTYIIbI OECIIPUUNHHOTO CMeXa
2. IpyUIEBUHBIN HOC, TUIIEPILIa3usl HIDKHEW YeNt0CTH, MHOKECTBEHHbBIE XPSIIIEBbIE
HK30CTO3bl, KOHMYECKUE SMU(PH3BI, 33/1€PKKa ICUXOPEUYEBOT0 Pa3BUTH, yMCTBEHHAS
OTCTaN0CTh

. nuccaHnedanus, 0cobeHHOe JIMI0, YMCTBEHHAs OTCTAJIOCTh

4. oXupeHue, MblIlIeyHasi TUIIOTOHUS, TUIIOTOHA/IN3M, MAJIEHbKUE KUCTH U CTOIIbI

(98]

Omanon omeema T’pymeBI/I)IHBII\/II HOC, TUIICPITIa3us HIKHEH YCIIOCTHU, MHOXCCTBCHHBIC
XpAMEBbIC 5K30CTO3bI, KOHUYCCKUC BHH(I)I/BBI, 3aACPIKKA IICUXOPECYCBOT'O pa3BUTHA,
YMCTBCHHAsA OTCTAJIOCTDH

3ananue 15. UncTpykuus: Beibepure oluH NpaBUIBHBIA OTBET.
YacTelil, OeCIpUUYUHHBINA CMEX, CHIELM(PUYHOE JIUIO C TPUMACON YIIBIOKH, TOBTOPSIIOIIUECS
KYKOJIbHBIE CTEPEOTUITHBIE IBUKEHHSI, OTCYTCTBUE PEUH — XapaKTEPHO JJIS:

1. c. Ilpanepa-Bunnu

2. c. Bunemana-beksura

3. c. Bunbsamcca

4. c. Aurenpmana

Omanon omeema c. AHTreIbMaHa

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 MAPAKINHUYECKUX METO0B
HCCIIe/IOBAHMUS,;
. KIIMHUYECKUX CUMIITOMOB, KOHIIEHTPAIlUX HOHOB HATPUS U XJIOPA B MOTOBOM KHUJIKOCTH;
4. XapakTepHBIX KIMHUYECKUX CUMIITOMOB, IaHHBIX AIEKTPOMHUOTPa(UN U OTIpeICTICHHUS

ypOBHS KpeaTHHUH(OC(HOKHUHA3HI B CHIBOPOTKE KPOBH.

(98]

Omanon omeema KINHAYECKUX CHUMIITOMOB, KOHIICHTPAallX HOHOB HATPHA U XJIOpa B
IIOTOBOM KUIKOCTHU

3ananue 17. UncTpykuus: BeiGepure oluH NpaBUIBHBINA OTBET.
JlnarHocTuueckrue KpUTEPUN MyKOBHCIIM103A!
1. XpoHn4eckne OPOHXOIKTa3bl, IPABOCTOPOHHEE PACIIONOKEHUE CEPALIA, XPOHUUECKHE
CHUHYCHUTHI;
2. rpyOble uepThl 111a, Kuockonnos, Aepopmarus rpyJuHbl, HU3KUNA POCT, MOPOK KJIallaHOB
cep/la, yMCTBEHHAs! OTCTaJIOCTh;
3. peuuIuBUPYIOIIME XPOHUYECKHE THEBMOHHUHU, HapylIeHHe (QYHKIUHU TOKENTy10UHON
&KeJe3bl, MaibabcopOIMs, OOMIIBHBIN 3JI0BOHHBIN CTYT,
4. 3anmep)kKa pocTa, MHOYKECTBEHHBIN JU30CTO3, IOMYTHEHHE POTOBUIIbI, IOBBIIIEHHAS
HKCKpeLUs TITIMKO3aMUHOTIIMKAHOB (MYKOIIOJIMCAXapUIOB) C MOYOM.

Omanon omeéema peUANBUPYIONINE XPOHUYECKIE THEBMOHUY, HApYIIIEHUE (PYHKIINH
MO/KEITY IOYHOM JKeJIe3bl, MaTbabCcopOIIHsl, OOMITHHBIN 3JIOBOHHBIN CTYII

3ananue 18. UHcTpykuums: Beibepure ouH NpaBUIBHBIA OTBET.
JluarHocTuueckue KpuTepun HelipopudpomaTosa:
1. BpOKIEHHBII NOPOK CEPALIA U TOPOK Pa3BUTHUA JTyYEBOM KOCTH U €€ TPOU3BOIHBIX;



2. MHO>KECTBEHHbIEC MUTMEHTHBIE MATHA HAa KOXKE, OMyXOJIU KOKHbIE, TOJKOKHbBIE U TIO X0y
HEPBHBIX BOJIOKOH, CKOJINO3, TJIMOMBI 3pUTEIILHOTO HEPBA,;

3. cebopeifHbIe aIeHOMBI Ha MIEKaX, IEMUTMEHTUPOBAHHEIE MTHA, «KO(EHHbIE» TATHA,
CyJIOpOTH, YMCTBEHHAsI OTCTAJIOCTH;

4. aHeMus, TenaToCIICHOMeralus, «OallleHHbI Yeperl, BOISHKA MJI0/1a.

Omanon omeema MHOKSCTBEHHBIC IINTMEHTHBIC IIATHA HA KOXK€, OITYXOJIU KOKHBIC,
IIOAKOKHBIC U 11O XOAY HEPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIBHOT'O HEPBA

3ananue 19. Unctpykuus: BeiGepure oluH NpaBUIBHBIA OTBET.
JlnarHocTuuecKue KpuTepun (PeHUIKETOHYpUU:
1. nBOMCTBEHHOE CTPOCHUE HAPYKHBIX MOJIOBBIX OPraHOB, PBOTA, AETHApaTALIMS;
2. mporpeccupylomue 6Je1HOCTh U TUIOTPOQHs, CINIEHOMETaJIHsl, BEICTYAOINE CKYJIbI U
JI0OHBIE OYTPHI, «OAIICHHBIN) Yepen, aHEMUSI;
3. MHOXXECTBEHHbIE IUT'MEHTHBIE ISITHA HA KOXKE, OMYyXOJIN KOXHbIE, TOJIKOKHBIE U 110 X0y
HEPBHBIX BOJIOKOH;
4. oTcTaBaHME B ICHXOMOTOPHOM Pa3BUTHU, MUKpoOLEe(aIns, TUIIONMUIMEHTALHsI BOJIOC U
KOXH.

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

3ananue 20. Unctpykuus: Boeibepure ouH MpaBUIbHBINA OTBET.
Juarnoctuueckue Kputepuu cuHapoma Mapdana:
1. orcTaBaHMe B ICUXOMOTOPHOM Pa3BUTHUH, MUKpoOLe(danus, THIIONUT MEHTALHS;
2. MOJABBIBUX XPYCTaJIMKa, TUIEPIIOABHKHOCTh CYCTaBOB, BOPOHKOOOpa3HOE B/IaBJICHHUE
I'pYyJIUHBI, BBICOKMIA POCT, aHOMAJIbHBIH POCT 3y0O0B;
3. YMCTBEHHas OTCTAJIOCTh, MAKPOOPXUAU3M, JTMHHOE JIULIO, BHICOKHUH J100, MaCCUBHBIN
0100POI0K, OTTONBIPEHHBIE YIIIH.
4. T'uneprenopusm, OpaxugaKkTHINS, KpUOTOPXU3M, HU3KUH POCT, TaX0Bas IpbhKa yMepeHHas
YMCTBEHHAsI OTCTAJIOCTb

Omanon omeema NOABBIBUX XPYCTaINKa, THIIEPIIOABIKHOCTh CYCTaBOB,
BOPOHKOOOpPA3HOE BJIaBJICHUE TPYAHHBI, BEICOKUH pPOCT, aHOMAJILHBIN pocT 3y0oB

3amanue 21. UacTpykus: Beioepure ouH NpaBHIIbHBINA OTBET.

JlnarHoCTUYECKNE KPUTEPUU alpEHOTEHUTAIBHOTO CUHIPOMAL!

1. runeprenopusm, OpaxuaakTUINS, KpUOTOPXU3M, HU3KUI POCT, TAXOBbIE TPHIKH, YMEPEHHAs
YMCTBEHHAsI OTCTAJIOCTb;

2. rOHaJpl IPEICTaBICHbI IMUKaMH, HApYKHbIE MTOJIOBBIE OpraHbl COPMHUPOBAHBI 110
KEHCKOMY THILY, BTOPUYHBIE T0JIOBbIE IIPU3HAKU HEIOPA3BUTHI, KapuoTun 46, XY

3. mporpeccupyolas BUpUIN3alus, yCKOpeHHOE COMaTHYECKOE Pa3BUTHUE, MTOBBIILICHHAS
9KCKpEeLUs TOPMOHOB KOPbI HaIIIOUYEYHHUKOB;

4. yMCTBEHHasi OTCTaJIOCTh, MAKPOOPXUU3M, OTTONBIPEHHBIE YIIIH, JUIMHHOE JIUIIO,
MacCCHBHBIH 110100POIOK.

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

3ananue 22. Unctpykuus: Beibepure oiuH NpaBUIbHBIA OTBET.
OTHOJOrMUYECKUE FeHeTHYeCKHe (GakTOpbl PU MyJIbTH(HAKTOPHATILHON MAaTOJIOTUU:
1. nmelicTBHe NBYX ajlIesneil reHa OJHOro JIOKYyCa;



2. MHUKpPOJEJENNU U IPyThe MUKPOIIEPECTPOHKN KaKOH-TM00 XpOMOCOMBI;

. 3¢ (eKT eTMHUYHOTO TeHa;

4. anauTUBHBIN 3((HEKT MHOTHUX F€HOB C Pa3IMYHBIM OTHOCUTEIBHBIM BKJIAJIOM Ka)JIOTO B
MaToreHe3

[98)

Omanon omeema agAUTUBHBIN Y(PPEKT MHOTHX TEHOB C PAa3JIMYHBIM OTHOCUTEITHLHBIM
BKJIAJIOM Ka)KJIOTO B IATOTE€HE3

3ananue 23. UHcTpykuus: BeiGepure oluH NpaBUIBHBINA OTBET.

OnHO U3 yCIIOBUH MPOBEICHUS MAaCCOBOTO0 OMOXUMHUYECKOTO CKPUHUHTa HOBOPOKICHHBIX

HU3Kas 4acToTa reHa 0OJIe3HU B MOMYJISIINH;

. OTCYTCTBHE METOJIOB ITATOT€HETUICCKOTO JICUCHUS;

3. Hanmuuue OBICTPOTO, TOYHOTO, MPOCTOTO B BHIMOTHEHUH U HEIOPOTOr'0 METO/IA TMATHOCTUKH
OMOXUMUYECKOTO Ne(heKTa;

4. BBIPaKEHHBIN KIMHUYECKUI MOMUMOpPU3M O0IE3HU.

N —

Omanon omeema Hanmu4Kue OBICTPOTO, TOYHOTO, IPOCTOTO B BBHITIOJHEHUHU U HEJIOPOTOTO
METO/1a TMarHOCTHUKH OMOXUMHUUYECKOTO eeKTa

3ananue 24. Unctpykuus: BeiGepure oluH NpaBUIBHBIA OTBET.
K ximHnYecKuM NposBICHUSM CUHIpOMaA Jnepca-JaHino OTHOCUTCS:
. BolpaskeHHas yMCTBEHHass HEZJOCTaTOYHOCTD
. I'mnornukemus
. IIatronornyeckast XpynkocTb TKaHEH
. I'emopparuueckuii cuHIPOM

AW =

Omanon omeema Ilaronornyeckas XpynkocTb TKaHeH

3ananue 25. UncTpykuus: Boeibepure ouH MpaBUIbHBIN OTBET.
3aziepkKa pocTa, COIPOBOXKAAIOIIASACS JaKTATAIlMI030M U HHCYJIBTONOAO00OHBIMU SIIU30/1aMU
XapakTepHa JJIs:
1. MykoBucumumosa
2. MUTOXOHIpUAIBHOTO 3a00JIeBaHUS
3. I'MuKoreHo30B
4. Heiipopubpomarosa
Omanon omeema MUTOXOHAPUATEHOTO 3a00JI€BaHUS

OIIK- 4:

3aiaHusi OTKPBLITOrO THIIA:

3aganue 1 OnpeneneHue NOHATHS XPOMOCOMHBIX OoJie3Hel

OtajioH oTBeTa: XPOMOCOMHBbIE OoJIe3HHM - Oombllas rpynmna HacjeICTBEHHBIX Ooyie3Hell ¢
MHOXECTBEHHBIMU BPOXICHHBIMHU MTOPOKAMH PA3BUTHS. B MX OCHOBE JIeKaT XpOMOCOMHBIE WU
TCHOMHBIE MyTallul. JTH J[Ba Pa3sHBIX THIA MYTAlMid JJIs KPATKOCTH OOBEAWHSIOT TEPMHUHOM
«XPOMOCOMHBIEC aHOMAITIN

3aganue 2 OnpeneneHne TOYKOBBIX MyTaIui

Omanon omeema OAHOHYKICOTUIHbIE 3aMEHbl U HEOOJbIIUE JEIECLUU MOXHO OINpPEENUTh C
nomMomeio rubpuauzanmuu obopasua JIHK ¢ amnenscnenuduyHbIMEA - OJUTOHYKJICOTHIHBIMU
npobamu U TpoBeeHus awienbenenuduueckon [P, /s nposeaenus duroopecentron TP,
B KOTOPOM Qe OyayT OTJIMYaThCs IBETOM (DIIOOPECIEHIMH, MOXHO M0100paTh



YHHUBEPCAJIbHbIE TIPAUMEPBI U ajlIelbCrenu(uunbie 3006l Ecin amienscnenupuunbie mpoosl
1oJ00parh CTHIK B CTHIK, @ WX KOHIIbI CHAOJUTh YHUBEPCAILHBIMU MPAMMEPAMH, TO MOKHO
IPOBECTU MPOCTYIO WIM MYJBTUIUIEKCHYIO JIMTa303aBUCUMYI0 aMIumipukanuio. Kpome Toro, B
OOJIBIITMHCTBE CIy4YaeB C MOMOIIBI0 KOMITBIOTEPHOT0 aHanu3a nocienoBarenbuoctu JJTHK MoxxHO
OOHAPYKUTh, YTO UCCIEAYEMBIN TOITMMOP(HU3M H3MEHSET TOCTIEN0BATENBLHOCTD, CIIENUDHIHYIO
IS OJTHOU U3 COTEH M3BECTHBIX B HACTOSLIMM MOMEHT GAKTEPUATBHBIX PECTPHKTA3

3ananue 3 OnpeaeneHrue NpoTsHKEHHBIX DA (5100707

Omanon omeema. IIpOTSHKEHHBIE JEIEIUH - OJHU U3 CAMBIX CIOKHBIX MyTallul HE TOJIBKO JJIs
MOMCKa HOBBIX, HO U JJI ONPEJEICHUS B JUArHOCTUUYECKHUX IIENISIX YK€ M3BECTHbIX. YacTo ux
OTIPECIISIOT 10 OTCYTCTBUIO THOPUAM3AIIMOHHOTO CHTHAJIA WM €r0 OCIIA0JICHUIO B Pa3IMYHBIX
MPWIOKEHUAX - OT THOpuau3anuu no Cay3epHy A0 aHaJIU3a IUTOTCHETUUECKUX MPENapaToB ¢
HOMOIIBIO  (DIIFOOPECHEHTHBIX 30HAOB. J[I KIMHMYECKOW JMATHOCTHKU —Ppa3padaThIBAOT
MeTomuKH Ha ocHOBe IT1[P ¢ OLleHKOM CPaBHUTENEHOM HHTEHCHBHOCTH MOJTy9a€MbIX AMILTUKOHOB.

3aganue 4 OnpeneneHue TaHAEMHbBIX TOBTOPOB

Omanon omeema: JIns omnpeneneHus] YUCla TaHIAEMHBIX MOBTOPOB B OOJBIIMHCTBE CIydacB
JIOCTATOYHO MPOBEICHUS aHalKM3a MoJIuMop(du3Ma THHBI aMIUTU(UIIMPOBAHHBIX ()PArMEHTOB C
MOMOIIBIO 3TIeKTpodope3a B aKpUIIAMHIHOM Telie WM KamwuIspHOro 3ekTpodopesa. Pexe
TpeOyeTCsl HCIIOJIb30BaHUE THOPUIM3AIIMOHHBIX TEXHUK, TAKUX Kak TuOpuan3anus mo Cay3epHy.

3amanne 5 CpaBHuTeNbHas reHoMHas ruopunuzanus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — xoHKypeHTHas rubpuau3anus in situ Ha HOPMaJIbHBIX MeTa(a3zHbIX
IUTACTHHKAX 3/10pOBOro yesoBeka AByX reHoMHbIXx JJHK-6ubnuorek. OnHa n3 HUX MoiydyeHa U3
aHAJIM3MPYEMOU TKAHW, BTOpas — W3 KOHTPOJBHOTO 00pasua, B3ATHIX B OIKBUMOJIAPHBIX
KOJINYECTBAX W MEUEHHBIX pasHbIMHU Quiroopoxpomamu. CoBpeMeHHbIE MOAM(UKALNN METo/a
MIO3BOJISIFOT TPOBECTH THUOPUAM3ALMIO HE TOJBKO Ha MeTada3HBIX XpPOMOCOMax, HO M Ha
MHUKPOUHIIAX, MPEACTABIEHHBIX Ha0opamMu KiIoHupoBaHHbIX (parmMentoB JIHK. Takon BapuanTt
rubpuausanun nssecten kak Marpuunas CGH (array CGH). Mctounukom ananusupyemon JTHK
MOTYT OBITh JTIOOBIE AAPOCOAEPIKAIIUE KIETKH OPraHU3Ma: TUM(OLHTHI eprPepHIECKOr KPOBH.
(GubPO6IACTLI, KIETKM aMHUOTHYECKOW JKHUAKOCTH M XOPUOHA, OTIENbHbIE OJACTOMEPHI HIIH
TNOJIAPHBIE TEJbIA, & TAKXKE OOpaslbl ONMyXOJEBOM TKaHW. J[sl MCCIENOBAHUS MOKET OBITh
JIOCTYNIEH W apXWMBHBIA Marepuall, 3aMKCHUPOBAHHBIM B (OPMAIMHE M 3aKJIIOYEHHBIM B
napadunoBbie 6110KH, B kauecTBe uctoununka JIHK 11st KOHTPOIbHON OUOIMOTEKHU, KaK IPABHUIIO,
HCIIOJIB3YIOT TMM(OLMTHI TEPU(EPHIECKON KPOBU MY>KUHMHBEL.

3amanne 6 ['eHbl TPeapaconoKEeHHOCTH

Omanon omeema: I'eHbI MPEAPACTIONOKEHHOCTH — 3TO MYTAHTHBIE T€HBI (aJIeNn), KOTOPHIC
COBMECTHUMBI C POXKJIEHHEM M >KM3HBIO B IOCTHATAJBLHOM IIEPHOJIC, HO TPH OMpee- JCHHBIX
HEOMArONMPUITHBIX YCIOBUSAX CIIOCOOCTBYIOT PA3BUTHIO TOTO WJIM HHOTO 3a00JIeBaHUS

3ananue 7 Metog Macc-CieKTpOMETpHH.

Omanon omeema: MeToa Macc-CIIEKTPOMETPUU OTHOCHTCS K TOHKUM (PU3MYECKUM METOJaM U
OCHOBaH Ha U3MEPEHUH OTHOIIECHHUS MACChI 3apsHKEHHBIX YaCTHI (MOHOB) K UX 3apsiny . B kauecTBe
MaTpHULlbl, KOTOpas MojaBepraercs jazepHoMy obOmydenutro (MALDI), BbicTynmaroT MoJieKyJIbl



JHK, B KOTOpBIX 1100bIe U3MEHEHHUs (MyTalMH, aJJIeJIbHbIe BAPUAHTHI) MIPUBOAST K U3MEHEHHUIO
Macchl. MeTo TOCTaTOYHO TPYIA0EMOK, TpeOyeT BRICOKOKBATH(DHUIIMPOBAHHOTO MepcoHana. B To
7K€ BpEMs METOJ 06J1a11aeT U pAaAOM HECCOMHCHHBIX MMPECUMYIICCTB: TO3BOJISACT IIPOBOJUTL aHAIN3
oonpmoro uncna JJHK-ipo6 ¢ BEICOKOM CKOPOCTBIO U MPOU3BOIUTEIBHOCTEIO.

3aganue 8§ AHOMAJIMM MOJIOBBIX XPOMOCOM

Omanon omeema: AHEYIJIOWIUU TIO TIOJOBBIM XPOMOCOMaM, KaK MPaBUJIO, XapaKTEPHU3YIOTCS
0ojee MATKUMU KIMHUYECKUMH CUMITOMaMU 110 CPaBHEHHIO C TUCOATaHCOM YHMCIa ayTOCOM. Y
YEeIOBEKa OHM IIPEACTABIEHBl MOHOCOMHMEM IO XPOMOCOME X M Pa3jMYHBIMU BapUAHTAMH
TIOJMCOMMH TI0 TIOJOBBIM XPOMOCOMaM. IT0IMCOMMH IO TIOJOBBIM XPOMOCOMaM  ITO GoJbILas
Ipylma  XpOMOCOMHBIX  OOJIE3HEH,  NPEJCTABICHHAs  Pa3IMYHBIMU  KOMOMHALMAMM
JOTIOTHUTEIBHBIX X- WIM Y-XpPOMOCOM, a B CIydasX MO3aullM3Ma - KOMOWHAIUAMH DPa3HbIX
KIOHOB. OOmIas 4actora MOJMHCOMHH MO X- WU Y-XpOMOCOMaMm CpeId HOBOPOXKIECHHBIX
coctapisgeT 1,5:1000-2:1000. B ocaHoBHOM 310 moiucomuu XXX, XXY m XYY. Mo3anunsie
(hopMBI cOCTaBIISIIOT MpuMepHO 25%

3aganve 9 KIMHUKO-LIMTOT€HETHYECKash XapakTepUCTHKa cuHApoMa CHUHAPOM TpUILIO-X
(47,XXX)

Omanon omeema: Cpenu HOBOPOXKIACHHBIX JEBOYEK 4YacToTa cuHapoma coctasisier 1:1000.
Kenmuuel ¢ kapuotunoM XXX B MOJHOM WM MO3aWYHOM BapUaHTE MUMEIOT B OCHOBHOM
HOPMaJIbHOE (PM3UYECKOE M IICUXMYECKOE DPAa3BUTHE, OOBIYHO BBIABISAIOTCS CIy4auHO IPH
oOcienoBaHuu. OTO  OOBSCHSETCS TeM, UYTO B  KIETKax JBe  X-XpOMOCOMBI
reTepoXpOMaTUHU3UPOBAHBI (JBa TEJbla MOJIOBOIO XpOMaTHHA), a PYHKIIMOHUPYET JHILb OHA,
KaK M y HOPMaJIbHOM JKeHIIMHBL. Kak MpaBuiio, y sKeHIUHbI ¢ KapHOTHIIOM X XX HET OTKIIOHEHUH
B TIOJOBOM pa3BUTUH, OHA UMEET HOPMAJIbHYIO IUIOJOBUTOCTb, XOTS PHUCK XPOMOCOMHBIX
HapyLIEHHH Y TOTOMCTBA U BOSHMKHOBEHUS CIIOHTAHHBIX a00OPTOB MOBHINIEH. MHTEIIEKTyalbHOE
pa3BUTHE HOPMAIILHOE WJIM Ha HIDKHEH TPAHUIIE HOPMBL. JIUIIb Y HEKOTOPBIX JKEHIIUH ¢ TPHILIO-
X eCTh HapylIeHHsl PENPOLYKTHBHOM (YHKIUM (BTOpPHUYHAS aMEHOpEs, IUCMEHOpEs, PaHHIs
MEeHOTay3a u Jp.).

3amanne 10 Knuauko-miuToreneTnyeckas xapakrepuctuka cuaapoma Cuanpom Knsiidhensrepa
Omanon omeema: DTOT CUHAPOM (B IOJHOM U MO3aMYHOM BapHAHTaX) BCTPEYAETCS C YACTOTOM
1:500-750  HOBOpOXXIOEHHBIX  ManbuukoB. [IpucyrcTBHE  Y-XpOMOCOMBI  OmIpenemnser
(dopMHupoBaHHE MYXKCKOro moia. J[o mepuoaa mojoBOrO CO3pEBaHMS MAIbUYUKH Pa3BUBAIOTCSA
TI0YTH HOPMAJILHO, JIMIIL ¢ HEOOJIBIINM OTCTABAHUEM B IICMXUYECKOM Pa3BUTHH. | eHETHYECKUM
AUCOANAHC B CBS3HU € 100aBOYHOM X-XpOMOCOMOU KIMHUYECKH TIPOSBIISETCS B IEPUOJL TTOTIOBOTO
CO3PEBAHUS B BUJIE HETOPA3BUTHSI AMUEK U BTOPUUHBIX MY’KCKHUX MOJIOBBIX IPU3HAKOB. bosbHbIE
MMEIOT BBICOKHH POCT, )KEHCKUH THII TEJIOCIOKEHHUS, THHEKOMACTHIO, CIIa00€ OBOJIOCEHHUE JINIIA,
MNOJIMBIIICYHBIX BHAAUH U JOOKa. SIMUKM yMEHbBIIEHBI, TUCTOJOTHYECKH OOHAPYXUBAIOTCS
JIereHepalysi TePMUHATUBHOIO DJIUTENUsS W THAIMHO3 CEMEHHBIX KAHATHKOB. bosbHBIE
OeCIuIoIHBI (a300CTIEPMUS, OJTUTOCTIEPMUS ).

3apanue 11 Knunuko-uurorenernueckas xapakrepuctuka cuaapoma Cunapom llepemeBckoro-
TepHepa

Omanon omeema: ITO eAMHCTBEHHAs (popMa MOHOCOMHHU Y KHUBOPOXKIeHHBIX. He menee 90%
3ayatun ¢ Kapuotunom 45,X aGoprupyercss crnontanHo. Monocomust X cocrasuser 15-20%



CpeaM BCceX aHOMAJIbHBIX KapuoTUIOB abopTycoB. YactoTta cunapoma lllepemesckoro-Tepuepa
paBHa 1 : 2000-5000 HOBOpOXIEHHBIX AeBOYEK. LluToreHeTHka CHUHIpPOMa MHOroOoOpa3Ha.
Hapsity ¢ MCTHHHOM MOHOCOMHEM BO BCeX KieTkax (45,X) Bcrpewarorcss apyrue (GopMbl
XPOMOCOMHBIX AHOMAJIUM MO TOJOBBIM XPOMOCOMaM. DTO JAENEHMU KOPOTKOrO MM UIMHHOTO
mieda X- XpoMocoMbl [46,X.Xp-; 46,X,Xqg-], uzoxpomocombl [46,X,i(Xq); 46,X,1(Xp)],
KOJIbIIEBBIE XpoMO- coMbI[46,X,R(X)], a Taxke paznudyHble BapuaHThl Mo3aunu3ma. Jlummb 50-
60% nanuenTok ¢ cunapoMoM lllepemeBckoro-TepHepa UMEIOT MPOCTYIO MOJIHYI0 MOHOCOMHIO
(45,X). Enuncrennas X-xpomocoma B 80- 85% cinyuyaeB nMeeT MaTepHUHCKOE MPOUCXOKICHHE
u juiib B 15-20% - oToBckoe. B ocTanbHBIX ciyyasx CHHAPOM 0OYyCIIOBIEH pa3HOOOpa3HbIM
moszaunmsmMoM (B nenom 30-40%) u Gojiee peaKMMM BapMaHTaMH JEJIELHH, HU30XPOMOCOM,
KOJIBLIEBBIX XpOMOCOM. KIIMHMYECKH CUHAPOM IPOSBIIAETCS B 3 HAIIPABJICHUAX: * TUIIOTOHAU3M,
HEJ0pa3BUTHUE TOJOBBIX OPraHOB M BTOPHYHBIX MOJIOBBIX MPU3HAKOB; * BPOXKJEHHBIE MOPOKU
pasBuTHs; * Hu3KMH pocT. CO CTOPOHBI TIOJOBOHM CHCTEMBI OTMEYAKOTCS OTCYTCTBHME TOHA
(areHe3ust roHaj), TUINOIUIA3Msl MAaTKU M MaTOYHBIX TpyO, NEpBUYHAs aMEHOpPEes, CKYyJIHOE
OBOJIOCEHHE JIOOKA U MTOIMBILIEYHBIX BIIA/IUH, HEIOPA3BUTHE MOJIOYHBIX XKeJle3, HeJ0CTATOUHOCTh
3CTPOreHOB, U30BITOK TUIIO(U3APHBIX TOHAAOTPOIHUHOB.

3ananuel2 YucnoBble HapyLIEHUS AyTOCOM.

Omanon omeema: C KINMHAYECKOW TOYKH 3PEHUS. YKCIOBBIC HAPYLICHHS AyTOCOM
XapaKTEepU3yIOTCS CIIEAYIOIMMU OCHOBHBIMM MPU3HAKAMU: -BHYTPUYTPOOHAsl M MOCTHATAJIbHAas
3a[€pKKa POCTA; -KOMIUIEKC IUCMOP(OHYECKUX HApYIIEHHH, OCOOEHHO aAHOMAIMH JIUIIA,
JIUCTAIIBHBIX OT/IEJIOB KOHEYHOCTEW W IOJIOBBIX OPraHOB; -BPOXKICHHBIE MOPOKH DPasBUTHs
BHYTPEHHUX OPTraHOB, Yallle BCEI'0 - MHO)KECTBEHHBIE; -HAPYLIEHUSs! YMCTBEHHOT'O pa3BUTHUs. XOTA
NPUCYTCTBHE JIOOOM M3 3THX YETHIPEX IPYIII NMPU3HAKOB HE CYUTAIOT OOA3ATENBHBIM MPH TOM
WJIM MHOM CHHJIPOME, YMCTBEHHAS OTCTAIIOCTD - OJIHO U3 HaMOO0JIee TUITMYHBIX HAPYLICHHUH.

3amanue 13 KiumHuko-uMroreHermdeckass XapakTepucTuka cuHzapoma JlayHa (Tpucomus
XpoMOCOMBI 21).

Omanon omeema: Hambonee pacmpocTpaHeHHOE XpOMOCOMHOE 3a0osieBanue. [lomynsimnonHas
gacTtoTta coctasisieT 1:600-700 HOBOpo)IeHHBIX. [luTOreHeTnUeckne BapuaHTsl cuHApoma JlayHa
pasnoo6pazubl OcHOBHYIO 100 (10 95%) COCTaBIAOT Cilydad IOJHOM Tpucomuu 21,
BO3HHMKAIOIME BCIEACTBHE HEPACXOKIEHHS XPOMOCOM B MEHMO3€. BKIaJ MaTepUHCKOTro
HEepacxXokJeHUs B rametrudeckue (Gopmel 6ose3nu coctasiseT 85- 90%, a OTLOBCKOTO - TOJIBKO
10-15%. ITpumepHO 75% HapyLIEHUH BO3HUKAIOT B [IEPBOM JIEIICHUH MEN03a Y MATEPH M TOJIBKO
25% - Bo BTOpoM. OKO0II0 2% J€eTer ¢ CUHAPOoMOoM JlayHa MMEIOT MO3anyHbie (POPMBI TPUCOMUH
21 (47,+21/46). IIpumepro 3-4% OONBHBIX MUMEIOT TPAHCIOKALMOHHYIO (POPMY TPHCOMHH MO
THIy POOEPTCOHOBCKMX TPAHCIOKALMUA MEXIY aKpPOLIEHTpHYECKUMHU Xxpomocomamu (D/21 wu
G/21). Oxono OJHOW YETBEPTH TPAHCIOKALMOHHBIX (OPM HACIEAYIOTCA OT POJMTENEH-
HOCHTEJIEN, TOT/IA KAK TPU YETBEPTH MX BOHUKAIOT de novo. OCHOBHBIE KIMHUYECKUE TIPU3HAKH
CHUHIPOMA: THIIMYHOE IUIOCKOE JIMIO, Opaxunedains , aHOMaIKMK Tia3 (MOHIOJIOUIHBIM Pa3pes
IJ1a3, SMUKAHT, NATHA Bpyniduibaa, paHHss KaTapakTta , MUOIHS ), OTKPBITBIM POT, aHOMAJIUH
3y0OB, KOPOTKMU HOC, IUIOCKas MEPEHOCHIIA, U30BITOK KOXKH Ha Ilee, KOPOTKUE KOHEYHOCTH,
nonepevHas YeTbIpEXNaableBas JaJ0HHAs CKJIAAKa, NIMPOKAM NPOMEKYTOK Mexay 1 u Il
nagblaMu CTOMbI. V3 MOPOKOB BHYTPEHHHMX OPIraHOB YacTO OTMEYAIOT BPOXKICHHBIC MOPOKU
cepaua  (edEKTBl  MENOKETYIOUYKOBOM M MEXKIPEICEPIHON  IIEPETOPOJIKH,  OTKPBITHIM



aprepuanbibin  mpotok) u  JKKT, KoTOpele B 3HAYMTENBLHOM CTENEHH  ONPEAEISIOT
IPOIOJKUTEIBHOCTD KU3HH MAIIMEHTOB ¢ CUHAPOMOM JlayHa. BonbIIMHCTBO GOJIBHBIX CTPAAAIOT
YMEPEHHOM MJIM TSDHKEJION CTENEHBI0 YMCTBEHHOU OTCTAJIOCTH. Bosiee MArkue (peHOTUINYECKHE
NpU3HAKU XapaKTEpHbI 715 MallMEeHTOB C MO3aUYHBIMU (hOpMaMU CUHApPOMA.

3aganue 14 KnuHHKO-IIMTOreHETUYECKas XapaKTepucTuka cuaapoma Ilaray.

Omanon omeema: TlomynsiuoHHas yacToTa Bapbupyer B quanaszone 1:7800-14 000. 3ab6oneBanue
BO3HUKAET MPEUMYIIECTBEHHO BCJIEICTBUE TPHUCOMHUU XPOMOCOMBI 13, Kak mpaBuio,
MaTEPUHCKOTO MPOUCXOXKAeHHs. KpoMe TOro, pa3BUTHE CHHIPOMa MOXKET OBITh CBSI3aHO C
TPAHCIOKAIIMOHHBIMH BapuaHTaM# (POOEPTCOHOBCKHE TPAHCIOKAIINH), MO3AHYHBIME (DOpPMaAMH,
JOMIOJHUTENBHOU KOJIBLEBOU XpoMocomon 13 u u3oxpomocomamu. Knunndecku cunapom Ilatay
XapaKTepU3yeTcs MUKponehanuet, paculeIMHAMI BEPXHEU T'yObl U HEOA, HU3KO MOCAKEHHBIMH
ne(OPMHUPOBAHHBIMH YIIHBIMH PAKOBMHAMH, MHKPOT€HHMEH, THIIOTEIOPU3MOM, IUCILIA3HEH
CETYATKH, MOJMAAKTHINEHN, TONEPEYHON JIaJOHHON CKIIAJKOM U MHOYKECTBEHHBIMU MOPOKAMM
BHYTPEHHUX OPTaHOB: BPOXKJIEHHBIMU MOPOKaMH cepima (IedeKTbl Meperopopok M KPYIHBIX
COCYZIOB), HE3aBEPIICHHBIM TIOBOPOTOM KHUIIEUYHUKA, MOJMUKHCTO30M TOYEK U YABOCHHUEM
MoueTouyHuka. OOHapyKUBAIOT KPUMNTOPXU3M, THUIIOIUIA3MIO0 HAPYXKHBIX IOJOBBIX OPraHOB,
YIBOEHHME MATKH U Biaranuma. s 1eTer XxapakrepHa riy0okas uauotus. IIpoJonKuTebHOCT
KU3HU, KaK MIPABUIIO, COCTABIISIET 2-3 MEC U PEJIKO JOCTUTAET OJTHOTO Iojia.

3amanne 15 KnuHuko-1uToreHeTnyeckas XxapakTeprucTuKa CHHApomMa DiBapca.

Omanon omeema: llonynsiuumonHas dactora coctasiser 1:6000-8000 ciydaeB. Bropoe mo
pacnpocTpaHeHHOCTH Tmociie cuHapoMa JlayHa XpomocomHoe 3a0osieBaHue. bOJBIIMHCTBO
caydaes (90%) cBA3aHO ¢ TOIHOU (GOPMOM XPOMOCOMBI 18, BO3HHKAIOIEN BCJIEACTBHE OIIMOOK
TIIEPBOTO JEJIEHUS MEHO03a y MaTepH. TpaHCIOKAIMOHHBIE BapMaHTHI PETMCTPUPYIOT KpamHe
penxo. KpuTuyeckuH peruoH, OTBETCTBEHHBIM 3a (HOPMHPOBAHHME OCHOBHBIX KIMHUYECKUX
IIPU3HAKOB CUHAPOMA, - cerMeHT 18q11. HoBoposkieHHBIE ¢ CHHIpOMOM DBap/ica UMEIOT MAITyt0
maccy Tena. OCHOBHBIE JMAarHOCTUYECKHWE TPU3HAKM 3a00JeBaHMSA:  JoJuxouedanus,
TUIIEPTETOPU3M , HU3KO MOCAKEHHBIE YIIIM aHOMAILHOM (POPMBI, MUKPOTHATHS , MUKPOCTOMHS M
CKOLIEHHBIM MOAOOPOMAOK. BO3MOXHBI aHOMANWKM DPa3BUTUS KOHEYHOCTEM, OTCYTCTBUE
JUCTATLHON CKJIAJKM Ha MHU3HMHIE W TUIIOIUIa3us HOTTeW. M3 MOPOKOB BHYTPEHHUX OPraHOB
XapaKTEPHBIMH ~ CYUTAIOT KOMOWHHUPOBAHHBIE TIOPOKH  CEPAEYHO-COCYAUCTOM  CHCTEMBI,
HE3aBEPIIEHHBIM MOBOPOT KHUIICYHUKA, MOPOKU PA3BUTHA IOYEK M KPUNTOPXH3M. OTMEUaroT
3aJIepPKKY IICUXOMOTOPHOTO Pa3BUTHS, UAHOTHUIO, UMOCIIMIIBHOCTD. [IpOI0IKUTENHHOCTD KU3HU
OOBIYHO HE TMpEBBIMIAET OJHOro rojxa. Tpucomuu 1o Xpomocomam 8, 9 u 14 cpenu
HOBOPOYKJIEHHBIX PETUCTPUPYIOT peaKo. ONUCaHbl €MHUYHBIE CITy4an HEKOTOPBIX TPUCOMHUH.

3ananue 16 KnuHuko-nmuToreHeTHYecKas XapakTepucTHKa CHHIpOMa TpUucomMuu 1o Xp 8.

Omanon omeema: Penxoe 3aboneBaHue, 4acToTa KOTOPOro B momyJssiniuu coctasisiet 1:50 000.
Bo3snukaet B pe3ynbrare XpOMOCOMHOI'O HEPACXOKICHHUS B COMAaTHYECKMX KIJIETKaX HAa PaHHHUX
CTaauAX pa3BUTUA. Tpucomus 8 raMeTUYECKOro MPOUCXOKACHUS XapaKTEepPHU3yeTcs, KaKk ObLIO
OTMEYEHO BBIIIE, PAHHEH OSMOPUOJIETAIBHOCTHIO. Y HOBOPOXIECHHBIX OOHAPYKUBAIOT Kak
MOJIHBIE, TaK M MoO3auyHble (OPMBI TPHUCOMHH, TIPU OTOM  KOPPEISALHS  MEXIy
pacmnpoCcTpaHEHHOCTHIO aHEYTUIOMIHOTO KIIOHA M TSDKECTBIO 3a00JieBaHMsI OOBIYHO OTCYTCTBYET.
OCHOBHBIE TMaTHOCTHYECKUE TIPU3HAKM CHHIPOMA: MAakpouedaaus, MUKPOrHATHS, MACCUBHBIM
BBICTYNAIOIIMH JI00, IMPOKAsk CIIMHKA HOCA M 0OJbIIME OTTONMBIpeHHbIe yiuu. Cpeau aHoMaiuu



ckesera oOHapyKMBalOT 100aBOYHBIE peOpa M MO3BOHKHU, 3aKPbIThble CIMHHOMO3IOBBIE TPBIKH B
IIENHOM U TPYAHOM OTJEJE O3B0 HOUHUKA, aIlIa3vi0 M TUIOIUIA3UI0 HAIKOJCHHUKA, a TAKKe
KOPOTKYI0 Mmer0. OTMeuYaloT MHOXXECTBEHHBIE KOHTPAKTYyphl CYCTAaBOB, KIWHOJAKTHIUIO W
KamnTomgakTuianio. Cpean TOPOKOB BHYTPEHHHUX OpPTaHOB —PACHpOCTPAHEHBI aHOMAJIHU
MOYETIONO0BOM (TUAPOHE(PO3) U CEPAECUYHO-COCYAUCTON CUCTEMBI (Ie(EKTHI MEPEropoOmoOK H
KPYIHBIX COCYJIOB). Y OONBHBIX OTMEYAIOT 33JEP’KKy IICHXOMOTOPHOTO M PEYEBOTO Pa3BHUTHSI.
WHTEeNIeKT 00BIYHO CHHIKEH.

3ananue 17 KiimHUKO-IIUTOreHETHUECKas XapaKTepUCTUKA CHHApOMa TpucoMuu o Xp 9.
Omanon omeema: B OOJBIIMHCTBE ciy4yaeB 3a0oseBaHue OOYCIOBIECHO HEPACXOXKIEHUEM
XpPOMOCOM Ha PaHHUX CTaaUsX Pa3BUTHS, M TOJBKO MHOTJA OHO CBSI3aHO C TaMETHYECKUMH
MyTansiMi. BO3MOXXHBI TONHBIE W MO3an4Hble (GopMbl. OCHOBHBIC KIMHHYECKHE MPU3HAKU:
nonuxonedanus, TIy0oKO MOCaKEHHBIE I71a3a, BBICOKUM JI00, MIMPOKAs MEPEHOCHIIA, BBHICOKOE
HEO0 (9acTO ¢ PACHIENUHON ), MUKPOPETPOTHATHSL, Ae(pOPMAIMsl YIIHBIX PAKOBHH U KOPOTKAs LIES.
OTMe4aloT aHOMAJIMU CKeJIeTa, BKIIOYAIOIIME AWCIUIA3HI0 Ta300€ApPEHHOrO CYCTaBa, BBIBUX
JIOKTEBOT'O MJTM KOJICHHOTO CyCTaBa, MaTOJIOTHYECKHE U3MEHEHUs pedep. 113 MopoKoB BHYTpEHHHUX
OPraHOB THIHWYHbI AHOMAJIUHM CEPIAEYHO-COCYIUCTOM, MouenonoBon cucreM U JKKT.
BoJIbIIMHCTBO HOCUTENIEN TPUCOMUK 9 TIOrUOAOT B TIEPBHIE 4 MEC KU3HH, IPEUMYLIECTBEHHO OT
PECTTMPATOPHBIX HHDEKIMH.

3amanue 18 MoHorenHsie (OPMBI HACIEACTBEHHBIX OOJE3HEH: KIACCH(DUKALMS, STHOJOTHS
Omanon omeema: MOHOT€HHBIE HACIIEICTBEHHBIE O0JIE3HN 3aHUMAIOT 0CO00E MECTO B ITATOJIOTHH
4eJIOBEKa B CHIIy M3YYEHHOCTH MX Ipupoasl. COrnacHo 3ToM KiaacCH(HMKAIUU BCE MOHOTEHHBIE
HACJICJICTBCHHBIC OOJIC3HHU JICIATCS Ha: - Ay TOCOMHBIC JIOMUHAHTHBIC, -AyTOCOMHbBIE PEIICCCHBHBIC,
-X-cleMJIeHHbIE JOMUHAHTHBIC, -X-CIEeTJICHHbIE PEIleCCHBHBIC, -Y -CLICTIJICHHbIE 3a00JIeBaHUA.
HekoTopble aBTOpHI CIOJa K€ BKIKOYAOT MOHOIEHHBIE MUTOXOHAPHAIbHbIE 0one3Hr. OCHOBOM
Apyrou Kiaaccu(pHKalM¥d MOHOTEHHBIX HACIEACTBEHHBIX OOJE3HEH SBJISAETCA TO, Kakas M3
MOJIEKYISPHBIX (DYHKIMM HAPYLIAETCs B CIydae MYTalMd B COOTBETCTBYIONIEM reHe. Umcio
MOJIEKYJISIPHBIX (DYHKIMH y Pa3HBIX MCCIEN0BATEIECH BAPbUPYET, HO B OOJBIIMHCTBE CIIy4aeB K
HUM OTHOCST CJICIYIOIIHE: Clydae MYyTalldd B COOTBETCTBYIOIIEM reHe. UHCIIO MOJIEKYISIPHBIX
(YHKIMH y pa3sHBIX HMCCIIENOBATENEH BapbUPYET, HO B OOJBIIMHCTBE CIY4aeB K HAM OTHOCST
CIIEyIOIIHNe: -CBS3bIBAHHE OCEJIKOB C HYKJICHMHOBBIMH KHCJIOTaMH, (EpMEHTATHUBHBIC, -
TPaHCIIOPTHBIE, ~-MOTOPHBIE PYHKIIUH, -PETYIISIIUI0 TPAHCKPHIIIINAH, ~-CATHAIBHYIO TPAHCIYKIIHIO,
-CTPYKTYPHYIO (DYHKIIMIO, CBS3bIBAHME C JIMTAHIIOM, -IIAMEPOHHYIO (YHKIUIO,-PETrYISIII0
AKTUBHOCTH (DEpPMEHTOB H T.J

3amanue 19 Monorennsle (OpMBI HACIEACTBEHHBIX OONE3HEM: OCOOEHHOCTH KIMHHYECKOM
KapTUHBI

Oranon otBera: KimHuyeckas TreHeTMKa BcCerja oOmnMpaisach B CBOUX IPUHIUIAX Ha
3aKOHOMEPHOCTH, yCTAHOBJIEHHBIE JKCIIEPMMEHTAILHOM TreHeTHMKoW. OIHa W3 OCHOBHBIX U
HanOOoJIee CTaphIX AKCUOM KJIMHUYECKOM MEIULHUHBI CBOIAMTCSA K TOMY, 4TO OOJIE3Hb JIHOOOM
oThoNorud  (MH(GEKIMOHHON, TPAaBMATUYECKOW, aIMMEHTAPDHOM, TOPMOHAILHOM M JIp.)
OpOoABJIACTCA HCOAWHAKOBO Yy pPa3HbIX HHAWBHUIOB, IO3TOMY HYXKHO JICUUTH HE 60H€3HL, a
OoipHOTO. B psine cirydaeB KIMHUYECKAss KAPTUHA OJTHOTO M TOTO ke 3a00JICBaHUS BaPbUPYET OT
cTepThiX (OPM [0 THKENEUIINX KIMHUYECKHX MNPOSABICHHH. DOPMHUPOBAHUE KIMHUYECKOM
KapTUHBI CBA3HIBAIOT C OCOOCHHOCTAMM JEHCTBHS JTHOJOTHYECKMX (DAKTOPOB (Hampumep,



BUPYJIEHTHOCTh BO30YIHMTENS), MCXOMHOIO COCTOSIHUS OpraHusMa (MMMYHHBIM CTaryc, OOMEH
BEIECTB), COMYTCTBYIOIIMX YCIOBUU (CTpecc, Temmeparypa). Kpome Toro, mpusHaeTcs poib
BPOXKJICHHBIX XapPAaKTEPUCTHK OpPraHW3Ma B IMATONEHE3€ M KIMHMYECKOUW KapTHHE OOJIE3HEN.
Kazanoch Obl, MOKHO OKHUIATh OOJIEE WM MEHEe YHU(DMIMPOBAHHOM KIMHHYECKOW KAPTHHBI
KaKOM-JTMOO HO30JIOTMYECKON (POPMBI T€HHBIX OOJIE3HEH, MOCKOJIBKY JTHONOTUYECKHU (aKTOp
IS BCeX OONBHBIX € 9TOM (POPMOM OJMHAKOB (MyTalys B COOTBETCTBYIOIIEM I'€HE), a MATOreHes3
pa3sBepPTHIBAETCS HA (OHE KECTKO JAETEPMUHUPOBAHHOTO KOHTPOJISI TEHHON aKTMBHOCTH. TakoM
BBIBOJI MMOJICKA3bIBaJ OOIIEreHETHYECKUN B3IJIs HAa MOHOTEHHO JIE€TEPMUHUPYEMBIE COOBITHS.
OnHako KIMHHMYECKas MPAKTHKA II0Ka3ajga, YTO CHUMIITOMATHUKA HAC/IENCTBEHHBIX OOJIE3HEH
pasnuyHa. [Ipy HAKOIUIEHMH HAOIIOJEHUM OJHMX M TEX JKE€ HO30JIOTUYECKHX (POPM OKa3aiocCh,
4TO KIMHHYECKUH TOJUMOP(HM3M TEHHBIX OOJIE3HEM BBHIPAKEH HE MEHBIIE, YeEM
HEHACJIEAICTBEHHON naTooruu. [Ipy MHOTHX 3a00JIEBAHUSX, JOCTATOYHO XOPOIIO M3y4EHHBIX HA
KJIIMHMYECKOM, TE€HETUYECKOM M MOJIEKYJISPHOM YPOBHSX, HET CTPOTOM KOPPESIMU MEXKITY
TEHOTHUIIOM U (DEHOTHUIIOM.

Baganne 20 MoHoreHHble (OPMBI HACIEACTBEHHBIX OOJNE3HEN: MOHATHE O KIMHUYECKOM
noaumopduzme

Omanon omeéema KIMHAYECKUA TOIUMOP(U3M FEHHBIX 0OJIE3HEN NPOSIBIAETCS B Pa3HBIX CPOKAX
Hauasa 3a00JIeBaHMsl, TIOJHOTE U TSDKECTH CUMITTOMATHKH (TTyOHHA MaTOJIOTHYECKOTO IpoLiecca),
IPOAODKUTEIBHOCTH OOJIE€3HU, CTENEHW WHBAJIMIHOCTH, TOJIEPAHTHOCTH K Tepanuu, B
COKpAILEHUH TMPOJIOJKUTENILHOCTH KU3HU. BMecTe ¢ TeM ciieqyeT MOIYepKHYTh, YTO I€HHbIE
00JIe3HH HE MMEIOT IUIaBHBIX IIEPEXO0JI0B OT HOPMBI K marosioruu. Jlaxe camas jerkas ¢gopma
0ose3HH O0053aTEIbHO HMMEET MHHHUMAJIbHbIE JMAarHOCTMYECKHE KpUTepuH. IeHeTnueckoe
NPABUJIO TJIACUT: HOPMAIbHBIA €HOTHUII JIETEPMUHUPYET HOPMAILHBIM (PEHOTHUII, & MYyTaHTHBIN
TEHOTUIl JIETEPMUHUPYET MyTaHTHBIM (QeHotun (6one3Hb). ['€HETHMYECKOM MNPUYMHOU
oJaUMOP(U3Ma MOKET OBITh SBJICHHE B3aUMOJIEUCTBHS TJIABHOTO T€HA U TEHOB MOIM(DUKATOPOB
(oucra3, 0COOEHHOCTM  MHAKTMBalUM M J1030Bas  KOMIIEHCAlUsi  X-XpOMOCOMBI,
IIUTOIUIA3MATHIECKUM TEHOM), C JIPYTOU CTOPOHBI - 3TO MOT'YT OBITH U (h)aKTOPHI BHEIIHEH CPEJIBI,
B KOTOPBIX OCYIIECTBIISIETCS pa3BUTHE UHAMBUIA. K HACTOAIIEMY BPEMEHH HAKOIMIICS OTPOMHBIM
(akTHuecKkun Matepuai 1o GEHOMEHOIOTUH KIMHMYECKOTO MOIMMOP(pH3Ma OTAENBHBIX (GOPM U
(akTopam, ero onpeAeAroIINUM. B nepByro ouepeas cieqyeT paccMaTpuBaTh 3HAUCHHE XapaKTepa
MyTalliM B KOHKPETHOM JIOKyce JUIsl MpOsiBIEHUs Oone3HH Wiu (HOpMUPOBaHMUS (EHOTHIA
(MyTtanTHOTO). [TepBUYHO BOHUKILIME U YHACIIEIOBAHHBIE OT MPEIbIAYIIUX TIOKOJIEHUN My TallHH
UMEIOT JOCTaTOYHO CXOAHOE (DEHOTUITHMUECKOE MPOSBICHUE, T.€. AIUTEIBHOCTh YHACIEIOBAHUS
MyTallid HE OTPAKAETCS HAa KIMHUYECKOM MNOMMMOpQU3ME TeHHbIX Oonesnen. Kak
TI0JYEPKUBAIIOCH BBIILE, IECATKH U JIAKE COTHH PA3HBIX MyTaI[MH (M JaXKe Pa3HbIX TUIIOB) B OJHOM
¥ TOM K€ JIOKYCE BEIYT K OJHOM M TOM e 00J1e3HU. B GOJIBIIMHCTBE CITy4aeB XapakTep MyTalluy
HE ONpe/eNAeT KIMHUYECKYIO KapTuHy 6ose3nu. MEHOTHI OnpeaensieT nepBuIHbM 3 (EKT rena
(HET MpOAYKTa WIIH MAJIO TIPOIYKTA).

3aganue 21 ['eHeTn4eckas reTepOreHHOCTb.

Omanon omeema: TIOHATHE TEHETUUECKON NETEPOTEHHOCTH O3HAYAET, YTO KIMHHYECKass (hopma
I€HHOU OOJIE3HH MOXKET OBITh OOYCIIOBJIEHA MYTAlUsIMH B PasHbIX JIOKyCaX WJIHM PasHBIMH
MyTalUsAMHU B OJJHOM JIOKYCE (MHOKECTBEHHBIE aJUIeNHN). SIBI€HHE TeHETUYECKOU T€TEPOTEHHOCTH
HOCHUT OOILIMHU XapaKTep, ero YK€ MOMKHO Ha3BaTh IPABUIIOM, IIOCKOIBKY OHO PACIIPOCTPAHSAETCS
Ha BCe O€JNKM OpraHu3Ma, HE TOJIbKO Ha MaTOJOTHYECKHUEe, HO M Ha HOpMajibHbie BapuaHThl. C



MOJIEKYJIAPHO-TEHETHIECKOU ¥ OMOXMMUKOTEHETHYECKOU TOUYEK 3PEHHS BIIOJIHE 0OBACHUMO, UTO
pasMYHBIE MATOJOTMYECKUE TEHbI MOIYT HMMETh MPHUMEPHO OJMHAKOBBIM (DEHOTHI IIPH
KJIMHUYECKOU olleHKe. KoHeunbn 3G(GeKT MoJOMKU Kakoro-iubo mpolecca Ha KIMHAYECKOM
YPOBHE MOKET ObITH O0YCJIOBJIEH HACIIEJACTBEHHBIM HAPYHNIEHHEM CHHTE3a PA3HBIX OEJIKOB WM
Pa3sHBIX BADMAHTOB OJHOTO M TOTO XK€ OelKa. BBIACHEHUE CTENEHN FEeHETHYECKON TETEPOTEHHOCTH
npy JTI000M HACNIEACTBEHHOM OOJIE3HM MPOXOIMT 4Yepe3 BCE DTalbl: ONMCAHME NPOSBICHUN Ha
KIMHAYECKOM YPOBHE, H3y4eHHEe THIIA HACIEMOBAHWs W JIOKAJIM3allMM TeHa, BBIICHCHHUE
TIIEPBUYHOTO OMOXMMHUYECKOTO Ne(EKTa, YCTAHOBJIEHHE MOJIEKYJIAPHON CYLIHOCTH MyTalluH Ha
yposre JIHK. T'eHeTrueckas reTeporeHHOCTh, 00YCIOBICHHAST MyTAIUSIMA B Pa3HbIX JIOKYCaX, -
MEXJIOKYCHAsl T€TEPOre€HHOCTh - OTUETJIMBO BMJIHA HAa IpUMepe cuHapoma Oiepca-llanno (6
dopm), HempopubpomaTosa (o MeHbmien Mepe 6 (popm) M TA VICTOYHHKOM TI'€HETHYECKOM
TETEPOrEHHOCTH B TOM JKE€ JIOKyCE - BHYTPWJIOKYCHOM T'€TEPOTEHHOCTH - MOTYT OBITh
MHOKECTBEHHBIM QJUIENU3M M T'€HETUYECKME KOMIAYHIbL. Pa3Hble MyTaHTHBIE aJUIENH MOTYT
MPOSIBISATHCS  (DCHOTHIIMYIECKH HEOTMHAKOBO (HAMPUMEp, pasHble [-TamacceMHu, HEKOTOpbIC
MYKOIIOJIUCAXaPUI03bl). PaciinpoBKa T'eTEPOreHHOCTH TE€HHBIX OO0JE3HEH HMHTEHCHUBHO
MPOIOIKACTCS] OJJTHOBPEMEHHO B KIIMHUYECKOM U TEHETHYECKOM HampasieHusix. OOias 3a1aqa
CBOJHUTCS K BBIABICHUIO KOPPEIIUH MEXKIYy T€HOTHUIOM W (peHOoTHUrmOM. AHanu3 (eHOTUIa
(KJIMHUYECKOM KAPTUHBI OOJIE3HH) - [IEPBBIM 3TAIl B paCIIU(PPOBKE TEHETHIECKOU TETEPOTEHHOCTH.
YeMm TOYHEE M3ydeH (DEHOTHUII, TEM OOJIbIIE BO3MOKHOCTER B OTKPHITHU HOBBIX (OPM OOJIE3HEM,
B pasjielieHMy n3y4aeMon (GOopMbI Ha HECKOJIBKO HO30JIOTMYECKHX €IMHUIL. Bce mepednciennbie
METOJbI C HEKOTOPHIMH YCOBEPIIEHCTBOBAHUSAMHM B IapaKIMHHYECKOM IUIAHE W CeMdac
IPUMEHSIOTCS JUIsl paciii(ppPOBKU MPUPOJIBI HACIEACTBEHHBIX 00JIe3HEN. AHANIN3 (DEHOTHIA HE
JIOJKCH OTPAHUYMBATHCSI OPraHM3MEHHBIM YPOBHEM. [IepCreKTHBHOE HAMPABICHUE - H3yYCHHUE
KJIETOYHOTO YPOBHS, T.C. MCCICIOBAHHE KJICTOK B KYyJbType TKaHU (KJICTOYHAS THOPHIN3AIINSL,
MeTaboIMIEeCKOe KOOTEPUPOBaHKHE, (DU3MOJIOTHUECKAass KOMIUIEMEHTaIms). | eHeTHyecKas
reTePOreHHOCTh HECKOJIBKUX TPYMI 0OJIE3HEW ObLla OTKPHITA C MOMOINIBIO METOOB KYJbTYPhI
KJIETOK (MyKoToyrcaxapu03bl, 6oneznu penaparmu JTHK).

3amanue 22 I{uToreHeTHYECKUE METOBI AUATHOCTUKYI HACIIEACTBEHHBIX OOJIE€3HEN

Omanon omeema: llATOTEHETHYECKHWE METOIBI TPEAHA3HAYEHBI UISI W3YUYEHUS CTPYKTYPBI
XPOMOCOMHOTO Habopa WM OTAENLHBIX XpoMocoM. HamGonee pacmpocTpaHEHHBIM METOH B
IIUTOTCHETHKE YEJIOBEKA - CBETOBAas MHKPOCKOIHMS, a JJICKTPOHHAs W KOH(pOKaJIbHAs Ja3epHas
MUKDOCKOIIMSL ~ IIPUMEHSETCS  TOJNBKO €  MCCIENOBATENLCKMMH — LelsMH. Bo  BceM
MEJIUKOI€HETHYECKOM NPAKTUKE HCIONL3YETCS CBETOBAss MUKPOCKONHMS (IJIaBHBIM 00pa3oM B
OPOXOJSIIIeM CBET€), B TOM YHCJIE JIIOMHUHECIEHTHas MHKpockomus. OObeKToM
LIUTOTEHETUYECKUX HAOIIOJEHMH MOTYT OBITh COMATHYECKHE EISALIMECS, MEUOTHYECKUE M
unTep(dasHble KneTku. Kaxapli U3 5TuX 00BEKTOB MMEET CBOM IPEUMYIIECTBA M HEJOCTATKU.
BriGop oOBekTa ompenenseTcss LeNbl0 HUCCICAOBAHMS. BOJIBIIMHCTBO ITUTOTCHETHYECKUX
MCCIIEJOBAHMH BBITIOIHAIOT HA COMATHYECKUX KJIETKAX, HOXTOMY OCTAHOBUMCS Ha ONMCAHUM STHX
METOJIOB.

3aganue 23 MoHOreHHble (OPMbI HACIEACTBEHHBIX 3a00JE€BAHUM CKENETA M COEAUHUTEIHLHOM
TkaHu.CunapoM Dnepcea-/lanio.

Omanon omeema Cunapom Diepca-Jlanio - reTeporeHHas rpyIna HacleICTBEHHBIX 0OIE3HEN
COEJIMHUTEIBHOM TKAHM C PasHBIMU THUIIAMH HACJIEJOBAHHS, HO OOIIMMHM KIMHUYECKHMMH
NpU3HAKaMHU: THUIMEPMOOMIFHOCTh CYCTaBOB, MOBBIIMIEHHAs PACTSHKMMOCTH KOXKH, CKEJIETHBIC



N3MCHCHHUS, IMOBBIINICHHASA PAHUMOCTL KOKH, MPOABJICHUA CO CTOPOHBI BHYTPCHHUX OPIraHOB.
Cungpom Diepca-/[aHiio TPOSBIAETCS BPOXKICHHOM THIEPPACTSHKUMOCTBIO COEINHUTEIBHOM
TKaHU B CBA3HM C HAPYUICHUAMU CHUHTEC3a KOJIJIarcHa, 06YCJIOBJI€HHI)IMI/I MyTallsIMU B Pa3HbIX
reHax KoJulareHa U JIpyrux OeJIKOB SKCTpaKIeTOYHOro marpukca. KiimHndyecku, OMOXMMHYECKH,
MOJIEKYJISIPHOT€HETUYECKH MIeHTU(UIPOBaHO 6 THUMOB cuHApoma Jnepca- JlaHio, KoTopele ¢
KIIMHUKO-TEHETHYECKOM ~ TOYKM  3PEHHs  JIOJDKHBI  CUMTAThCS  CAMOCTOSTEJLHBIMH
Ho3osornyeckumu (opmamu. Hamuume cunzapoma Onepca- JlaHno Mano oTpaxaeTcss Ha
PENPOAYKTUBHON (YHKIIMH, XOTS Y GOJIBHBIX CHUXKEHO KOJIMYECTBO OTOMKOB. IMEIOTCS M30JIAThI
C BBIPKEHHBIM 5P ()EKTOM POIOHAYATBHUKA Ha POTSHKEHUU HECKOJILKUX TIOKOJIEHUH, B KOTOPBIX
0oJpHBIE ¢ CHHIPOMOM Jnepca-Jlanno cocrasmusitor 10% Bcero HaceneHus.

3aganue 24 MoHoreHHble (OPMBI HACIIEICTBEHHBIX HMMYHOAEPHUIIUTHBIX COCTOSHUN

Omanon omeema: Pa3nnyarOT HECKOJBKO THUIIOB HACIEACTBEHHBIX HMMYHOAE()UIIUTHBIX
cocrostuii. OJIMH U3 HUX CBA3aH C HApyLIEHUEM (GYHKIMA (aroruro3a MMMYHOKOMIIETEHTHBIMH
kiaeTkamu. IIpumep HapyumieHus momoOHOro poja - XpOHMYECKas IpaHylieMaTo3Has OOJe3Hb,
Hacneayemas 1o X-CUEeIIEHHOMY WM ayTOCOMHO-perieccuBHOMY Tumy. ITpu sToM 3a6oneBanun
(aronMThl 3aXBaThIBAIOT MHUKPOOPTaHU3MBI, HO HE MOTYT HMX IE€pPEeBAPUTh, B CBA3U C 4YEM
00pa3yloTcsi TpaHylieMbl, a OOJbHBIE CTPAJAIOT YACTHIMH IOBTOPHBIMH HH(MEKIHMOHHBIMU
3aboneBanussMu. CaMbli  M3BECTHBIM PUMEP HACJIEACTBEHHOrO HApyIIeHHs (QYHKIMH
KOMITOHEHTOB KOMILUIEMEHTA - HACJIEICTBEHHBIM aHTMOHEBPOTHYECKUH OTEK . JTO 3a00J€BaHHKE,
HaclleqyeMoe II0 AayTOCOMHO-JOMMHAHTHOMY THUIy, OOYCJOBJIE€HO HEIOCTaTOYHOCTHIO
UHTHOWTOpa TMepBoro KommoHeHTa cuctembl komiuiemMeHTa (C1-INH). Ono manmdectupyer
MIOBTOPHBIMH [PUCTYNIAMH OTEKA KOXKH, JIBIXATENbHBIX MYTEH U KUIIEYHUKA U TUIOXO TOIAETCS
JICYCHHUIO.

3aganue 25 BHoXUMHYEeCKHEe METOAbI JUATHOCTUKU

Omanon omeema: BUOXMMHYECKHME METOJBI HANpPAaBIECHbI HA BBISIBICHHE OMOXUMHYECKOTO
(enotuma opranu3Ma. YpOBHHU, HA KOTOPBIX OICHUBACTCS (PEHOTHUII, MOTYT OBITh Pa3HBIMH: OT
IIEPBUYHOTO NPOAYKTa TeHa (MONUIIENTHIHON LENH) 10 KOHEYHBIX META0OIUTOB B KPOBH, MOYE
unu 1mote. CoOBpEeMEHHBIE BBICOKOTOYHBIE TEXHOJIOTHH (BBICOKOI(PhEKTHBHAS >KUIKOCTHAS
xpoMarorpadusi, XpoMaToMacc-CIIEeKTpOMETpHs, Tra3oBas  xXpoMarorpadusi, TaHIEeMHas
CIIEKTPOMETPHS) TO3BOJIIIOT HACHTHU(HUIIMPOBATh JIFOOBIE METAa0OJIUTHI, CHEIUGUYHBIC IS
KOHKPETHOM HACIEICTBEHHOM Ooye3HU. [lOKa3aHMsAMH Ul NPMMEHEHHS OMOXUMHUYECKHX
METOJIOB JUAarHOCTUKH y HOBOPOXICHHBIX SBISIOTCS CYAOPOTH, KOMa, PBOTA, THUIIOTOHUS,
KENTyxa, CrernupUYecKMd 3alaX MOYM M II0Ta, alMa03, HAPYIIEHHOE KHUCIOTHO-OCHOBHOE
PaBHOBECHE, OCTAHOBKA POCTa. Y JIeTeH OMOXMMHYECKME METOIBI UCIONL3YIOT BO BCEX CIydasx
NOJIO3PEHMsI Ha HAcJEICTBEHHbIE OoJie3HH OOMeHa BemiecTB (3ajepkkKa (U3WYECKOTO U
YMCTBEHHOTO Pa3BUTHS, IIOTEPS IPUOOPETEHHBIX (DYHKIUH, KIMHAYECKAs KAPTHHA, CIIEIU(pUIHAS
I KaKOM-IMOO HACNIENCTBEHHOM OOJI€3HM). BHOXMMHMYECKME METOABI INPUMEHSIOT IS
JMArHOCTHKU HACJICACTBEHHBIX OOJE3HEH M TIETEPO3UIOTHBIX COCTOSHUM Yy B3POCIHBIX
(remaToNEHTUKYIIApHAs JereHepanus, HeIOCTaTOYHOCTh Ol-aHTUTPUIICHHA, HEAOCTATOYHOCTH
Ire®/I' u t.1.).

3ananue 26 [lauueHT - HOBOpOXX1eHHBIN, HanpasieH B MI'K i oOcnenoBanus B CBsA3U €
nosbimeHneM ypoBas HeoTTT-184,4 mxEn/min, perectTTI-291,2 MxEx/mn. O6bekTHBHO: Macca



tena 4200r, koka cyxasi, MacTo3Hasi, )KeNTYIITHAs, TUI0 OTEUHOE, S3bIK OOJNBIION, OTEKH KHCTEH
U CTOII, TOJIOC HU3KHUIA.
1)IIpennonoxuTenbHblil TUarHos.
2)Meto/1bl TUAarHOCTUKH.
OTajoH OTBETA:
1) BpokneHHBIN IEPBUYHBIA THTIOTHPEO3
2) KoHcynbTamus reHeTHKa ¢ yTOYHEHUS TeHETHISCKOM ATHOJIOTHH 3a001eBanHus;, 11 o
TTT u T4 cBobonnsIit 1p/2-3 Mec., [Tocne kaxxaoro usmMeHeHus a03bl, KOHTposb TTT
yepes 2 mec; Y3U cpasy mocie mocTaHOBKH [UarHosa, aanee 1p/B 1-2 rona; omeHka

OUHAMHKY pocTa; cuuHTurpadus LK

3ananue 27 [Tanument - neBouka 3 set. JKanoObl Ha OBBIIEHHYIO YTOMIISIEMOCTD, OJIEHOCTD,
TOJIOBOKPYKECHHE, CHIDKeHHUE anmeTuTa. OOBEeKTUBHO: JITKas HUKTEPHUYHOCTH KOXKH | CKIIEp,
00JI1 TPEUMYIIIECTBEHHO B JIEBOM MoApeOephe, cruieHoMeranus. B ananuse kposu - Hb-75 /7,
Op-2,9, LI1-0,9, Per-52%, neiik-10,2, 3-2, n/g-4, ¢/1-52, mumd-37, COD-20. 13 anamHe3a: MaTh
3/10pOBa, Y OTIIa MEPUOANUECKH OTMEUACTCS JKEATYIUTHOE OKPAIIUBAaHUE CKIIEp.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) Tanaccemus

2) VY3U OBbII, OAK, buoxumudeckuii ananus kposu, CexkBenupoanrie HBA1, HBA2,

HBB

3ananue 28 [TanueHT - HOBOpoXkIeHHas 1eBo4YKa. OOBEKTUBHO: TUIIEPTEIOPU3M, KITFOBOBUIHBIN
HOC, aCUMMETpHS yepena, HU3KO paclojIokeHHbIe 1e(opMUPOBaHHbBIE YIIIHbIE PAKOBUHBI C
IIPEaPUKYJIbPHBIMU CKIIQJAMH, 33aJI€pKKa ICUXOMOTOpHOro pa3zsutus. Ha Y3U - runomnasus
HOYKH.

1)IIpennonoxuTenbHblil TUarHos.

2) MeTo bl TUarHOCTHKHU.

Omanon omeema:

1)Cunapom Bonbsda-Xuprxopua

2)HccrnenoBanne KapuoOTHUIIA

3ananue 29 [Tanuent - Mmyxunna 53 siet. ’KanoObl: Ha U3MEHEHUE MOXOAKH U TIOYepKa,
HETIPOU3BOJIbHBIC IBIKCHUS PyKaMH U TOI0BOH. OOBEKTUBHO: XOPEUIECKUE TUTIEPKUHESI
KOHEYHOCTEH, YCUIMBAIOIIUECS NP LIeJICHANpaBIeHHOM JieicTBuU. [loxoaka HeyBepeHHas,
HIapKaollas, peub 3aTpyAHeHa. PonocioBHas oTarouieHa no JMHUA MaTepU B 3X MOKJICHHUSX.

1)IIpeanonoxuTenbHblil TUarHos.

2)MeTobl TMarHOCTHKN

Omanon omeema:

1)bone3ns I'eHrTuHrTOHA

2)MPT, KT u 39I'-uccnenosanne; JJHK-1uarnoctuka Ha HaTM4Iue 3KCIAHCUU

TpuHyKJIeoTUIHBIX CAG-11OBTOPOB



3ananue 30 [TanueHT - HOBOpoXxAeHHBIN, HanpaBieH B MI'K a1t oGcnenoBanust B CBS3U C
noBbleHneM ypoBHsS HeoDA-3,6Mr%, perect PA-6,44Mr%. OObeKTUBHO: (peHOTUTTHUECKHU O3
CUTHAJIbHOW JUCIIACTHKU.

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTobpl TMarHOCTHKN

Omanon omeema:

1)DeHunkeTonypust

2)Kontpons ypoBHs DA B kpoBu, OAK, 6noxumuueckuit ananus kposu, AJIT, ACT, LD

onpexaenenue Mmyrauuii B rene PAH

3ananue 31 [Tanmentka 32 net. XKanod He npenbsaBISeT, HAIPABICHA aKyIIEPOM-THHEKOIOTOM
JUTSL OLIGHKHU PHCKa 0 pe3yJbTaTaM MpeHaTaIbHOrO CKpUHUHTA 1 TpumecTpa. [lanHas 6ep - 14,
cpok 16-17 Hen. Pe3ynbTarhl nmpeHaTanbHOTO CKpUHUHTA 1 TpuMecTpa: ¥Y3-uccienoBaHue -
oepem 12nen, KTP-49, UCC-157, TBII-2,3, kocTi HOCa BU3YaTU3UPYIOTCS, KPOBOTOK B
BEHO3HOM IPOTOKE-PEBEPC; CHIBOPOTOUYHBIC MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XT'Y-
2,87MoM, UToroBslii MHAMBUIyalbHBIA PUCK 11O Tprucomuu 21 - 1:90.

DI IpeanonoxuTenbHbIi TUarHo3.

2)MeTo/1bl TMarHOCTHKU

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAJIUMU Yy TUT0AA (TIpeArnoiaraeMeie), TpeOyromue

MPEAO0CTABIICHUS] MEIUIIMHCKOM TTIOMOIIA MaTEpH.

2) VlHBazuBHas mpeHaTAIbHAS TUarHOCTHKA

3ananue 32 [TanueHt - pebenok 4x net. XKanoObl Ha yBeIHUEHHUE )KUBOTA, OTCTABAaHHE B
NCUXO(U3MYECKOM Pa3BUTHH, IIATKYIO NOXOJKY, cyaoporu. OosexTuBHO: 98/14, 60mb110i
YKUBOT, T€MAaTOCIIJIEHOMET U1, MbIIIEUHAsl TUTTOTOHUS, AaTAKCHSL.

1)IIpennonoxuTenbHblil JUarHos.

2)MeTo/1bl TUAarHOCTUKH.

Omanon omeema:

1) bone3ns Humanna — Iuka

2) JIJabopaTopHble METOIbI AUATHOCTUKH-O0HAPYKUBAETCS] YMEHBIIICHHE KOJINYECTBA

(dhepmeHTa chUHroMueTMHA3bI; -BhIsIBIeHN XapakTepHbIX MyTaruil B reHax SMPD1, NPC1

u NPC2

3ananue 33 [lanueHT - HOBOpOXAeHHBIN, HanpaBieH B MI'K a1t oGcnenoBanus B CBS3U €
noBbllIeHHEM ypoBHS HE0ODA-3,6Mr%, perect PA-6,44Mr%. OOBEKTUBHO:
(eHOTUNIYECKH 0€3 CUTHAJIbHOW AMCIUTACTUKHY.

DIIpennonoxurensubiii quarno3: MKb-10:

2)MeTo/ibl TUarHOCTHKU:

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontpons ypoBHsa DA B kpoBu,OAK, 6noxumuueckuii ananusz kposu, AJIT, ACT , 11D,

onpexaeneHue Mmyrauuu B rene PAH

3ananue 34 [Tanumentka 37 net. XKanod He npenbsaBISeT, HAIPABICHA aKyIIEPOM-THHEKOIOTOM
JUISL OLICHKH PUCKa 10 pe3ysibTaTaM IIPpeHaTalbHOro CKpuHuHra 1 Tpumectpa. Jlannas oep -5,



cpok 14-15 Hen, npoTeKaeT ¢ yrpo30i pepbIBaHus, 10JIy4aeT MEAUKAMEHTO3HYIO TEPAIHUIO.
PesynbraTsl npeHaTaibHOTO cKkpuHUHTA 1 TpuMecTpa: ¥Y3-uccnenoBanue - 6epem 13unen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaJIU3UPYIOTCS; CBIBOPOTOUHBIE MAPKEPHI - YPOBEHB
PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOroBbIil MUHAUBUYaIbHBIA PUCK MO TpUCcOMUH 21 -
1:50.

D)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo1b1 TMarHOCTHKH.

Omanon omeema:

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

IIPEIOCTABIICHUS MEAUIIMHCKON TOMOIIM MaTEpH.

2) uBa3uBHas npeHaTallbHasl JUArHOCTUKA

3amanwne 35 [lamuent - myxuuHa 23 set. KamoObl Ha TEPHOIUIECKUE MYIUTEIbHBIE 00N U
JKKEHHE B KHCTSAX U CTOIAX, MOBBIIIEHUE TeMnepaTypsl 10 37,2-37,4, CUIbHYIO YCTAJIOCTh U
cnaboctb. [Ipu ocmoTpe B 065acTu myrka BU3yaau3upyercs aHruokeparoma. Jlaboparopuo
TUIIOXPOMHAsi MUKpOLMTapHasi aHEMHUSL.

)IIpeanonoxuTensHbIi TUarHo3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) E75.2 6one3np @abpu

2) Auarno3 BepupUIHUPYETCS UCCIIEI0BAaHUEM aKTUBHOCTU (epMeHTOoB n3ocoM. JJTHK-

JIMarHOCTHKa Ha Halnuue MmyTtanuii B rene GLA

3amanwue 36 [lamuent — pedeHok 6 Mec, Macca rpu poxaeHuU-4400r, rmuHa 54cMm. OOBEKTHBHO:
MUKpoliedanus, MaKpOTrJIOCCHsI, CTITICHOMETallusl.
D)IIpeanonoxuTensHbIi TUarHo3.
2)MeTo1bl TUarHOCTUKH.
Omanon omeema:
1) Q87.3 Cunnpom bexsuta-Bunemana
2) -OAK, 6uoxuMHuueckuil aHaJIu3 KPOBHU, aHAJIU3 KPOBU Ha IIOK03Y, nHCYIuH, ADII,
KaJbIUWA, KPEaTUHUH.
-I'eneTnueckas TuarHOCTHKA:-KapUOTUIIUPOBAHUE (OMpeeIeHNEe AYTUTUKAINI 1IN
TpaHcnokauu 11pl5) -ananuza MeTHIMpoBaHus (Ha HATMYHE STTUTEHETUYECKUX
M3MEHEeHUH )- 0OHapyKeHUE OJHOPOIUTENbCKOM aucomuu 11pl5 ananuzom
METWJIMPOBAHMSI, THO0 aHATTU30M MOTUMOP(GU3MOB TOBTOPSIOIIUXCS MOCIEI0BATEIILHOCTEH
JHK.- MyTtammu rera CDKNI1C (p57 KIP2 ) o0HapyKUBartOT CEKBEHUPOBAHUEM
JHK UnctpymentansHas auarnoctuka: -9X0 KI'u OKT -KT, MPT, Y31,
peHTreHorpadus
3amanne 37 [lamuent - pedeHok 2x jeT. XKamoObl Ha 3aIepKKy MCUXO0(DHU3NIECCKOTOM Pa3BUTHS.
OOBEKTUBHO: HU3KHI POCT, TEJIOCI0KEHHUE JUCTPONOPIIMOHATBHOE C OTHOCUTEIBHO JUIMHHBIMU
KOHEYHOCTSIMU M KOPOTKHUM TYJIOBUIIEM, TpyObIe UepThl JIMIIA -3aMaBIlee IePEeHOChE, T'yCThIe
cpocimecs OpoBH, MOTHBIE TYOBbI, OOJNBIION S3bIK, THIEPTPUX03, KU(OCKOINO3,
BOPOHKOOOpa3Has nedopmanus rpyAHON KIETKH, OOJBIION KUBOT, T€MAaTOCTIICHOMETANIHS.
1)IIpennonoxuTenbHblii JUarHos.
2)MerTo/1bl TUAarHOCTUKH.
Omanon omeema:



1)Myxkomnonucaxapuios3

2) JlabopatopHble METOMBI HcclenoBanust: OnpenereHrne akTHBHOCTH JIM30COMATbHBIX

ruapona3 Uccnenoanue moun Ha ['AT'; JIHK- TectupoBanue Ha cnenupuyueckie MyTaiuu
WNucrpymentanbhasg quarnoctuka: -2XO KI'u OKT -KT, MPT, Y3U, pentrenorpadus

3amanwne 38 [laruenTka 34 neT. ka0 He MPeabABIAET, HANPABJICHA aKyIIEPOM THHEKOJIOTOM
JUIsl OLIEHKHU PUCKA 10 pe3yJsibTaTaM IpeHaTalbHOro ckpuHuHra 1 tpumectpa. [lannas Oep - 21,
cpok 14-15 Hen, npoTeKaeT ¢ yrpo30i MpepbIBaHus, IOIy4aeT MEAUKAMEHTO3HYIO TEPAIHIO.
Pe3ynbraTsl npeHataibHOTO ckpuHUHTa 1 TpuMectpa: ¥Y3-uccnenonanue - 6epem 13uen, KTP-
66, HCC-162, TBII-1,7, kocTi HOCa BU3yaJIn3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
peryprutanm-HeT; CBIBOPOTOYHBIE MapKephl - ypoBeHb PAPP-A-0,16MoM, B-XI'U-0,59MoM,
UTOTOBBIN MHAMBHIyaJIbHBIN pUCK 1o TpucoMuu 18 - 1:132.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTobl TMarHOCTHKN DMAaioH Omeema.

1) buoxumuueckue OTKIOHEHNUS, BBISIBJICHHbIE IPU aHTEHATAJIbHOM 00CIIeZIOBAaHUH

Marepu

2)ceiBopoTouHbIe Mapképsl 2 Tpumectpa (ADIL,IC,XTY), Y3U mona.
[IpoundopmupoBats nauneHTKy o Hanuuuu metoga-HUIIC.

3ananue 39 [Tanuent - 6epemennas 32 rona, xanod He MPeIbIBISIET, HAIIPABICHA aKyIIEPOM
THHEKOJIOTOM JIJIsI OIIEHKH PUCKA 10 Pe3yJIbTaTaM MPeHaTaaIbHOTO CKpUHUHTA | TpuMecTpa.
Jannas 6epemMeHHOCTh 15, cpok 14-15 Hen. Pe3ynpraTsl mpeHaTaAIBHOTO CKPUHUHTA 1
TpumecTpa: Y3-uccaegopanue - 6epem 12-13nen, KTP-66, YCC-155, TBII-=2,0, kocTu HOCa
BU3YaIU3UPYIOTCS, KPOBOTOK B BEHO3HOM MPOTOKE-HOPMA, PETYyPrUTAlIUU-HET; CHIBOPOTOYHbBIE
Mapkepsl - yposeHb PAPP-A-0,23MoM, B-XI'4-0,36MoM.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeTo/ bl TMarHOCTHKHU.

Omanon omeema:

1) bBuoxumuyeckre OTKIIOHSHWSI, BRISIBIICHHBIC TIPH aHTEHATATLHOM 00CIIeIOBAHUN

Marepu

2)ceiBopoTouHbIe MapKEPHI 2 TpumecTpa (ADIL,IC,XTY), Y3U mioxa.
[TponHpOpMHUpOBATH MAMEHTKY 0 Hanuuuu Metoaa-HUIIC

3ananue 40 [Tanuent - my>xunna 25 net. ’Kanoosl Ha c1aboCTh B HOraX, HApYLUICHUE TTOXOAKH,
TPYAHOCTHU TPU MOABEME 110 JiecTHUIE. OOBEKTUBHO - IICEBIOTHUIEPTPOPUN UKPOHOKHBIX
MBI, BBIPAXKEHHBIH JIOP03 MOSCHUYHOIO OTIEINA, «yTHHAs IOXO0Ka», 3aTPYIHEHO MTOJAHATHE
pyk. IIpu BcTaBaHUM MCTIONB3YET BCIIOMOTaTENbHbIE IPUEMBI.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/ibl TUarHOCTHKHY.

Omanon omeema:

1) G 71.0 Mpimeunas guctpodus

2)JIaGopatopublie MeToAb! Hccaenoanus: -OAK, 6noxumuueckuit ananus kposu, KOK,
JIAT'; -CexBeHUpOBaHKE T'€HOB HA HAJIMYKME MyTallMii, OTBETCTBEHHBIX 32 BOSHUKHOBEHUE
HEpPBHO-MBIIICUHBIX 3a00neBanmii; MucTpymenTansHas nuarnoctuka:-0X0 KI' u OKI -KT,
MPT, V3U, pentrenorpadus -OHMI', 30T



3ananue 41 IlauueHt - HOBopoxkaAeHHas, 14 cyTku, HanpasneHa B MI'K it 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)MeTobpl TMarHOCTHKN

Omanon omeema:

1) E25 AnpeHoreHuTanbHbIN CHHAPOM

2) -Ha BI'KH npoBoauTcsi HeOHATalIbHbBIN CKpUHUHT-I opMOHaNbHBIM Mapkep aeduruTa 21-
ruzpokcuiassl - yposenb 170HP B yrpennux npo6ax kpoBu- ['opMoHanbHBIN Mapkep AeduuuTa
MHUHEPaTIOKOPTUKOUIOB IIPU CONBTEPSIONIEH popMe - MOBBIIIEHNE AKTUBHOCTH PEHUHA IJ1a3MBbl -
«30710TO# CTaHAAPT» B AMATHOCTHKE HEKJIAacCHYEeCKOH GopMbl nedunmra 2 1-ruipokcuiassl 1
muddepeHnmanbHoi nuarnoctuke peakux ¢popm BIKH - mpoba ¢ ciHakTeHOM € OTpeaesieHueM
LIMPOKOTO CIIEKTpa CTEPOUI0B-I eHeTHUeCKOe TECTUPOBAHHE - BTOPOM 3Tall B COMHUTENIBHBIX
CIIy4asX ¥ B KAYECTBE CEMEHHOI0 FT€HETUYECKOT0 KOHCYJIbTUPOBaHUS

3ananue 42 [TanueHt - xxenmuna 45 net. XKanoosl Ha OBICTPYIO YTOMIISIEMOCTD, CIa00CTh,
yXyJIIIeHUE TaMATH U BHUMaHUs, IpOXKaHue NableB pyk. OObeKTUBHO: AU3apTpus,
THIIEPKUHE3bl, MHTEHIIMOHHBIN TpeMop. JJabopaTopHO: TUronepyiomia3MUuHeMHus,
THII0AIBOYMUHEMHSL.

1)IIpeanonoxuTenbHblii TUarHos.

2)Meroibl TUAarHOCTUKH.

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-Konosanora

2)-Hannuue xonwia Kaiizepa-®aeiimepa -Coaepikanue «o01med» Meau B CBIBOPOTKE KPOBU
0OBIYHO CHHXKEHO MEHee ueM Ha 12 MKI/[UI, OJHAKO B PEJKUX CIIydasX MOXKET ObITb U
HOpMaJIbHBIM -CHI)KEHHE KOHIEHTpaluu 1epyiomiasMuaa Huxke 20 mr Ha 100 mut -IToBsimenue
sKcKpenuu meau ¢ mouoit 6onee 100 mkr B cytku -JIHK - nuarnocTtuka Ha Hajauuue MyTanui
reHa ATP7B

3ananue 43 [TauueHt — neBouka 5 net. )KanoObl Ha 3aJIep’KKy IICUXOPEYEBOT0 Pa3BUTHSL.
O6bextuBHO: 104cM/16KT, TOHKHE PEIKHE KOPOTKHE BOJIOCHI, JUTMHHBINA TPYIIEBUIHBIN HOC,
JUTMHHBIN QUIBTpP, TOHKas BEpXHsSA I'y0a U OOJbIINE OTTONBIPEHHBIE YIITU, BEPETEHOOOpa3HbIE
najablbl PyK.

1)IIpeanonoxuTensHbIi TUarHo3.

2)MeToabpl TMarHOCTHKH.

Omanon omeema:

1) unapom Jlanrepa-I'uarona

2) CBsa3b 3a0051€BaHUs C MyTaIlMel, OJHOBPEMEHHO 3aTparuBaronieii Tpu rena: TRPSI,
EXTI u RAD21

3amanned4 IlamuenT - Mmanbuuk 6 jet. XKamoOsl: Ha HU3KUH pocT. O0bekTHBHO: 104cM/ 18K,
NTO3 ABYCTOPOHHUI, aHTUMOHTOJIOWJTHBIN pa3pe3 ria3, HU3KO MOCAKEHHBIE YIIIHbIE PAKOBUHBI,
HU3KHUI POCT BOJIOC Ha 3aThUIKE, KPHUIOBUIHBIC CKJIA/IKH HA IIee, BaubrycHas aedopmarnms
JIOKTEBBIX CYCTaBOB, IPAaBOCTOPOHHUMN KPUIITOPXHU3M.

1)IIpeanonoxuTenbHblii TUarHos.

2)Meto1bl TUAarHOCTUKH.



Omanon omeema:
1) Q 87.1 Cunnpom Hynan
2) B ropMOHAIIEHOM CTaTyce — OMPECIIIeTCs TIOBBIIIICHHOE COJICpyKaHNE TOHAIOTPOITHHOB

B IUIa3Me KPOBHU, YPOBEHb T€CTOCTEpOHA cHMKEH. Onpenenenue mytauuu B rere [ITITHI 1

3amanwne 44 [lamuent — pedeHok 1,5 roga. OObEKTUBHO: Ha KOXKE TYJOBUIIA U ITOIMBIIICYHOMN
obyacTu msATHA 11BeTa «kKode ¢ Momokom» (5-40 Mm), Ha pagykHO# oOostouke y3enku Jlurmia.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeTobl TUarHOCTUKH.

Omanon omeema:

1) MKB-10: Q85.0 Heitpopubdbpomaros

2) lnarnoctrika OCHOBaHa Ha KJIMHUYECKOM OCMOTPE, TaHHBIX

odranpMonioruyeckoro oocnenoanus, Heiipouzyanuzanuu (KT, MPT) MonekynsipHo-
reHeTudeckasi TuarHocTuka- nouck aenenuid NF1

3amanue 45 [lanueHT - HOBOPOXKIeHHBIN, HanpaBiieH B MI'K 115 oGcienoBaHus B CBS3U C
noBblieHneM ypoBHs HeoDPA-12,8mMr%, perect PA-33,4mMr%. OOBEKTUBHO: (EHOTUIIUYECKH
0e3 CUrHaTbHON AUCILIACTHKH.

1)IIpennonoxuTenbHblii TUarHos.

2)Meroibl IMarHOCTUKH.

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontponb ypoHst DA B kpoBu,OAK, 6noxumuyecknii ananus kposu, AJIT, ACT , D,

onpejaeneHue myrtanuu B rene PAH

3ananue 46 [TanmeHt - Manpuuk 3,5 neT. XKanoObl Ha TEPUOANYECKOE MOBBIIIEHUE TEMITEPaTyPhl
tena 10 40,5, co coB MaMbl He NTOTeeET, B 1,5 1 2,5 roja CyJOpOKHBINM MPUNAI0K B JIETHUN
nepuoa. OObEKTUBHO: OOJIBIION 100, peIKKE BOJIOCHI, OPOBU U PECHUIIBI, KOKa TOHKAs Cyxas,
TUTIOJIOHTHS, 3yObl KOHMYECKOH (POPMBI, MHOKECTBEHHBIH Kapuec, TOHKHE JUCTPO(PHIHBIC
HOT'TH, 33/IEPXKKA IICUXUYECKOTO PA3BUTHSI.

D)IIpenmnonoxuTenbHBIA TUArHO3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) E 75.2 bone3nnr ®abpu

2) MPT, KT, Y3U Baytpennux opranon, DKI', 9xo-KI', konudecTBeHHOE OmpeesieHne
nu3ochuHroUUI0B MeToioM TMC, onpeienieHne akTUBHOCTH alib(ha-TaJakTo3uaa3bl B KPOBH.
3ananue 47 [TanmeHT - HOBOpoXxieHHas eBouka. OOBEKTHBHO: TUM(PATUIECKH OTEK KHCTEH 1
CTOTI, ITEPUTUYM III€H, STMUKAHT, aHTUMOHTOJIONIHBIN pa3pe3 a3, BIIC, moakoBooOpazHas
MOYKa.

)IIpenmnonoxuTenbHbIA TUArHO3.

1) MeToapl AMAarHOCTUKH.

Omanon omeema:

1) Cungpom Hlepemesckoro -Tépuepa

2)MeTo/1bl IUarHOCTUKU: UCCIEOBAaHUE KapUOTHUIIA



3ananue 48 [Tanuent - Mmanpuuk 5 net. O0bexTuBHO: 104cM/15KT, Kpyrioe M0, KITMHOBUIHBIHN
pOCT BOJIOC Ha JI0Y, TUIIEPTEIOPU3M, IIMPOKask IEPEHOCHIIA, KOPOTKUH HOC C BBIBEPHYTHIMU
HO3JIPSIMH, INUPOKUH QHUIBTP, MIAIEBUIHAS MOIIOHKA, KPUIITOPXU3M.

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) Q 87.1 Cunnpom Aapckora

2) 'eneTnueckue TECTHI ISl BBIIBIEHUS MyTaluu B reHe FGD1

3ananue 49 [Tanuenr - neBouka 5 set. XKanoObl Ha CyJOPOTH, CHIPKEHHE WHTEIUIEKTA.
OOBEKTUBHO: Ha JIUIIE B O0JIACTH IIEK eTMHIUYHBIC PO30BBIE MAITyJIbl, Ha TEIe 3
JEMUTMEHTUPOBAHHBIX «IIEPUCTBIX) MATHA.

1) [IpenmnosnoxuTeabHbI JUArHO3.

2) MeToasl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: TyGepo3Hslii ckiepo3

2)MeronoB HeitpoBuzyanuzanuu: KT, MPT, 90I" Y3U BHYTpeHHHX OpraHoB
MouekynsipHO-reHeTHYecKas JuarHocTuka- nouck aenenuit TSCIluTSC2

3amanue 50 [larueHT - MabyuK 5 JIET, HANIPaBJIEH C IEJIbI0 YTOYHEHUs quartosa. M3 anamuesa:
HelipoceHcopHas Tyroyxocts [II-IV, rematypus, nporennypus. O6GbeKTHUBHO: ICUXO(PU3HUECKOE
pa3BUTHE COOTBETCTBYET BO3pACTy, (EHOTHI 6€3 0COOEHHOCTEH.

)IIpennosoxuTenbHbIA TUArHO3.

2) MeTo bl TUarHOCTHKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbsnopra

2) ananu3el MOuYH U KpoBH, Y3U opranos Opromrnoii nonoctu, KT, MPT ronosxoro mo3ra.

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

3amanwne 51 [lamuent - manbuuk 4x net. XKanoObl Ha c1aboCTh B HOTaX, HAPYIICHUE TTOXOIKH.
OOBEKTUBHO: MCEBAOTUNIEPTPODUST UKPOHOKHBIX MBI, THIEPIIOPI03 MOSICHUYHOTO OT/Iesa
MMO3BOHOYHMKA, 3aTPYAHEHO MOHIATHE PYK. [Ipy BCTaBaHUM UCIIOIB3YET BCIIOMOTaTEIbHbIE
MIPUEMBI.

D)IIpeanonoxuTensHbIi TUarHos.

2)MeToabl TMarHOCTUKU

Omanon omeema:

1) G 71.0 Mblmeunas auctpodust

2) -OAK, 6uoxumuueckuii ananu3z kposu, KOK, JIII" -CexkBeHnpoBaHue reHOB Ha HAJIMYKE

MyTaIii, OTBETCTBEHHBIX 32 BOSHUKHOBCHHE HEPBHO-MBITIICYHBIX 3200JIC€BaHHI

3amanwne 52 [lamuent - neBouka 4x net. M3 anamuesa: 10 1,5 €T pa3BUTHE COOTBETCTBOBAIIO
BO3pacTy, 3aTeM PErpecc MCUXUMOTOPHOTO pa3BUTUS. OOBEKTUBHO: YMCTBEHHAs! OTCTAIOCTb,
CTEPEOTHITHBIEC IBIKEHUS B BUAC COKUMAHUS U MBIThS PYK»

1)IIpennonoxuTenbHblil JUarHos.

2)MeTobl TMarHOCTHKU

Omanon omeema:



1)MKB-10: F 84.2 Cungpom Perra
2)MeTo/ bl TMarHOCTUKU: MOUCK MyTanuu B rene MECP2

3amanue 53 [laruent - neBouka 5 net. XKanoObl Ha 00JIM B KOCTSIX, YACThIE MEPETOMBI, OOJIBITION
*KuBoT. O0bekTHBHO: 104cM/16KT, KOKa OyieTHAsI, OOJIBIIION KUBOT, TeIIaTOCIICHOMET IS,
BBIpaKEeHHAs BeHO3Has ceTb. OAK: aneMust TpOMOOIIUTONIEHHUS JICHKOTICHHUS.

)IIpenmnonoXuTenbHbIA TUArHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema:

1) E 83.0 bonesus ['ome

2) OAK, broxumust KpoBH, OIIpe/ieTICHIEe aKTHBHOCTH OeTa-TIoKOoIepeOpo3nassl,
nencuromerpusi, MPT kocteit JIHK- cexkBeHMpOBaHKE 9K30HOB U MPUIK30HHBIX Y4ACTKOB
uHTpoHOB reHa GBA

3amanue 54 Ilamuent - manbuuk 4 et. XKamoObl Ha 3aIep)KKy IICUXOPEUYEBOTO Pa3BUTHS, YXO
ot obmmeHuss. O6bekTuBHO: 118cM/22KT, G0JIBIIIAst TOJIOBA C BHICOKUM U IITUPOKHUM JIOOM,
JUIMHHOE JIUIO C YBEJIIMYSHHBIM OJIO0POIKOM, YIIIH OOJBIINE, KUCTU U CTOIBI ITUPOKUE,
JTUCTaNbHBIC (DaTaHTH MANBIEB TAK)KE MIUPOKUE, TUIIEPMOOMILHOCTD CyCTaBOB U
TUIEPANTACTUIHOCTh KOKH. PEOCHOK He KOHTAKTHBIN, C MPU3HAKAMHE ayTH3Ma.

1)IIpeanonoxuTenbHblil TUartos.

2MeTtoapl JUArHOCTHKH.

Omanon omeema:

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

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

SH/IOHYKJIEa3HOW PECTPUKIIMU U cay3epH-OJIOTTHHTA.

3ananue 55 [Tanument - myxxunna 28 net. becrutoansiii 6pak - 5 net. O6bexktuBHO: 186cM/108KT,
TEJIOCIIOKEHHE TI0 KEHCKOMY THITY, THHEKOMACTHsI, KpaCHbIE CTPUH HA KUBOTE, TUTIOTLIA3HS
SUYEK.

D)I[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) Cungpom Knsudensrepa

2) HccnenoBaHue KapuoTUIia
3ananue 56 [TanmeHT — HOBOpOXKIEHHAsI, CpouHbIe poabl. O0bekTuBHO: 26001/48CM,
MHUKpoOpaxunedanus, cCHHoppHu3, JUITMHHBIE 3aTHYTHIE PECHHULIBL, 1e(hOPMUPOBAHHBIE YIIIHBIC
PaKOBHHBI, MaJICHbKHI HOC, MUKPOTEHHSI, TOHKAsl BEPXHsIs ry0a, pOT B BHJIE MOIyMECSALIa,
MaJIeHbKHE KUCTH M CTOIIBI, KITMHOAAKTHIIHS V TaNIbIIEB KUCTEH.

D)IIpennonoxuTebHBIA JTUATHO3.
2)MeToabl TMarHOCTHKH.

Omanon omeema:

1) Kopuemnus ne Jlanre

2) JlmarHo3 Ha OCHOBE KIMHMYECKUX IposiBiieHUH ( TunuuHbie 4epTsl IMla SBISIOTCS

HanOoJiee IIMPOKO MPUHATHIM KPUTEPUEM JIJIsl TIOCTAaHOBKY uarHos3a) OmpeneneHue
myTaruit NIPBL, SMCIA wim SMC3
3)



3ananue 57 [TanmeHT — HOBOpOXKIeHHBIH. OOBbEKTUBHO: MUKpOLIE(alnsi, CKOIIEHHBIN J100,
THIIOTETIOPU3M, MUKPO(TAIbMUS, pacienrta ryosl u He0a, HU3KO MOCaKeHHbBIE U
neGOopMHUPOBaHHBIE YITHBIE PAKOBHHBI, TOJTUIAKTHIINS TIOCTAKCHATTbHAS, «CTOTA-KaqaIkay,
BIIC, mukponeHuc, KpUurnTopXxu3M JBYCTOPOHHHM.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) Cunnpom DaBapca

2) UccnenoBanue KapuoTHIIA

3ananue 58 [lanmeHT — HOBOPOXKAeHHBIH. OOBEKTUBHO: AOHOIIEHHBIH, 2800r/48cM,
MUKpoIiedanus, aHTUMOHTOJIOUIHBIN pa3pes3 IJ1a3, MBIIIIeYHas THIIOTOHUS, TYHOOOpa3HOe JUIIO,
TUTIEPTEIIOPHU3M, T1ad peOeHKa, HATTOMUHAIOIINN KOIIaYhe MSyKaHbE.

1) [IpeanonoXuTeNbHBINA JUATHO3.
2)MeTobl TMarHOCTHUKH.

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

3ananue 59 [TammeHt 4 ner. XKanoObl Ha 3aA€PKKY IICUXOpPeUeBOro pa3BuTusi. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, FOJIyObI€ I71a3a, 10JMXOCTEHOMENHS, BODOHKOOOpa3Has IpyAHas KJIeTKa,
TUIIEPMOOUIIBHOCTD CyCTaBOB, apAXHOJAKTHIIN, CyOIOKCalUs XPYyCTaINKOB.
)IIpennonoxuTenbHbIA TUarHo3
2)MeTtoabl TMarHOCTUKU.
Omanon omeema:
1) Cunagpom Mapdana
2) OxoKI', uccnenosanue myrauuii FBN1
3)
3ananue 60 [Tauuent 5 ner. XKanoOsl Ha 3aA€pKKY ICUXOPEUYEBOIO Pa3BUTHUS, IPUCTYIIbI
HEMOTHBHPOBAHHOTO cMexa. OObEKTUBHO: MUKpoOpaxuiiedanus, MAaKpOCTOMHUS, MBIILICYHAS
TUIIOTOHUS, TOXOJKA IO TUITY «MEXaHUYECKOW KyKJIbD)
D)IIpenmnonoxuTenbHBIA TUArHO3.
2)MeTtoabl TUarHOCTUKY.
Omanon omeema:
1)Cungpom AHreiabmaHa
2) UccnenoBanue kapuoTHna
3ananue 61 IlauueHT - HOBOpoXkIeHHBIN, HanpasieH B MI'K g o6cnenoBanus B CBs3U €
nosbiieHreM ypoBHs HeoMPT-90 ur/mi, perectPT-50 Hr/mi, xsiopuasl mota-75 MMOJIb/I
D)IIpennonoxuTenbHBIA TUArHO3.
2)MeTobl TMarHOCTHKH.
Omanon omeema:
1)MykoBuCIII103
2) Pentren npu poxnaenuu 3areM 1p/ron, Cruporpadus 1p/3 mec, KOHTpOIb MUKPODIOPHI
1p/3 mec, onpenenne myTanwmii reHa CFTR



3ananue 62 [TanmeHT — HOBOpOXAeHHBIA. OO0BeKTUBHO: Macca Tena 2400r, HU3KO MoCaXKeHHbIE,
nedhOpMUPOBAHHBIC YITHBIE PAKOBUHBI, TOMUXOIE(harsi, MUKPOTeHHUs, KOPOTKUE TTIa3HbIC MIEINH,
MHUKPOCTOMHUSI, (DIIEKCOPHOE MOJIOKEHHE MaNbLEB PyK, maxoas rpeika, BIIC. 13 anamuesa —
OepeMEeHHOCTh MPOTEKajaa C MHOTOBOJIMEM, OTMEUaIach ciiadasi akTUBHOCTH Tu1ofa, Ha Y3U —
€JIMHCTBEHHAS apTePUsl IYITOBUHBI, MAJICHbKAs TUIAICHTA.

)IIpenmnonoxuTenbHbIA TUarHo3.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema.

1)Cungapowm Ilatay

2) UccnenoBanue KkapuoTuna

3ananue 63 [laruent - 6epemennas 42 net, cpok 6epemeHHOCTH 18 Henenb, JaHHas
6epemenHocTh 3 (1 u 2 — MmenukamMeHTO3HbIe a00pThl). KOHCYyIbTHpYETCS 10 pe3ynbTataM
MpeHaTaIbHOrO CKpuHUHTA | TpumecTpa. Boiaiensl Y3U mapkepsl: BoasiHka mioaa, TBIT-8mmM,
ypoBerb PAPP-A-0,49MoM, B-XT'Y-1,11MoM.

DIIpennonoKuTeNbHBIA TUArHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAIIUH Y TIJ10/1a (TIPEATIOIaragMbie), TpeOyIoIue

IIPEIOCTABIICHUS MEAUIIMHCKON TOMOIIY MaTEpH.

2) uBa3uBHas npeHaTallbHasl JUarHOCTUKA

3amanue 64 [lamuent - manpbunka 12 ner. XKanoOwl Ha 00k B HOTaX, MPUCTYTIBI CEPALICONCHMS.
OOBEKTHBHO: JOTUXOCTCHOMENHS, TPYAHON KH()OCKOINO03, TUIIEPITACTHYHOCTD KOXKH,
«TaUPOCHBIE» PYOIIbI HA TOJICHAX U B 00JIACTH KOJIEHHBIX CYCTaBOB, TUIIEPIIOABMKHOCTh
KPYIHBIX U MEJIKUX CYyCTaBOB, MPOAOJIbHOE TUIOCKOCTOIHE.

D)IIpennonoxuTenbHbIA JUATHO3.

2)MeTtobl TMarHOCTHUKH.

Omanon omeema:
1)Cunnpom Dnepca-Jlannoca
Ox0KT', MonekymspHo-reHeTHIeCKOe uccienoBanue «HacnencrBeHHbie 3a00eBaHNe

COCHHHHTGHBHOﬁ TKaHKW»

3ananue 65 [lanuent - neBouka 5 set. XKanoObl Ha KUMKW 3TTIOBOHHBIN CTYII, B3yTHE )KUBOTA,
noTepro Beca. M3 anHamHe3a: nepBble CUMITOMBI € 11 Mec. ocine paciMpeHus MUTaHUs, CO CIIOB
KHUJIKAN CTYJI BO3HUKAET Mocje ynoTpedneHus xieda, neueHbs. OobexktuBHO: 100cM/12KT, KOXKa
OnetHas, MBIIIICYHASI TUTTOTOHHS, OOJIBIION KUBOT

1)I[IpennonoxuTenbHblii JUarHos.

2)MeTo/1bl TUAarHOCTHUKHU.

Omanon omeema:

1)AHTHTENA K TKAHEBOM TpaHCAaMUHAa3€, aHTUTENA K [NIMOJUHY, THTUTENA K SHAOMHU3UIO U
PETHKYIUHY, TECT Ha oOIIHi 0enok, TecT Ha anbOymuH; HLA tunupoBanue DQ2/DQS8

3ananue 66 [lanueHT - HOBOPOXK/IEHHAs Ha 5€ CyTKM OTKa3 OT €/Ibl, PBOTA, CYJ0pPOTH, Ha 6
cyTku B APO meTabonudeckuid KeTOAK 103 U TUIOTIIMKEMHUs], Ha 7€ CyTKHU — JIeTUApaTaluu,



nporpeccupytomias jgeraprusi. OObeKTUBHO: OT MAIMEHTa UCXOANUT Cenn(PuIecKuit
CJIaJIKOBATBIN 3aIax.

1)IIpennonoxuTenbHblil TUarHos.

2)MeTo/ bl TMarHOCTHKH.

Omanon omeema
1)bonesns «xineHoBoro cuponay (Jleiunos)
2) I'azoBas xpomartorpadusi 06pa3IoB MOUH; AMUHOKHUCIIOTHI M1a3Mbl (TOBBILIICHHE

aJITON30JenIMHa) - B pa3pabotke; JIHK- anarnocTuka (4acTeie MyTaluu
B renax BCKDHA, BCKDHB)

3ananne 67 Ha ocMoTpe peOeHOK 5 JIeT - TeTeKaHT, TeTEPOXPOMUS paTy>KKH U BOJIOC Ha T'OJIOBE,
HelpoceHcopHas Tyroyxocts III-IV crenenu. B pogocioBHol - y MaTepu cemast mpsib, y OpaTta
TYTOyXOCTb.

)IIpennonoxuTeNbHBIA TUArHO3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema

1)Cunapom Baapnenbypra
2) Jlnaruo3 ycTaHaBIUBAeTCA HA OCHOBAaHUH KIMHUYECKUX JAHHBIX, H3YYEHUS CEMEHHOTO

aHaMHe3a, MOJIEKYJIsIpHO-TeHeTH4eckoil nuarnoctuku, ¥Y3U rnaza, MPT, KT

3ananue 68 [lauuent — Manbuuk 1,5 roga. KanoObl Ha CyXOCThb U HIETYIIEHUE KOXKU.
OOBEKTUBHO: KOKa CyXasi ¢ OOJIBIIMMH TEMHBIMU YEIITYHKAMHU U BBIPAKCHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3rudaTeNIbHBIX TOBEPXHOCTEH JIOKTEBBIX U KOJICHHBIX CYyCTABOB.

)IIpennooXuTenbHbIA TUArHO3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema

1)BynbrapHbiii UXTHO3
2)/InarHo3 cTaBUTCS HA OCHOBAHUU KIIMHUKU

3amganue 69 Ilamuent - pedenok 1 roga. OOBEKTHBHO: BRIpAKEHHAS 3a/ICPKKA
MICHXOMOTOPHOTO Pa3BUTHS, CYIOPOTH, MBIIIEYHBIA TUTIEPTOHYC, CKPYUYCHHBIE IOMKHE BOJIOCHI.

DI IpennonoXuTeTbHBIA TUArHO3.

2)MeTo/bl TMarHOCTHKN

Omanon omeema

1)Cunnpom Menkeca
2)KT, MPT, O30I" MonekynspHO-TeHeTHYeCKOe uccieoBanue nouck myrauuii ATP7A

3aganue 70 I[Mamuent - neBouka 6 sier. KanoObl: Ha HU3KUH pocT. OOBEKTUBHO:
104cm/18Kr, ITO3 IBYCTOPOHHUN, aHTUMOHTOJIOUTHBIN pa3pe3 TJ1a3, KPbIJIOBUIHBIC CKIIAKA HA
niee, BajbrycHas nedopmaiivs JOKTEBbIX CYCTaBOB.

DIIpennonoXuTebHbIA TUArHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema

1) Cunnpowm llepemesckoro -Tepuepa

2) WccnenoBanue kapuoTuiia



3ananue 71 IMamuent- 1,5m mec. XKanoOsl: 1uioxast mpudaBka B BECe, CHUKCHHBIN alleTHT,
cpeiruBanue. Poguiics ¢ KIIMHUYECKOM BPOXKICHHON KUIIEYHON HEITPOXOAUMOCTHIO . Hantoxena
uineoctoMa. 1o crome onpenensercs BOASIHUCTOE KUIIEYHOE COAEPKUMOE C KUPHBIM OJIECKOM.
B teueHue nocnenHen Heenu OoTMeEYaeTCs Kallelb, TeMIiepaTypa HopMasibHast. Co CJI0B MaMbl
KOXKa peOCHKa MMEET BhIPAKCHHBIN COJICHBIN BKYC

)IIpenmnonoXuTenbHbIA TUarHO3.

2)MeTo/1bl TUAaTHOCTUKU

Omanon omeema
1)MyxkoBucu103
2) OnpeneneHue ypoBHS XJOPUAOB MOTa, KOMIporpaMma, aHaJIu3 Kajla Ha TaHKPEaTUYECKYIO
anacrasy, uccieaoBanue yacteix Mmytanuii B rene CFTR

3amganue 72 Ilamuent - my>xunnHa 23 roga. JXKanoOwl Ha Gecrionue. B mercTBe yacTeie
pecnupaTopHbIe 3a00JIeBaHus, CAHYCHUTBI. [[pOBOIMINCH MyHKIIMKA BEPXHEYEIIOCTHBIX TaszyXx. [1o
JTAHHBIM CTIEPMOTPAMMBbI — a300CIEPMUS

)IIpeanonoxuTenbHbIi TUarHos.

2)MeTobpl TMarHOCTUKU

Omanon omeema
1)MyxkoBuCII103
2) uccnenoBanue yacTbix MmyTtanuii B rene CFTR

3amanne 73 Ha npuem oOpatuiiack MaTh peOCHKa ¢ pe3ysibTaTaMH HEOHATAJILHOTO CKPUHUHTA.
Manbuuk 8 nHel xu3Hu. 2KanoObl Ha )KENTYIIHOCTh KOXKHBIX ITOKPOBOB, CPHITUBAHUE, KUIAKUI
ctyn. [1o pe3ynpTaTramM HEOHATATBFHOTO CKPUHUTA: 00IIas TalakTo3a KPOBH 27 MI/A

DIlpennonoxuTenbHbId JUarHo3.

2)MeTobpl TMarHOCTUKH

Omanon omeema

1)l"anakrozemust

2) aHanM3 aKTUBHOCTHU (hepMeHTa rajakro3o-1-pocdar-ypunmnrpancdepasst (I'AJIT),
JHK-nuarnoctuka (reaa GALT)

3ananue 74 Ilanument-neBouka 1,5 net. C 3 1Hs )KU3HU peLMIUBUPYIOLINE SMTU30/1bl PBOTHI,
CIyTaHHOCTH co3HaHUs. Habmromaercs HEBPOJIOTOM B CBSI3U C 3a/IEPKKOM pa3BuUTHs. B KpoBH
orMeuaercst Mertabonmueckuit aruo3. TMC kpoBu: C3 NoOBbIIIEH, aMUHOKUCIOTH B MOYE —
MOBBIIICHHE METHIIMAIOHOBOM KUCIOTHI

) IpennonoxxuTenbHbIN AUArHO3.

2)Mero1bl TUAarHOCTUKU

Omanon omeema

I)MetunmManoHoBas aluaypus

2) MonekynsipHO-TeHETHUECKOE HCCIIeOBaHNE

3ananue 75 Ilanuent 20 aueit xu3nu. Haxonurces B APO ¢ KIMHMKON MOJIMOpraHHON
H/IOCTaTOYHOCTH. B Bo3pacTe 5 CyTOK KU3HU COCTOSTHHE PeOCHKA PE3KO YXYALIMIOCH 33 CUET
HapacTaHUsl HEBPOJIOTMYECKON CUMITOMATHKY B BUie cuHapoma yraetenust [IHC,



reHepaTM30BaHHbIX CYA0pOr B KpoBH oTMeuaeTcsi MeTaboInYecKuii TakTaT-aunuao3. B moue

ManMCHTA MOBBINICHA KOHIICHTpAIIUA 3-I‘I/I[[pOKCI/IHpOHI/IOHOBaSI KHUCJI0Ta

) IpennonoxuTenbHbIN 1UarHO3.
2)MeTopl TMarHOCTHKU
Omanon omeema
1)IIponmmoHoBas anuaypust

2) TMC, npoBenenue cekBennpoBanus MmerogoM NGS, Bximtouaromuecs B cedst rensl PCCA

u PCCB
KPUTEPUMH oneHnBaHNA KOMIETEHIHHA H NIKAJLI OIEHKHA
Onenka Onenka Onenka Onenka
«HEYAOBJICTBOPUTEJIbHO» | KYAOBJETBOPUTEIBHO» | «XOPOLLO» «OTJINYHO»
(He 3aYTEHO) WU (3a4TeHo) WiIu (3auTeHo) (3auTeHo) WM
OTCYTCTBHE YAOBJICTBOPUTEJIbHBIN | WIH BBICOKHMH
chopMHUpPOBAHHOCTH (moporosblii) J0CTATOYHBII YPOBEHb
KOMIIeTeHIIUH YPOBEHb OCBOCHMS YPOBEHb OCBO€EHHUSI
KOMIIETCHIIUU OCBOCHUS KOMIIETCHIUHU
KOMIIETEHIIUH
HecmiocoOHOCTE OO0yuaromuiics OO0yuaromuiics OOyuaromuiics
obOyuJarorerocs JIEMOHCTPUPYET JIEMOHCTPUPYET JIEMOHCTPUPYET
CaMOCTOSITEIIbHO CaMOCTOSATEIbHOCTh B CaMOCTOSATEIbLHOE | CIIOCOOHOCTH K
MPOJEMOHCTPUPOBATH MPUMEHEHUH 3HAHUH, MIPUMEHEHUE MTOJTHOM
3HAHWS PU PEIICHUN YMEHUH ¥ HABBIKOB K 3HaHWH, YMEHUN U | CAaMOCTOSATEIHPHOCTH
3a/laHAN, OTCYTCTBUE peIIeHuI0 y4eOHbIX HaBBIKOB IIpU B BBIOOpE criocoba
CaMOCTOSITEIILHOCTH B 3aIaHHI B TTOJTHOM pelIeHNY 3a1aHuH, | PeLICHHS
MPUMEHEHUN YMEHH. COOTBETCTBHH C aHAJOTHIHBIX HECTaHJIAPTHBIX
OTCyTCTBHE TIOATBEPXKICHUS | 00pa3IoM, TaHHBIM obpasmam, 9To 3a7laHui B paMKax
HaJIM4ns mperoaaBarejiem, 1o IMMOATBCPIKAACT JUCHUIIIINHEI C
c(hopMUpOBaHHOCTH 3a/IaHUsIM, pEIIeHUE HaJTHYHe HCITOJIb30BaHUEM
KOMIIETEHIIUU KOTOPBIX OBLIO MOKa3aHo | chopMUPOBAHHON | 3HAHWH, YMEHHUH U
CBUJICTEIILCTBYET 00 MPEIIoIaBaTeNieM, CIICAYeT | KOMIICTECHIIMH Ha HAaBBIKOB,
OTPHUIATETBHBIX PE3yNbTaTaxX | CYMTATh, YTO 0oJiee BBICOKOM MOJTyYCHHBIX KaK B
OCBOEHUS y4eOHOM KOMITETCHITHS ypoBHe. Hanmame | Xome ocBoeHUs
JHUCHUATUINHBI chopMupoBaHa Ha TaKoi JTAaHHOU
YIAOBJICTBOPUTEIIBHOM KOMIIETCHIIMH Ha JUCIUIUIMHEL, TaK U
YPOBHE. JIOCTaTOIHOM CMEKHBIX
YpPOBHE JIACIUILINH,
CBUJICTEIBCTBYET | CICAYET CUMTATh
00 ycTOMYnBO KOMITCTCHITHIO
3aKpETUICHHOM chopMHEpOBaHHOM
MIPAKTHYECKOM Ha BBICOKOM
HaBBIKE YPOBHE.
Kpumepuu oyenuganus mecmoeozo KOHmpoa:
IMPOLCHT IMPaBUJIbHBIX OTBETOB OTMCTKI/I
91-100 OTJIUYHO
81-90 XOpOIIO
70-80 YIOBIIETBOPUTEIHHO
Menee 70 HEYJIOBJICTBOPUTEIIHHO




[Ipu oreHMBaHUY 3aaHUIA ¢ BLIOOPOM HECKOJIBKHUX MPABUIBHBIX OTBETOB JOMYCKACTCS OHA
ommoka.

Kpumepuu oyenueanua cobeceooganus:

Jeckpunropsl
yMeHHe O0bSICHATH JIOTHYHOCTb U
OTMeTKa (mpeacTaBIATh) MOCJIe10BATEIbHOCT
MPOYHOCTH 3HAHU I CYLLIHOCTH SIBJICHU, b 0TBeTA
NPoLECCOB, AeJATH
BbIBO/IbI
OTJINYHO IPOYHOCTh 3HAHUU, BBICOKOE YMEHHE BBICOKasl JIOTUMHOCTh
3HaHUE OCHOBHBIX OOBSICHATH CYIIIHOCTh, | U
MPOLIECCOB U3y4aeMOn SIBJICHUH, IPOIIECCOB, MOCJIE10BATEIbHOCTh
MpeIMETHOM 00JIacTH, COOBLITHH, IenaTh OTBETAa
OTBET OTJIMYAETCS BBIBOJIBI U 00O0IICHMS,
rITyOMHOMN M MOJIHOTOM JaBaTh
PACKpBITHUS TEMBI; apryMEHTUPOBaHHbIE
BIIAJICHUEM OTBETHI, IPUBOAUTH
TEPMUHOJIOTMYECKUM MIPUMEPBI
anmnapaToMm; JIOTHYHOCTHIO
U TTOCJIEI0BATEIbHOCTBIO
OTBETa
XOpOILIO IIPOYHBIE 3HAHUS yMeHHE 00bICHATD JIOTUYHOCTb U
OCHOBHBIX ITPOLIECCOB CYIIHOCTb, SIBJICHUH, MOCJIEI0BATEIbHOCTh
M3y4aeMou mpeaMeTHON MPOIIECCOB, COOBITUI, OTBETa
o0jacTu, OTINYaeTCs JieaTh BBIBOJIBI
IYOUHOM | MOJTHOTON 000011IeHHS, JaBaTh
PACKpBITHUS TEMBI; apryMEHTUPOBaHHbBIC
BJIAJICHUE OTBETHI, IPUBOAUTH
TEPMUHOJIOTHYECKUM MIPUMEPBIL; OTHAKO
anmaparom; cBoOOIHOE JOITYCKaeTCs OJIHA - 1BE
BIIAJICHUE HETOYHOCTHU B OTBETE
MOHOJIOTHYECKON PEYBIO,
OJIHAKO JIOMYCKAaeTCs OJHA
- JIB€ HETOYHOCTH B OTBETE
YAOBIIETBOPUTE | YIOBJIETBOPUTEIHHBIE YIOBJIETBOPUTEIHLHOE YAOBJIETBOPUTEIbHAS
JBHO 3HaHUS IPOLIECCOB YMEHHUE JaBaTh JIOTUYHOCTb U
HA3y4aeMOM IPEAMETHOU apryMEeHTHUPOBAHHBIE MOCJIENOBATEIBLHOCTD
o0jacTu, OTBET, OTBETHI U IPUBOJAUTH OTBETa
OTJIMYAIOLIUICSA [IPUMEDBI;
HEJO0CTAaTOYHOU TTyOUHOM | yIOBIETBOPUTEIHHO
Y TIOJIHOTOM PAaCKPBITUSA chopMUPOBaHHBIE
TEMBbI; 3HAHHEM OCHOBHBIX | HAaBBIKM aHAJIM3a
BOITPOCOB TEOPHH. SIBJICHU, POIIECCOB.
JlonmyckaeTcsi HECKOIbKO Jonyckaercs
OIHOOK B COACP>KaHUU HECKOJIBKO OIIHOOK B
OTBETA COJIEpKaHUU OTBETA
HEYJIOBJIETBOPH | CIa0oe 3HAHWE U3yYaeMOl | HEyMEHHE JaBaTh OTCYTCTBHE
TEJIbHO peIMEeTHOM 00J1acTH, apryMEHTUPOBaHHbIE JIOTUYHOCTH U
HETITy0O0KOE PacKphITHE OTBETHI MOCJIE/I0BATEIbHOCTH




TeMBbI; cJ1aboe 3HAHHE OTBETA
OCHOBHBIX BOIIPOCOB
TEOpUH, ClIa0ble HABBIKU
aHan3a SBJICHUH,
rporeccos. Jlonmyckarorcs
CephE3HbIE OMUOKH B
COJIepP’KaHUU OTBETA
Kpumepuu oyenusanua cumyayuonnvix 3a0au:
Jeckpunropsl
OTMeTKa S aHaJIn3 HABBIKHU npodeccuoHaiLHOE
CUTyallUH peueHust MBbIIILIEHHE
npoodJieMbl
CUTYaIUH
OTJIUYHO MOJTHOE BBICOKASI BBICOKAs BBICOKHI YPOBEHb
MOHUMaHUE CITIOCOOHOCTh CIIOCOOHOCTH PO eCCUOHAIBHOTO
npobiieMbl. Bce  [aHanu3upoBaTh BHIOpaTh METOHA  [MBIILJICHUS
TpeOoBaHUS, CUTYaIlnIo, pereHus
MpeIbsBIsEMbIe |[1eNaTh BHIBOJBI [[TPOOJIEMBI,
K 3aJIaHUIO, YBEPCHHBIC
BBITIOJTHEHBI HABBIKU PELICHUS
CUTYaIluu
XOpOIIIO MOJTHOE CIIOCOOHOCTh CIIOCOOHOCTH OCTATOYHBIN
MOHMMAaHHE AHAIM3UPOBATh [BBIOPATH METON  [yPOBEHB
npobiemsl. Bce  [cutyanmio, peleHus mpodeccrnoHaIbHOTO
TpeOoBaHUS, NeNIaTh BBIBOJBI  POOJIEMBI MBIIIICHHSL.
MpenbsBIseMble YBEpEHHBIE JlomyckaeTcsi oJHa-
K 3aJIaHUIO, HABBIKM PEIICHUS |[TBE HETOYHOCTHU B
BBITIOJTHEHBI CUTYalluu OTBETE
YAOBJIECTBOPHUTE [MACTUIHOC yYIOBJICTBOPHUTE |yJIOBJICTBOPHUTEIH [OCTATOYHBIN
JBHO MOHUMAaHNE TbHAS HbIE HAaBBIKU YPOBEHB
MPOOJIEMBI. CITIOCOOHOCTh pEIICHUs MpoQeCCUOHAIBHOTO
BoBIIMHCTBO AHATM3UPOBATh CUTYaIUH, MBIIIICHHS.
TpeOOBaHUH, CUTYaLHIo, CJI0KHOCTH C Jlommyckaetcst Ooiiee
MpeIbsSBISEMBIX |[€aTh BEIBOJBI [BEIOOPOM METOJA |[IBYX HETOYHOCTEH B
K 3aJIaHUIO, peIIeHus 3a]a9i  |0TBETE JINOO OImnoOKa
BBHITIOJTHEHBI B
MOCJICA0BATEITHHOCTH
pelieHus
HEYJIOBJICTBOPHU HETIOHUMaHHUE HU3Kas HEJOCTATOYHBIC  |OTCYTCTBYET
TEJIBHO POOIIEMBI. CIIOCOOHOCTh  [HABBIKHM PEIICHUS
MHuorue AHATM3UPOBATh CUTYAIlUU
TpeOoBaHUS, CUTYaIINIO
MPEIbIBIISICMbIC
K 3a]JTaHUIO, HE
BBITTOJTHEHBI. HeT
otBeTa. He ObL10
MOTIBITKU PEITUTH
Bajauy







