®EJIEPAJILHOE F'OCYJIAPCTBEHHOE BIO/KETHOE OFPA3OBATEJIbHOE
VUPEXJIEHUE BBICIIIEI'O OBPA3OBAHUS
«POCTOBCKUIL TOCYIAPCTBEHHBII MEJIUIITHCKUI YHUBEPCUTET»
MUHWUCTEPCTBA 3JIPABOOXPAHEHUST POCCUUCKOU OEJIEPATINA

Kadexpa reMaToJoruy B TpaHCcPy3u0I0rHH (¢ Kypcamu KIMHHYECKOH 1aGopaTopHoi
JMATHOCTHKH, TeHeTHKH U JIa60PATOPHOI IreHeTHKH)

VTBEPKXITAIO

U Byxonoain

YKOBOAUTEID

00pa30BaTeNbHOM IPOIPaMMBbI
1.M.H., npodeccop bansasuna E.B.

«7B» porea2024 .

PABOYAS ITPOT'PAMMA ,Z[I/IC]_II/IHJII/IHI)I MOJVYJIA)
«TEHETHKA»

0CHOBHOIi IpodeccuoOHANBbHOM 00pa30BaTENbHON NPOrPAMMBI BHICIUIET0 o0pazoBaHusA —
MPOrpaMMbl OPAUHATYPHI

CrnenuanrsHOoCTh
31.08.42 HeppoJiorus

HampasnersocTs (Mpoduis) mporpammel 31.08.42 Hepoxorus

broxk 1
BapuatusHas yacth (51.B.01)

VpoBeHB BHICIIETO 00pa30BaHUA
MOAT0TOBKA KAAPOB BhICIIEeH KBAIUPUKAIHH

®opma 00ydeHns — OUHAA

PocTos-na-/lony
2024 1.



Pa6ouas mporpamma mucnummaHb(Monynst) «EHETHUKA» mo cmnenuamsHOCTH
31.08.42 mesponorms paspaboTaHa TpernofaBaTeNsIMH Kadeapbl TeMaTOIOTHH H
Tparchy3uoaorud ( ¢ KypcaMH KIMHHYECKOHM J1a00paTOpHOM NUATHOCTHUKH, T€HETHUKH W
1a0opaTopHOH  TEHCTHKH)  COOTBETCTBHM  C  TpeOOBaHMAMH  (DellepalbHOro
roOCyJapCTBEHHOTO 00pa30BaTENBHOTO cTaHAapTa Beicmiero oopaszosanusd (PI'OC BO) mo
cnenuanbHocTd 31.08.42 HEBPOJIOTHSA YTBEPKIECHHOTO MpukazoM MunobpHayku Poccun
Ne 103 or 02.02.2022 , u mnpodeCcCHOHANBHOTO CTaHAapTa « Bpad- HEBPOJIOD)
YTIBEPKACHHOTO TIPHUKa30M MUHTpya ¥ conranbHou 3amuThl Poccuiickon denepanuu ot
29 saBaps 2019 . Ne 511)

Pabouas nporpamMma IUCHUITIIMHBL (MOI[YJISI COCTaBJICHA.

Ne | @amMmaus, UMsl, 0TYECTBO | Y4eHas 3anuMaemMas 10JKHOCTh, Kadenpa
CTeleHb,
3BAHUC
1 Awmennna CeeTnaHa | I.M.H. npodeccop Kadeapsl TEeMaTOIOTHH U
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2 Herrepesa Enena | k.M.H. JIOTIeHT  Kadeapsl  IeMaroiloruud |
BanentuHoBHA TpaHCchy3UOIOTUH (c Kypcamu
KIMHAYECKOU n1abopaTopHOM
JUATHOCTUKY, TEHETUKU U JTabopaTOpHOM
TEHETUKHN)
3 ITonomapeBa TarbsgHA | K.M.H. aCCHUCTEeHT Kadeapbl TEeMaTOJOTUU W
UropeBHa TpaHCchHy3UOIOTUH (c Kypcamu
KIIMHUYECKOU TabopaTopHOH
TUAarHOCTHKHU, TEHETUKH U J1abopaTopHOMU
TE€HETUKHU)

Pabouast mporpamMma IUCIUATIINHBL (MOAYJs) 00CyXIeHa U ofoOpeHa Ha 3acelaHun
Ka(eapsl TeMaTOJOTHH W TPaHCY3MONOTHU (¢ KypcaMH KIMHUYECKOW J1ad0paTOpHOU
IWArHOCTHKY, TCHETUKH U J1a00paTOPHOM T€HETUKH )
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3aB. kadenpoi 1.M.H., Ipodeccop % [Tatoxun 10.B.
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1. leab u3y4eHUus JUCHMILIIMHBI (MOLYJIA)

JlaTe oOyuaromumcst yriayOjieHHbIe 3HaHUSI B 00JIaCTU T€HETUKHU U BhIPA0OTaTh
HaBBIKM TIOATOTOBKM  KBIM(UIIMPOBAHHOTO Bpada-HEBpoJiora, 0O0JaJaroIIero
CHUCTEMOM YHHUBEPCAIBHBIX W MPOGECCHOHAIBHBIX KOMIETEHIIUNA, CIIOCOOHOTO U
TOTOBOTO JUJII CaMOCTOATENbHON MpodecCHOHANBHOW ACSTENBHOCTA B YCIOBHUSX
NEPBUYHOMN CIIEUATU3UPOBAHHON MEANKO-CAaHUTAPHON TTOMOIIIH.

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
Koa u HaumeHoBaHue IInanupyemble pe3yJbTaThl 00y4eHHsS M0 AUCHHUILINHE (MOAYJIIO),
KOMIIeTeHIINH COOTHECEHHbIe C HHAUKATOPAMH JOCTHKEHHSI KOMIIETEHIIHH

Cnoco6eH npoBOANTH KIMHUYECKYIO TUArHOCTUKY U 00CIIeIOBaHKE MAlMEHTOB
(OIIK-4)

OrK-4.1. MposoauT - CTaHOapTbl Oka3aHUst MeOULMHCKUX YCIYT,

NHUYecK
KJ;arHogfmzrom KNUHUYECKMEe pekoMeHaaumm No Bonpocam okasaHus
A y MeOULMHCKOW MOMOLLU; - NaTonorn4yeckne
obcnegosaHne

COCTOSIHWUS, CUMATOMbI, CUHAPOMbI 3aboneBaHni,
HO30510rM4ecKknx popm B COOTBETCTBUN C

3Hartnb MexayHapoaHoM CTaTUCTMYECKOW Knaccudumkauunen
6onesHen n npobnem, cBA3aHHbLIX CO 340POBbLEM; -
aHaToMO-(pyHKUMOHanbHble 0COBEHHOCTN OPraHoB U
CUCTEM B BO3paCTHOM acnekTe; - MeToanky cbopa u
OLEeHKM aHamHe3a 60nesHu; - MeToauky
KITMHUYecKoro obcneaoBaHus;

NaLUmneHTOB C
3aboneBaHuaAMN n
(vnn) coctosaHMAMU

OCyLLeCcTBNATL COOp Xanob, aHamHe3a XU3HN,
aHaMHe3a 60ne3HN 1 aHanM3npoBaTh MOMYyYEHHYHO
Ymersn NHOpMaLNIo; - NPOBOAUTL PU3nKanbLHoe
obcnepoBaHue ¢ y4etom 15 Bo3pacTa; - BbISBMNATb
OTKITOHEHUS, OLEeHMBATb TSAXKECTb COCTOAHUS;




Baagern

- HAaBbIKOM COCTaBIEHUst anropnuTMa ANarHoCTUKU 1
obcnegoBaHMa NaumMeHToB; - cnocobamm
NHTEepnpeTaumm pesynbTaToB obcrnegoBaHus
nauMeHToB; - HaBblkaMW NMOCTAHOBKMU
npenBapuTenbHOro AnarHo3a Ha OCHOBaHUN
cobpaHHOro aHaMHe3sa, xanob, dunamkanbHOro
obcnegoBaHus;

OrlK-4.2.
Hanpaenget
nauyneHToB Ha
nabopaTopHble U
WHCTPYMEHTanbHbIE
obcnegoBaHus

3HaTH

MeTOAbl NabopaTOpPHbIX U MHCTPYMEHTaIbHbIX
ncecneaoBaHuUn, NX BO3MOXHOCTU AN
anddepeHLmanbHON AMarHoCTUKM 3aboneBaHnm; -
HOpMaTMBHbIE NOKa3aTenn nabopaTopHbIX U
WMHCTPYMEHTanbHbIX UCCIIEA0BAHNA C y4ETOM
BO3pacTa;

YmMmerTh

- NIPUMEHNATb NabopaTopHble N MHCTPYMEHTarbHbIe
MeTOAbl ANarHOCTUKM U o6cneaoBaHns NaLMeHToB; -
OLEeHMBAaTb NokasaHusl 1 06bemM MeaNLMHCKON
NMOMOLLIN;

Baagern

- HaBbIKamMW onpeaenieHns NoKasaHUM U HasHa4YeHUs
WNHCTPYMEHTarbHbIX M NabopaTopHbIX UCCNeLOBaHN
naumeHTam c 3aboneBaHNAMN N (UN) COCTOSTHUAMM
B COOTBETCTBMM C AENCTBYHOLLMMM NOpAaKaMK
oKasaHUst MEOULVHCKON NOMOLLN, KIMHUYECKUMU
pekoMeHaaunsaMK; - HaBblKaMn UHTEpNpeTaumm
nabopaTopHbIX U MHCTPYMEHTarbHbIX CCNeaoBaHUM

4. O0beM IMCUUILIMHBI (MOAYJIA) IO BUAAM Y4eOHOH padoThI

Tabnuya 2
Buabl yueoHo# padoThI Bcero, O0beM Mo NoJYyrogusM
qac. 1 2 3 4
KonTakTHas padora odyuyaromerocst ¢ 18 - - 18 -
npenoaaBaTejieM Mo BHAaM y4eOHbIX 3aHATHI
(KonTakr. pa6.):
Jleknmonnoe 3anstue (JI) 6 - - 6 -
Cemunapckoe/mpakrudeckoe 3ausarue (CI13) 12 - - 12 -
CamocrosTenpHast paboTa 00y4aroIierocs, B TOM YHCIIe 18 - - 18 -
TOJATOTOBKA K MpoMexyTouHoi arrectaiuu (CP)
Buna npomexxytouHoii arrectanuu: 3adet (3), 3a4eT ¢ 3auem - - 3 -
onenkoi (30), Dx3amen (O)
O0muii 00LEM | B yacax 36 - - 36 -
B 32a4Y€THBIX eIMHUIIAX 1 - - 1 -




5. Coaep:xanue TUCHUILIUHBI (MOLYJIs1)

Ne
HaMMeHOBaHHUe Pa3/ieioB,TeM Koa mnaukartopa
pasnena
1 I'eHeTHKa Ye0BeKa OIIK 4.2
1.1 MoJieKyJsIpHbIE OCHOBBI HACJICICTBEHHOCTH OIIK 4.2
1.2 [IuToNMIOrHYeCKe OCHOBBI HACIEACTBEHHOCTH OIIK 4.2
2 Kinunnueckasi xapakTepucTuka HacjeacTBeHHbIX 0ojiesneil  |OIIK 4.1, OIIK 4.2
2.1 XpOMOCOMHBIE OOJIE3HH OIIK 4.1, OIIK 4.2
MomnoreHnHble (hOpPMBI HACJAEACTBEHHBIX 00JIe3HeH (maToreHes
22 dop A ( * | OIK 4.1,01IK 4.2
KJIMHHMKA, THATHOCTUKA, YaCTOTA B MOITYJISIUN)
JlaGopaTopHbie MeTObl ITMATHOCTHKHN HACJIEICTBEHHbBIX
3 paTop ABLA A OIK 4.2
0oJ1e3Hell
3.1 ITuToreHeTHYECKHUE U MOJIEKYJISIPHO-TEHETUUECKHUE METOIbI OIlIK 4.2
buoxuMuueckre METOIbl TUarHOCTUKN HACIEACTBEHHBIX
3.2 . AR A A OTIK 4.2
0ose3Hei
4 IIpoduaakTuka HACJeACTBEHHbBIX 00J1€3Hel OIIK 4.2
4.1 MenuKo-reHeTHYeCKOEe KOHCYJIbTUPOBAHUE OIIK 4.2
4.2 HeonatayibHbI CKPUHUHT OIlIK 4.2
6. YueOHO-TeMaTHYeCKUil IJIAH JUCUUILJIMHBI (MOYJIs)
B TOM YHCJIe
Ne Beero Konra camoct |(popma Kon
a3 |HauMeHOBaHHe Pa3/iesioB,TeM KTHas SITeJIb |KOHTPOJI |MHIMK
pasi PAJICIAOBTEM | acon Ja |c3 |m3 o7 P o
eja pabot Has | aropa
a padora
3a4yer
. |OIIK
1 I'eneTnka yesioBeka 6 2 2 4 yeTHbIH | )
onpoc )
1.1 MonexynsipHble OCHOBBI 3 1 1 ) yeruelii  |OIIK
) HacJIEeACTBEHHOCTH onpoc 4.2
12 [uronornyeckre OCHOBBI 3 1 1 ) yernueiii  |OIIK
’ HacJIeICTBEHHOCTH onpoc 4.2
OIIK
Knunnueckas 3aver 41
2 XapaKTepUCTHKA 12 6 2 4 6 YCTHBIH OI'EK
HaCJIeJACTBEHHBIX 00J1e3Hel ompoc 42
OIIK
cTHblil 4.1
2.1 | XpoMocoMHBIE 00JIe3HI 5 3 1 2 2 y i
omnpoc OIIK
4.2
2.2 |MoHoreHHbie (OpMBI 7 3 1 2 4 yerhblii  |OIIK




HACJIE/ICTBEHHBIX OOJIe3HEH onpoc 4.1,0

(maTorenes, KIMHUKA, IIK
JIMarHOCTHUKA, 4acTOTa B 4.2
TTOITYJISIITHAHN )
JlabopaTopHbie MeTOAbI 3avyert
. |OIK
3 JTHATHOCTHKHU 9 5 1 4 4 YCTHBII 42
HACJEICTBEHHBIX 00J1€3HEeH onpoc ’
WTOT€HETUYECKUE U .
1 yerublii  |OIIK
3.1 |MoJneKynIsipHO-TeHETHYECKUE 7 3 1 2 4
omnpoc 4.2
METO/IbI
buoxumnueckue METOIBI .
A yerueiii  |OIIK
3.2 IUArHOCTHUKHU HACJIEICTBEHHBIX |6 2 2 4
N omnpoc 4.2
OoJjie3Hel
3a4yerT
IpodpunakTuka . |OIIK
4 . 9 5 1 4 4 YCTHBIH
HaCJIEeICTBEHHBIX 00J1€3HEeH 4.2
onpoc

Menuko-reHeTH4ecKkoe yerHbiii | OIIK

4.1 6 2 2 4
KOHCYJIbTUPOBAHHE Onmpoc 4.2
4.2 |HeoHnaTanbHbI CKPUHUHT 7 3 1 2 4 yerupii - OTTK
onmpoc 4.2
Hroro: 36 18 6 12 |18 3a4ver

7. Y4eOHO-MeTOANYeCKOe o0ecredeHrne CAaMOCTOSATeIbHOH padoThl
o0yyarimmxcs

[enb camocTOsITENHHOM PAOOTHI O0YYAIOIIMXCS 3aKIOYAeTCsl B TIIYOOKOM,
TIOJTHOM
YCBOGHWM YyYEeOHOTO MaTepualia U B Pa3BUTHH HABBIKOB CaMOOOPAa30BAHMS.
CamocrosiTenbHass pabora BkjIrO4aeT: pabOTy C  TEKCTaMH, OCHOBHOM W
JOTIOJTHUTENBHON JUTEPATYPOH, y4e0HO-METOIUYECKUMHU OCOOUSIMH,
HOpPMATUBHBIMM MaTepuajiamMH, B TOM 4YHuCJIe Marepuaiamu MHTepHera, a Takxke
nmpopaboTKa KOHCIIEKTOB JIEKIIMM, HalTMCaHUe I0KIIa0B, pedepaToB, ydacTue B padoTe
CEMHUHAPOB, HAYYHBIX KOH()EPEHITUSX.

OOyuatomuecs, B TEUCHHE BCEro Tmepuoja oOydeHus, 00eCIeunBarOTCs
JOCTYTIOM K aBTOMaTU3UpOBaHHOW cucteme «OpmuHarypa u Marucrtparypa
(muctaHmuoHHOE 00ydeHue) POCTOBCKOTO TOCYJapCTBEHHOTO MEIULMHCKOTO
yauBepcuretay (AC OMJIO PoctI'MY) https://omdo.rostgmu.ru/. u x 31eKTpoHHO#
UHGOPMAITMOHHO-00pa30BaTeIBLHON Cpee.

CamoctostensHas padora B AC OMJIO PoctI’' MY mnipencrainseT co6oit 1ocTyn
K DJICKTPOHHBIM 00pa30BaTEIbHBIM pPECypcaM B COOTBETCTBHM C (OpMON OOydeHHs
(JIeKIMKM, METOIUYECKUE PEKOMEHJIAllMK, TeCTOBBIE 3aJaHusl, 3aJlayd, BOMPOCHI s
CaMOCTOSATENILHOTO KOHTPOJST ¥ W3Y4YeHUs, HMHTEPHET-CChUIKH, HOPMAaTHUBHBIC
JOKYMEHTBl W T.JI.) TO COOTBETCTBYMOIIEH muctumuinae. OOydarommuecss MOTYT



https://omdo.rostgmu.ru/

BBIIIOJTHUTh KOHTPOJIb 3HAHUW C TOMOILBIO PEIICHUSI TECTOB U CUTYallMOHHBIX 3a]1ay,
C TMOCIEIyIOIIe MPOBEPKOW MpenojaBaTelieM, WIM BbINOJHUTh KOHTPOJb
CaMOCTOSITEIIBHO.

Bomnpocs! Aj1s1 caMOCTOATEIbHOMH PadoThI
Paznen 1: I'enetuka yenoBeka
Tema 1«MouekynsipHbIE OCHOBBI HACIEICTBEHHOCTI
1. Ponb HyKJIEMHOBBIX KACIIOT B XPAHEHUH U peanu3alii T€HETUYECKON
uHpopmaruu. JJHK
CrpykTypa reHa
TpaHckpunuus
CnaicuHr
TPaHCIISIIUA
MuTOXOHIpUATBHBIN TEHOM
I'eneTnueckue peKoOMOMHAITHI
PHK
Tema 2 «lluTomoruueckre OCHOBBI HACICACTBCHHOCTH
1. Ponb sapa m nuTOmIa3Mbl B HACIEACTBEHHOCTH
2. OCOOEHHOCTH raMeTOreHe3a y My X4YHH U KEHIUH
3. CoBpeMEHHBIE PEICTABIECHUS O HOPMAIBHOM KapUOTHUIIE YEJI0BEKA
4. OCHOBHBIE MATOT€HETUYECKHE MEXAHU3Mbl BOSHUKHOBEHUSI XPOMOCOMHOM
MMaTOJIOTUH

i A i

Paznen 2: Knunnueckast XxapakTepruCcTUKa HACTIEICTBEHHBIX 00JIe3HEeH
Tema 1 «XpoMocoMHBIE 00JIE3HI
1. Ompenenenuie MOHATUS XPOMOCOMHBIX 0OJIe3HEH, UX Kiaccudukaus,
pacrpoCTPaHEHHOCTh B MOITYJISLINU
2. KIMHHKO-IIUTOT€HETUYECKAs] XapaKTEPUCTUKA CUHIPOMOB, CBS3aHHBIX C
AHOMAJIMSIMU B CHCTEME MOJIOBBIX XPOMOCOM
3. KiuHuKO-IIMTOreHeTHYeCKas XapaKTepUCTUKA CHHAPOMOB, CBSI3AHHBIX C
YUCJIOBBIMU aHOMAJIUSIMU ayTOCOM
4. KNMHHUKO-UUTOr€HETHYECKasl XapaKTEPUCTUKA CUHIPOMOB, CBA3aHHBIX CO
CTPYKTYPHBIMU MTEPECTPOUKAMU XPOMOCOM
5. KIIMHUKO-LIUTOTE€HETHUYECKAS XapaKTEPUCTUKA CUHIPOMOB, CBSI3aHHBIX C
MUKPOCTPYKTYPHBIMH NIEPECTPOUKAMHU KAPUOTHUIIA
6. IlpencraBiaeHus 0 BO3MOXKHBIX CBSI3SIX MMaTOreHe3a OT/IeJIbHBIX 3a00IE€BaHUI C
POIUTENILCKUM TUIIOM HACIIEIOBaHUS XPOMOCOMHBIX niepectpoek. [lonsarue o
T€HOMHOM MMIIPUHTUHTE
Tema 2 «MoHorenHble (POpMBI HACJIEICTBEHHBIX OOJE3HEW (MaToreHes3, KIWHUKA,
JMAarHOCTHKA, YACTOTA B TOITYJISIIIVH )»
1. HBO yraeBoaos. O01ias KIuHUYECKas XapakTepUCTHKA. [[prHITUIIBI
JUAarHOCTUKH



2. Hapymenune oOMeHa coeTMHUTENbHOM TKaHu. O0IIas KIMHUYeCKas
xapakrepuctuka. [IpuHunnel nuarnoctuku. Jleuenue.

3. Knunwmka. JluarnocTuka, geueHnue, nporiakTiKa HacIeACTBEHHBIX CUHIPO-
MOB C IPEUMYLIECTBEHHBIM HapyLIEHUEM UIIEBAPUTEIBHON CUCTEMBI

4. Jluzocomusble Oone3nu. O0mas KIMHUYECKas XapakTepucTuka. [IpuHIuIb!
TUarHOCTHUKU. JleueHne.

5. Ilepoxcucomusbie Oone3nu. OO1as KIMHUYEcKas Xxapakrepuctuka. [IpuHuumb
JTUarHocTuku. JleueHue.

6. HBO amunokucnor. O0uias KIMHUYECKas XapakTepucTuka. [[puHimmns
JTMArHOCTUKH.

7. HBO oprannueckux kuciaoT. O0mias KIMHUYECKas XapaKTEPUCTHUKA.
[IpyHIMIBI TUATHOCTUKHU

8. Hapyuienue snepreruyeckoro ooMeHa B MUTOXoHApuax. O01mas KIuHu4ecKas
xapaktepuctrka. [[puHIMIBI TUarHOCTUKU

9. Iporpeccupyromue Mplednbie AucTpodun. OOmIas XxapakTeprucTrKa.
Junarnocruka. Jleuenue.

10.®akomaro3sl. OO1as xapaktepucTuka. J{uarnoctuka. Jleuenue

11.Knunuka, AMarHoCTUKA, J€YEHHE, MTPOPUITAKTUKA HACIEICTBEHHbBIX CHHIPOMOB
C IPEUMYLIECTBEHHBIM HapyLIEHUEM OpraHa ciryxa

12.KnunHuka, AMarHoCTUKA, J€YEHHE, MPOPUITAKTUKA HACIEICTBEHHbBIX CUHIPOMOB
C IPEUMYIIECTBEHHBIM HapYyILLIEHUEM OpraHa 3peHus

13.Knunuka, AMarHocTUKa, Je4eHue, NpoPUIaKTUKA HACIEICTBEHHbBIX CUHIPOMOB
C IPEUMYILECTBEHHBIM HaPYILIEHUEM KOXH, BOJIOC, TOJKOXKHOM KIeTUYaTKH,
HOI'TEH.

14.HacnencTBeHnHble cimHolepebeuiapHble nerenepamnuu. Oomas
xapakrepuctuka. Jluarnoctuka. Jleuenue.

15.HacnencrBenHsle cnacTuueckue napamieruy. O0mas xapakTepucTuka.
Junarnocruka. Jleuenue.

16.Knunauka. Jlmarnoctuka, jedeHue, mporiakTuKa HacaeACTBEHHBIX
CUHAPOMOB C IPEUMYILECTBEHHBIM HAPYIIEHUEM KOCTHO-CYCTaBHOW CUCTEMBI

17. Knunuka. JlnarHocTuka, Je4eHue, NpoPUIaKTUKa HACIEACTBEHHBIX
CUHAPOMOB C IPEUMYILECTBEHHBIM HApYLIEHUEM MOYETOJI0BOU CHUCTEMBI

18.Butamun3aBucumele coctosinud. O0mias xapakrepuctuka. [IpuHuumms
JTUArHOCTUKH.

19. Iucnunuaemuu. OOmmas xapakrepuctuka. {lnarnoctuka. Jleuenue.

20.Hapy1uieHust oOMeHa MypUHOB U MUPUMUAMHOB. OO1Iast XapaKTepUCTUKA.
[IprHLIMIBI TUATHOCTHKH.

21.HapyuieHue TpaHCopTa U yTUIU3AlUU METAIIJIOB

22.Hapy1uienre oomMeHa nopGupruHoB U cuHTe3a rema. OO0Ias XxapakTepUCTHUKA.
[TpyuHLMIIBI TUATHOCTUKH.

23.Hapymienue cuaTe3a U AeUCTBUS TOPMOHOB. O0I11as XapaKTepuCTHKA.
[IpuHLIMIIBI TUATHOCTUKH.



24 Hapymienue KpoBH U KpOBETBOPHOU TKaHU. O0111ast XapaKTepUCTHKA.
[TpyuHLMIIBI TUATHOCTHKH.
25.HapyuieHue B cucteme MeMOpaHHoro Tpancnopra. O0mas XxapakTepucTUKa.
[IpuHIMIIBI TUATHOCTUKH.
26.1nacnencteeHHbie UMMYyHOAehUIUTHL. OOmIas xapaktepuctuka. [IpuHIuIb!
JUArHOCTUKH.
277.Kumeunsle aucaxapuao3bl. O0mias xapakrepuctuka. [IpuHunmb
JTUArHOCTUKH.
28.MoHorenHble (hOpMbI 3I0Ka4YE€CTBEHHBIX HOBOOOPA30BAHMIA.
29.Knunuka. Jluarnoctuka, jedenue, npopuiiakTuka HacaeACTBEHHBIX
CUHPOMOB C IPEUMYIIECTBEHHBIM HapyIlIEHHEM (PU3NYECKOTO Pa3BUTHS
30.Knunuka. Jluarnoctuka, jedeHue, npo(uiiakTuka HacaeACTBEHHBIX
CHUHJIPOMOB C ITPEUMYIIECTBEHHBIM HapPYIICHUEM CEPACYHO-COCYAUCTOMN
CUTEMBI.
31.Knunuka. Jluarnoctuka, jedeHue, nporiakTiKa HacaeACTBEHHBIX
CUHIPOMOB C IPEUMYILECTBEHHBIM HAPYIIEHUEM SHIOKPHUHHOU CHCTEMBI.
32.Knunuka. Jluarnoctuka, jeueHue, npoPpuiIakTHKa HacleICTBEHHbIX
CUHIPOMOB C IPEUMYILECTBEHHBIM HAPYIIEHUEM HEPBHO-MBIIIEYHOW CHCTEMBI.
33.HacieICTBEHHBIE HAPYIIEHUS CEPACYHOTO PUTMA U KAPAUOMHUOIIATHH
Paznen 3:J1abopaTopHble METO/IbI IMATHOCTUKHY HACIIEICTBEHHBIX 00JIe3HEH
Tema 1 «[{uTorenernyeckre METObl TUATHOCTUKU XPOMOCOMHBIX OO0JIE3HEN
1. Tloka3aHus K NPOBEJECHUIO XPOMOCOMHOT'0 aHAJIA3a
2. Metozapl okpamBaHus XpOMOCOMHBIX MPENapaToB
3. [punuumne! uaeHTHPUKAIUA MeTa(a3zHbIX XPOMOCOM YeJIOBEKA
Tewma 2 «buoxumudeckrne METOIbl AMATHOCTUKU HACTEACTBEHHBIX OOJIE3HE
1. IIpaBuna c6bopa u XpaHeHus: OMOJIOTUUECKOr0 MaTepraa
2. OOmas xapakTepucTuka GU3NKO-XUMUYECKUX METO/IOB
3. Teopernueckue OCHOBBI OMOXUMHYECKUX METOOB JUATHOCTHUKH
Tema 3 «MonekyasipHO-TEHETUYECKUE METOJbl JIMarHOCTUKU HACJEeJICTBEHHbBIX
0ose3Hen»
1. DH3uMBI, ynoTpediisieMble B MOJIEKYJIApHOM KioHupoBanuu u JJHK-
JUArHOCTUKE
2. Ammnudukannonasie MeTobl, pumensemble B JIHK-nuarnoctuxe. TP
3. T'ubpuauzanmonusie MeToabl, puMensiemble B JIHK-auarnoctuke
Paznen 4: TlpodunakTrka HacIEACTBEHHBIX OOJIe3HEN
Tema 1 «Meauko-reHeTnyecKkoe KOHCYJIbTUPOBAHUE
1. IIpuHIUIIBI pacyeTa HOBTOPHOTO FT€HETUYECKOTO PUCKA TPU MOHOTEHHOM
MaTOJIOTUH, XPOMOCOMHBIX 00J1e3HIX, MD3, KpOBHOPOJICTBEHHBIX Opakax
2. 3agaun MI'K
3. TeHETHYECKUU MPOrHO3 MIPU MyTareHHbIX BO3AEHCTBUAX
Tema 2 «HeoHaTanbHbIA CKPUHUHTY
1. TpeboBaHus k MporpaMMaM MacCOBOTO CKpUHUHTA



2. IIpuHUUIIBI OCYIIECTBIEHUS MPOrPAMM MaCCOBOT'O CKPUHUHTA
HOBOPOX/ICHHBIX

KoHTpons camocTosiTebHOM pPabOThI  OCYIIECTBISETCS HAa CEMUHAPCKUX/

IMPAKTUYCCKHUX 3aHATHAX.

8. OueHoyHbIe MaTepPHUAJIbI AJI POBEACHUS TEKYIEr0o KOHTPOJISA
yCIIeBAeMOCTH U MIPOMEKYTOYHOM aTTeCTAlMU 00y4aroUIMXCS

OHCHO‘IHBIC MaTCpuaibl, BKJIIIOYasA OLNCHOYHBLIC 3addHUA OJIA IIPOBCACHUSA

TEKYIIEro KOHTPOJI YCIIEBAEMOCTH U MPOMEKYTOUHON aTTEeCTAlMK 00YUaIOIUXCS 0
TUCUUIUIMHE (MOIyIt0) mpeacTtaBiieHbl B [Ipunoxkennn OlleHOYHBIE MaTEpHabl 10
JUCLUUILIMHE (MOYJIs).

9. YueOHO-MeTOAUYeCKOe U HHPOPMAIIMOHHOE OOecneyeHre TUCIUIIUHBI

(MoayJin)
Tabauya 6
Ne ABTOp, HAUMEHOBaHMe, KoauuecTBo
n/n MECTO M3JaHUA, U31ATECJIAbCTBO, 'O U3JAHUA IK3ECMILIAPOB
OcHoBHasl JuTEpaTypa
1 MenuunHcKasi TeHeTUKA: HAllMOHAIBbHOE PYKOBOJACTBO: MO/, Hoctyn u3
pen. E.K.I'untepa, B.ILITy3sipeBa, C.U. Kynesa.-M.: TDOTAP | 9bC
-Menmua, 2024.-896 c. «KoHcynbpTan
T Bpayay
2 MytoBuH I'.P. Kninanueckas reneruka. [ eHoMuka u Joctym u3
IPOTEOMUKA HACNEACTBEHHOM naTtojoruu: yued. nocodue / I'.P. | ObBC
MyToBuH. - u3n. 3-e, nepepad. u gomn.-M.: I'DOTAP-Menua, «KoHcynbTan
2010. - 832 c.- TekCT:2JIeKTPOHHBIN T Bpada»
1
3 | HacnencTBeHHble OOJE3HU: HAITMOHAIBLHOE PYK-BO: /o pea. | Joctym u3
H.II. boukoga, E.K. I'uatepa, B.I1. I1y3sipeBa.- M.: I'90TAP- | ObC
Menma, 2012. - 936 c.- TeKCT:3JIeKTPOHHBIN «KoHcynbTan
T Bpayay.
4 Hproccbaym P.JI. Menunnnackas renetuka: yue6. [Tocobue / 1
P.JI. Hetocchaym, P.P. Mak-Uunec, X.® Bumnapx; nep. ¢ anri. | JocTyn u3
non pex. H.II. Boukosa. -M.: TDOTAP-Menua, 2010. - 642 c. | 9bC
«KoHcynbpTan
T Bpauay.
JlonoJIHUTEILHAA JIUTEPATYypa
1 ['eHeTMUeCKUI MACOPT - OCHOBA MHIAWBUAYAJIbHOU U 1
npeauKTUBHOM MeauinHabl/ ox pena. B.C. bapanosa. — CII6:




N3n-Bo H-JI, 2009. - 528 c.

2 Jlunoseukuii b.M. HacneactBeHHble TUCIUIUAEMUN: PYK-BO 1
it Bpadeit/ .M. Jlunosenkuii: CI16: - CnernJlut, 2010, 128 c.

3 CmonsaauHoB A.b. KiieTouHble ¥ TéHHbIE TEXHOJIOTUHU B 1
KapJuoJIOTUH: pyK-Bo AJig Bpauei/A.b.CmonsiaunoB. - CII0:

CnenJIut, 2009. - 175 c.

4 | SIxoBneB B.M. KiimHnko-BU3yanbpHas JHAarHOCTUKA KJIAITAHHBIX 1
CHUHJIPOMOB U TOJKJIANIAHHBIX aHOMAJIUN Pa3BUTHS
HACJIEJICTBEHHON COCAUHUTEIIbHOTKAHHOM JUCIIIa3un
cepana/B.M. fkosnes, A.U. MapteinoB, A.B.froxa. -

Crasponons: CTI’'MY, 2014. 214 c.

S Knununyeckas reHeTuka: yueOHUK AJIsl By30B: JIJIsl CTYJEHTOB, 1
MHTEPHOB, OPAMHATOPOB, aCIIMPAHTOB U Mpemnoaasareneit/ B.H.

I'op6ynoga, JI.JI. Ctpexanos ,E.H. Cycnuupbin [ u ap.]- CI16:
OOJIMAHT,2015-398 c.

6 | bonesns ['ome [Dnekrponnstii pecypc]/ E.A. Jlykuna- Hoctyn u3

M.:JIutteppa,2014.-56 c. 2bC
«KoHcynbTaH
T Bpayay.

7 | HeiipomeTrabonuyeckue 3abojeBaHus y JeTell W moApocTkoB: | Jloctym u3
JMarHOCTUKA M MOAXOJAbl K  JICYEHMIO[ DIEKTPOHHBIN 9BC
pecypc]/C.B. Muxaiinosa,E.}FO.3axaposa, A.C. Ilerpyxun- | «KoncynbTan
M.:JIutteppa,2017.-368 c. T Bpayday.

8 | HacnenctBenusie HellpoMeTadoInuecKue oonesnu | Joctyn u3
IOHOILIECKOTO M B3POCJIOro BoO3pacTa| DJIEKTPOHHBIM pecypc]/ 2bC
I'.E. Pynenckas,E.IO. 3axapoBa- M..I'D0TAP-Menua,2018.- | «Koncynbran
392 c. T Bpayay.

9 | HacnmencTBeHnHble OoJie3HU[DICKTPOHHBIA pecypc]/ mox pen. | Joctym u3
E.K.I'murepa, B.IL. Ily3sipeBa-M.: I'90TAP-Menua,2017.-464 OBC
C. «KoHcynbTan

T Bpayay.
Ilepeyens pecypcos cetu «AHTEpHET»
Tabnuya 7

Ne DJIEeKTPOHHBIE 00pa3oBaTe/IbHbIC Pecypchl Hoctyn

n/n

1 DJIeKTPOHHAA OndMoTeKA PoctI'MY. - URL: HocTtyn
http://109.195.230.156:9080/0pacg/ HeorpaHu4deH

2 Kouncyabrant crymenra [Kommiektsl: «MeauiuHa. 3apaBooxpaHeHHE.

BO», «Menununa. 3agpaBooxpanenue CIIO», «Ilcuxonornueckue HayKn», HocTtyn
K OTACIbHBIM U3JaHUAM KOMIIJICKTOB: <<FYMaHI/ITapHBIC 1 COLIMAJIbHBIC Heorpan-leH

Haykn», «EcTecTBEHHBIE M TOYHBIC HAYKH» pxogammx B «ObC



http://109.195.230.156:9080/opacg/

«KoHcynbpTanT cryneHta»| : OnekTpoHHas OMONIMOTEYHas cHcTeMa. —
MockBa O0OO  «KOHCyJbTaHT  CTyJEHTa». - URL:
https://www.studentlibrary.ru + BO3MOXHOCTH Ui HWHKJIIO3MBHOTO
00pa3oBaHMs
3 KoncyabTaHT Bpauya. DJIeKTPOHHasi MeIMI[HHCKAs OuOJHOTEeKA
OnektpoHHas 6ubauoTeunas cucrema. — Mocksa : OOO «Bpiciias mkosia HocTtyn
OpraHM3alliii W  YOpaBIEHUs  3[ApaBooxpaHeHHeM.-KoMIUIeKCHBIN | HeorpaHuyeH
MEIULIMHCKANA KOHCAJITUHIY. - URL: http://www.rosmedlib.ru +
BO3MOXXHOCTH JIJISl HHKJIFO3UBHOTO 00pa30BaHHUS
4 Hayuynas  siaexrponHas  OuOaumoreka eLIBRARY. - URL: OTKpbITBIN
http://elibrary.ru JOocCTyn
BupTtyanbHbin
HanuonanbHas 3jiekTpoHHasi oubauorexa. - URL: http://H36.pd/ YnTanbHbI 3an
npu 6ubnunoTteke
6 B/l n3naresnncrBa Springer Nature. - URL: https:/link.springer.com/ o | beccpoyHas
[P-anpecam PoctTI' MY u ynan€HHo mociie perucTpanuu, yaaai€HHO Yepe3 noanucka,
KHUAC PODU https:/kias.rfbr.ru/reg/index.php (Haynpoexm) AOCTyn He
orpaHuyeH
7 Poccuiickoe o0pa3oBaHue dbenepanpublii  moptran. - URL: OTKpbITbIN
http://www.edu.ru/. — HoBast oOpa3oBaTenpHas cpeja. aoctyn
8 @enepanbHbIii LEHTP IEKTPOHHBIX 00pa30BaTeJbHBIX PECYpPCOB. - OTKpbITLIN
URL: http://srtv.fcior.edu.ru/ (monckoBas cucteMa SJHaeKc) gocrtyn
9 iieKTpoHHasi Oudmorexka Poccmiickoro ponga gyHaaMeHTAJbHBIX OTKpbITLIN
ucciaenoBannii (PODUN). - URL: http://www.rfbr.ru/rffi/ru/library aoctyn
10 | PenepasbHasi JIeKTPOHHASI MeIUIIMHCKAs OudaIuoTeka MuH3apaBa OTKpbITbIN
Poccuu. - URL: https://femb.ru/femb/ (mouckoBas cuctema SHmeKc) aoctyn
11 IHIHMB umenu CeuenoBa. - URL: https://rucml.ru (mouckoBas cuctema | OrpaHUYeHHbI
Snmekc) i
OOCTYnN
12 | Wiley : odum. caiit; paznen «Open Access» / John Wiley & Sons. — URL:
https://authorservices.wiley.com/open-research/open-access/browse- KOHTEHT
journals.html (mouckoBas cucrema SHmekc) OTKPbITOrO
gocTyna
13 | Cochrane Library : odun. caiit ; pasmen «Open Access». - URL: KoHTeHT
https://cochranelibrary.com/about/open-access OTKPbITOro
gocTyna
14 | Kokpeiin  Poccus poccuiickoe  oraeneHre  KOKpaHOBCKOro KoHTeHT
corpynuudectBa / PMAHIIO. — URL: https://russia.cochrane.org/ OTKPbITOrO
goctyna
15 | Beomeaundo.py : Men. caiiT [OTKpBITHIH HHPOPM.-00pazoBaTEeIbHBIN OTKpbITLIN
MeauIHCKu pecypc]. — Mocksa. - URL: https://webmedinfo.ru/ gocrtyn
16 [Univadis from Medscape : mexagyHapod. men. noptan. - URL:
https://www.univadis.com/ [PerynspHo obHoBnsiemas 6asa  OTKpbITbIN
YHUKanNbHbIX MHGOPM. U obpasoBaT. men. pecypcoB]. becnnatHas aoctyn
perncrpauus
17 | Med-Edu.ru : meamnuuHckun obpasoBaTenbHbI BugeonopTan. - OTKpbITbIN
URL: http://www.med-edu.ru/. BecnnatHas perucrpauus. AocTyn
18 Mup Bpauva npodeccnoHarnbHbIn - nopTan [MH(pOPMaLMOHHbIN
pecypc ansg Bpaven u crygeHtoB]. - URL: hitps://mirvracha.ruf  OTKpbITbIN



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

(mnouckoBas cuctema AHgekc). becnnatHas peructpaums aoctyn

19 | MEJABECTHMK : nopran poccuwiickoro Bpauya [OmOmnoTeka, 0asa OTKpbITbIN
3nanuii]. - URL: https://medvestnik.ru aoctyn

20 | PubMed : nsnexkTpoHHas MOHMCKOBas cuUCTeMa [0 OHOMEIUIIUHCKUM OTKpPbITbIN
uccnenoBanmsim]. - URL: https://pubmed.ncbi.nlm.nih.gov/ (mouckoas aoctyn
cuctema SIHIEKC)

21 Cyberleninka Open Science Hub OTKpbITasg Hay4Has OTKPLITBINA
aNeKkTpoHHasa 6ubnuoteka nybrnmkaunn Ha MHOCTPAHHbIX A3blKax. — Aoctyn
URL: https://cyberleninka.org/

22 | Hayunoe naciaenue Poccunm : 3nextponnas 6ubmuorexka / MCL] PAH. - OTKpbITHIN
URL: http://www.e-heritage.ru/ aoctyn

23 | SAGE Openaccess : pecypcsl OTKpbITOTO fAoctyma / Sage Publications. — KoHTeHT
URL: https://uk.sagepub.com/en-gb/eur/open-access-at-sage OTKPbITOrO

jocTtyna

24 | EBSCO & Open Access : pecypcbl OTKpbiTOoro pgocryma. — URL: KOHTEeHT
https://www.ebsco.com/open-access (IoucKoBasi cucteMa SIHIeKc) OTKPbITOro

gocrtyna

25 | Lvrach.ru Med. Hayd.-npakTud. noptan [npodeccuoHanbHbIn
pecypc ons Bpaven u men. coobuiectsa, Ha 6ase Hayd.-nMpakTuu. OTKpbITbIN
XypHana «Jleqawmn Bpad»]. - URL: https://www.lvrach.ru/ aoctyn
(mounckoBaga cuctema AHgekc)

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

gocTtyna

27 | Karger Open Access : )xypHasbl OTKpbITOro nocryna / S. Karger AG. — KoHTeHT
URL: OTKpbITOro
https://web.archive.org/web/20180519142632/https://www.karger.com/O noctyna
penAccess (MOMCKOBas cucrema SJHIeKc)

28 | Directory of Open Access Journals : [monHOTEKCTOBBIE KypHaibl 121 KoHTeHT
CTpaH M#Hpa, B T.4. O MemuiuHe, Owonoruum, xummuu]. - URL: OTKPbITOro
http://www.doaj.org/ gocrtyna

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

AocCTyna

30 | OTKpbITbIN
o The Lancet : odum. caiit. — URL: https://www.thelancet.com A0CTyn

31 Mepaaiin.Py : Mmeauko-0nonorndeckuii nHGOPMAIIMOHHBIA TTOPTAI JUIS OTKpbITbIN
CIICIIMAJIMCTOB : CETEBOE JIEKTPOHHOE Hay4yHOoe u3nanue. - URL: aoctyn
http://www.medline.ru

32 | Meanuunckuii Bectauk FOra Poccenu : snektpoH. xxypHai / PoctTTMY. KOHTEHT
- URL: http://www.medicalherald.ru/jour (mouckoBas cuctema SHIEKC) OTKPbITOro

gocrtyna

33 | FOxxHo-Poccuiickuii :xxypHaJ TepaneBTHYecKoil npakTuku / PoctT’MYV. KoHTeHT
— URL: http://www.therapeutic-j.ru/jour/index (TIonckoBasi cHcTeMa OTKPbITOro
SIHaeKC) goctyna

34 | PyOpukarop xinHHYecKuX pexkoMeHaanuii Munsnpasa Poccun. - URL: KOHTEHT
https://cr.minzdrav.gov.ru/ OTKPbITOro



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
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/
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http://www.medline.ru/
http://www.medicalherald.ru/jour
http://www.therapeutic-j.ru/jour/index
https://cr.minzdrav.gov.ru/

JocTyna
35 | ®bY3 «UupopManmOHHO-MeTOANYECKHIT eHTP» PocnorpebHaa3opa : OTKpBITHIN
obui. cait. — URL: https://www.crc.ru aocTtyn
36 | MunucrepcTBo 3apaBooxpanenusi Poccuiickoii ®exepauuun : odwi. OTKpBITHIN
caift. - URL: https://minzdrav.gov.ru (mouckoBas cucrema SHeKc) AocCTyn
37 | BcemupHas opraHusauusa 3gpaBoOXpaHeHusi : oul. cCauT. - OTKpbITBIN
URL: http://who.int/ru/ AocTyn
38 | MuHucTrepcTBO HAayKH MW BbIcmiero oopaszoBanusi Poccuiickoit OTKpbITHIN
Oenepanuu : ouil. caift. - URL: http://minobrnauki.gov.ru/ (mouckosas AocTtyn
cuctema SIHIeKc)
39 | OpuumanbHbIii MHTEPHET-NOPTAI NpaBoBoi MHpopmamum. - URL: OTKpPbITbIN
http://pravo.gov.ru/ AoCTyn
40 | Apyrume OTKpBITBICE pecypchl BBl MOXXETE HAWUTH TIO aJpecy:
http://rostgmu.ru — bubnnoreka — DneKTpOHHBIN KaTtaaor — OTKPHIThIC
pecypchl HHTEpHET — JlaJiee M0 KJII0UYEBOMY CJIOBY...

10. KagpoBoe o0ecnieueHue peaau3anuy JUCHUILINHBI (MOIYJIs1)

Peanuzanust nporpaMMbl AUCIUILIMHBI (MOIYJIs1) 00€CTIeYuBaETCs
npodeccopcko-npenoaaBaresibckuM coctaBoM Kadeapsl PI'bOY BO PoctI MY
Munsnpasa Poccuu.

11. Meroau4yeckue yKasaHus AJsi 00y4alOUIUXCH M0 OCBOCHHIO
AMCIHUTIHHBI (MOIYJIs1)

OOpazoBaTenbHBIA TPOILECC MO AUCHUIUIMHE (MOIYJSI) OCYLIECTBISIETCS B
cootBeTcTBUM ¢ DenepalibHbIM T'OCYJIapCTBEHHBIM 00pa30BaTEeIbHBIM CTAHIAPTOM
BBICIIIET0 00pa30BaHUSI.

OcHoBHBIMH (hOpMaMU TIOMYYEHUS H 3aKpEIUICHWs 3HAHWWA 1O JIaHHOW
TUCUUIUIMHE (MOJYJIO) SIBISIOTCSA 3aHSATHSA JIEKIIMOHHOTO THINA M MPAKTUYECKOTO
3aHATHS, CAMOCTOSTENbHAs paboTa OOyYaromerocs W MPOXOXKIACHUE KOHTPOJIS IO
PYKOBOJICTBOM MPEIOJaBaTEIS.

VYueOHbIil MaTepua no JUCHUIUTMHE (MOAYJI0) pa3/ielieH Ha 4 pa3ied:

Paznen 1. ['eneruka yenoBeka

Paznen 2: Knunnyeckast XxapakTepuCTUKaA HACTIEICTBEHHBIX 00JIe3HEH

Paznen 3: JlaGopaTopHbie METO/IbI TMATHOCTUKY HACIIEICTBEHHBIX 00JIe3HEH

Paznen 4: IlpodunakTrka HacIECTBEHHBIX 00JIe3HEH

N3yuenue nucuUIIMHBL (MOIYJIS) COTJIACHO y4eOHOMY IUIaHy MOJpa3yMeBaeT
CaMOCTOATENbHYI0 paboTy oOyydaromuxcs. CamocTosiTenbHasi paboTa BKIIOYAET B ceOsl
U3yueHHe y4eOHOM, y4eOHO-METOIWYECKOM ¢ OCHOBHOM U JIONOJTHUTEIHLHON
JUTEpaTypor, €€ KOHCIIEKTUPOBAaHHE, MOATOTOBKY K CeMUHapaM (IMPaKTUYECKUM
3aHATUSAM), TEKYILIEMY KOHTPOJIIO YCIEBAEMOCTH MU MPOMEXKYTOYHOM aTTecTaluu
(3auery).

Texkymuidi  KOHTPOJb  YCHEBAEMOCTH MO  JUCHUIUIMHE (MOJYNIO) U


https://www.crc.ru
https://minzdrav.gov.ru/
http://who.int/ru/
http://minobrnauki.gov.ru/
http://pravo.gov.ru/
http://rostgmu.ru

MIPOMEKYTOUHAs aTTecTanus OOyYaroIIMXCA OCYIIECTBIISIIOTCS B COOTBETCTBHH C
[TonoxxenneM  yHHBEpPCHUTETa IO  YCTaHaBIMBAIOIIEH  (GopMe  MPOBEACHHUS
MPOMEKYTOUYHOM aTTECTALNH, €€ IEPUOIUUYHOCTUA U CUCTEMBI OLICHOK.

Hamnuue B YHuBepcuTeTe 3IEKTPOHHOM HH(POPMAIMOHHO-00pa30BaTEIHLHOM
cpedbl, a TakKe OJJIEKTPOHHBIX OOPa30BATENIbHBIX PECYpPCOB IMO3BOJISIET H3y4aTh
TUCUUIUIMHY (MOIYJb) MHBAIUJaM M JUIAM C OTrPaHUYEHHBIMU BO3MOKHOCTSIMU
310pOBbs. OCOOEHHOCTU U3YyUYECHUS AUCHUILIMHBI (MOIYJIsl) MHBAIMIAMH U JIMIIAMU C
OTPaHUYCHHBIMHU BO3MOXKHOCTSAMHM 3710pOBbs onpeaesieHsbl B [lonoxenun 06 o0ydeHuun
WHBAJINUJIOB U JIUII C OTPAHUYEHHBIMU BO3MOXKHOCTSIMU 3I0POBBSI.

12. MaTepuajibHO-TeXHHYECKOE o0ecriedeHue TUCHMIITIMHBI (MOTYJIA)

[Tomemenuss s peanm3anMd  NPOTPAMMBbl  JUCHUIUIMHBI  (MOJYJIfA)
IOPECTaBISIIOT OO0 y4deOHble aylIUTOpPUHU JJIsl TMPOBENEHUS 3aHATUH JIEKLIHOHHOTO
THUIIA, 3aHATHI CEMUHAPCKOTO THUIIA, TPYNIOBBIX U UHAUBUYAIbHBIX KOHCYJbTALlUMU,
TEKYILIETO KOHTPOJS M MPOMEKYTOUYHOM aTTeCTalldd, a TaKKe IOMEIICHHS s
CaMOCTOSITENIbHOM pabOThl M TOMENIEHUS ISl XpaHeHHs U NPO(UIAKTHIECKOTO
oOcimyxuBaHusi  ydeOHoro  oOopynoBanus. IlomemeHuss  yKOMIUIEKTOBaHBI
CHEUATU3UPOBAHHON MEOENbI0 U TEXHUYECKUMU CPEACTBAMU 00YUEHHUS, CITyKAILUMHU
JUISl IPECTaBIEHUsT yueOHON nH(pOpMAaLK OONBIION ay TUTOPHH.

JUiss mpoBedeHUs 3aHATHA JIEKUMOHHOTO THMA TMpeuiaralTcs Ha0opbl
J€MOHCTPALIMOHHOTO o0opynoBaHus " y4eOHO-HATJIS THBIX nocoouit,
o0OecreynBalONIe TEeMAaTUYECKHEe WUIIOCTpallid, COOTBETCTBYIOLIEH paboueil
IPOrpaMMbl JUCHUTUIUHBI (MOIYJIS).

MuHUManbHO HEOOXOAMMBIA I peau3alui MPOrpaMMbl  AUCIUILUIMHbBI
(MoOaynisg) mepedeHb MaTepHabHO-TEXHUYECKOro oOecreueHus BKIIIOYaeT B cels
CHelHagbHO 000PYAOBAaHHBIE TOMEIIEHUS JIJIs IPOBEICHUSI YUEOHbIX 3aHATUH, B TOM
YUCJIe ayJAUTOpPUH, OOOPYJOBaHHBIE MYJIbTUMEIUNHBIMU W WHBIMHA CPEICTBAMH,
MO3BOJISIIOLIEM 00yUaroImmcs OCBauBaTh 3HAHMS, peayCMOTPEHHBIE
po(heCCUOHATIBHON JeSTeNbHOCTBIO, B T.4. HHANBUAYAIbHO.

[lomemenust Uis  CaMOCTOATENIbHOW pPabOThl OOYYAIOMIMXCS OCHAILCHBI
KOMIIBIOTEPHOW TE€XHUKOW C BO3MOXHOCTBIO MOJKIIOUCHUS K ceTu «MHTepHeT» u
obecrieyeHueM JOCTyNa B 3JIEKTPOHHYI0 MHGOPMAIMOHHO-00pa30BaTEIbHYIO CpEIy
PoctI'MY.

B ciywae npuMeHeHHS ~ AJEKTPOHHOIO  OOy4Y€HHUs, JIUCTAaHLUHMOHHBIX

00pa3oBaTeNbHbIX TEXHOJIOTHI JOIMYCKAaeTCs 3aMEHa CIEeNHAbHO 000pYI0BaHHBIX
MOMEIICHU WX BHUPTYyaJIbHBIMH aHAJOTaMH, TO3BOJISIONIMMHU  O0YyYaroImUMCS
OCBamMBaThb YMEHHS W  HABBIKM, MPEAYCMOTpPEHHBIE  MpOodecCHOHATHHOM
JEATENBbHOCTBIO.



Kadpeapa  obecneuena  HEOOXOOUMBIM  KOMIUIEKTOM  JIMIIEH3MOHHOTO
IporpaMMHOro obOecmedeHus (COCTaB OmpeAeisieTCs B pabdouux IMporpamMmax
JTUCITUTUTAH (MOyJIeH) ¥ TIOJJICKHUT €KETOTHOMY OOHOBJICHHIO ).

IlepeyeHb MPOrpPaMMHOI0 0OecredYeHus
1. Office Standard, nunensuss Ne 66869707 (moroBop Ne70-A/2016.87278 ot
24.05.2016).
2. System Center Configuration Manager Client ML, System Center Standard,
munieH3ust Ne 66085892 (norosop Ne307-A/2015.463532 ot 07.12.2015).
3. Windows, nmuniensust Ne 66869717 (noroBop No70-A/2016.87278 ot 24.05.2016)
4. Office Standard, nunenszuss Ne 65121548 (moroBop Ne96-A/2015.148452 ot
08.05.2016);
5. Windows Server - Device CAL, Windows Server — Standard, nmuriensus Ne 65553756
(moroBop Ne PI'MVY 1292 ot 24.08.2015).
6. Windows, muniensust Ne 65553761 (morosop NePI'MVY 1292 ot 24.08.2015);
7. Windows Server Datacenter - 2 Proc, muuenszus Ne 65952221 (morosop
Nel13466/PHJI1743/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 cBsa3u (MHTepHeTa): «Ip-Tenekom XOJIUHT» - JOTOBOP
PI'MVY262961 ot 06.03.2024; «MTC» - noroBop PITMVY26493 ot 11.03.2024.
10. Cuctema yaudunupoBaHHeix kKommyHukanuii CommuniGate Pro, nmutiensus: 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 ynpasienus: 6azamu naHHbIX Postgres Pro AC, munensus: 87A85 3629E
CCED6 7BA00 70CDD 282FB 4E8ES 23717(dorosop Ne 400-A/2022 ot 09.09.2022)
12. 3amumenssiii nporpammubiil komiuieke 1C: Ilpeanpusitue 8.3z (x86-64) lmir.
(moroBop NoePIT'MVY 14929 oT 18.05.2020r.)
13. Dxocuctema cepBUCOB sl OM3HEC-KOMMYHHUKAIIUN 1 COBMECTHOU pabOTHI:
- «MTC Jlunax» (ITnatdopma). JlononHutenbHblil MOy «BoBieueHue u pa3esieHue
Ha TPYIIIBI»;
- «MTC Jlunax» (ITnatdpopma). Koudurypanus «Enterprise-150» (moroop
PI'MVY26466 ot 05.04.2024r.)
14. CnpaBounas [IpaBoBas Cuctema Koncynbsrantllntoc (morosop Ne 24-A/2024 ot
11.03.2024r.)
15. CucremMa 3amuThl TPUIOKEHUH OT HECAHKIITMOHUPOBAHHOTO JocTyna Positive
Technologies Application Firewall (lorsop Ne520-A/2023 ot 21.11.2023 1.)
16. Cucrema MoHUTOpHHTA COOBITHI MH(MOPMAITMOHHON Oe3omacHocTH Positive
Technologies MaxPatrol Security Information and Event Management (lorsop
Ne520-A/2023 ot 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

CrneunansHocts 31.08.42 HeBpomorus



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 ONHOHYKICOTHIHbIE 3aMEHBbl U HEOOJbIINE ACNEUU MOXKHO OIMpPEIEIUTh C
nomoniplo ruOpuam3anmu obpasua JHK ¢ amnenscrnenuduyHbIMUA  ONUTOHYKICOTHIHBIMU
npobamu u npoBeeHus aenbenennduaeckon [T1IP. s npoenenus daroopectienTHOU ITLP,
B KOTOpOW ajuienu OyIyT OTJIMYAThCS LBETOM (IIIOOPECIICHIIMU, MOXHO Moxo0parh



YHHBEpCaJIbHbIE TTPpanMephbl U ajuienbcrnenuuunabie 30Ha6I. Ecnu annenscnenududaapie poOs!
10JJ00paTh CTBHIK B CTHIK, @ WX KOHIIBI CHAa0JIUTh YHUBEPCAJIbHBIMH TpPAaUMEpPaMH, TO MOMXHO
MIPOBECTU MPOCTYIO WM MYJIBTHIUIEKCHYIO JTUTa303aBUCHUMYI0 amIunpukanuio. Kpome toro, B
OOJIBIIMHCTBE CIIYYaeB ¢ TOMOIIBI0 KOMIBIOTEPHOTO aHanu3a nocueaoBarenbHoctd JJHK MoxxHO
O0OHAPYKUTh, YTO UCCIICAYEMBIN MOJUMOPHU3M H3MEHSET MOCIIEI0BATSIBHOCTD, CIICIIU(DUIHYIO
JUTS OTHOW M3 COTCH M3BECTHBIX B HACTOSIIIUN MOMEHT OaKTEPHAILHBIX PECTPHKTA3

3amanue 3 OnpeneneHne MPOTIKCHHBIX JETCIHA

Omanon omseema: TIpOTSHKEHHBIC JCIEIUN - OJHH U3 CAMBIX CJIOXKHBIX MyTallMH HE TOJBKO JJIs
MOMCKa HOBBIX, HO U JJI ONPEJEICHUs B JUArHOCTUYECKHUX IIENISIX YK€ M3BECTHbIX. YacTo ux
OTIPEACIISIOT M0 OTCYTCTBUIO THOPUAM3AIMOHHOTO CHTHAJIA WM €r0 OCIA0JICHUIO B Pa3IMUHBIX
NPUIOKEHUAX - OT TuOpuam3anuu nmo Cay3epHy 10 aHAJIM3a [UTOTCHETUYCCKUX MPENapaTroB C
MOMOIIBI0  ()TFOOPECUEHTHBIX 30HIO0B. J[JIs1 KIMHMYECKOW JMArHOCTHKH pPa3padaThIBAIOT
MeToauku Ha ocHOBe [11IP ¢ o1ieHKOU CPaBHUTEIILHOW MHTEHCUBHOCTH MOJYyYaeMbIX aMIUTUKOHOB.

3ananue 4 OnpeneneHyue TaHAEMHbBIX TOBTOPOB

Omanon omeema: JIns onpeneneHus Yuclia TaHAEMHBIX MOBTOPOB B OOJIBIIMHCTBE CITydYacB
JOCTaTOYHO MPOBEICHUS aHAIN3A MOJMMOP(HU3Ma JIHHBI aMITTH()UIIMPOBAHHBIX (ParMeHTOB C
HIOMOIIBIO 3JIEKTpoope3a B aKPUIAMHUIHOM Telie WM KalWUIIPHOTO »JeKkTpodopesa. Pexe
TpeOyeTcst UCIIOIb30BaHNE THOPUAN3ALIMOHHBIX TEXHUK, TAKUX Kak rudpuauzanus no CaysepHy.

3ananue 5 CpaBHuTenbHas reHoMHas rubpuanszanus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — KOHKypeHTHas THOpUAM3ays in situ Ha HOPMaJbHBIX MeTada3HbIX
IUTACTHHKAX 3JI0pPOBOTO 4yesoBeka AByxX reHoMHbIX JJHK-0nbmmorek. OnHa n3 HUX moirydeHa u3
aQHAJIM3UPYEeMOM TKaHU, BTOpass — M3 KOHTPOJIBHOTO 00paslia, B3ATBIX B JKBHUMOJSPHBIX
KOJIMYECTBAX W MEUEHHBIX pasHbIMU Qurroopoxpomamu. CoBpeMeHHbIE MOAM(DHKAINN METO/a
HO3BOJISIFOT MPOBECTH THOPUAM3ALMIO HE TOJIBKO Ha MeTada3HbIX XpOMOCOMax, HO M Ha
MHKpOYHIIaX, MPEICTABICHHBIX Habopamu KJIoHHpOoBaHHBIX PparmentoB IHK. Takou BapuaHT
rubpuan3amu u3secteH kak Matpuunas CGH (array CGH). Mctounnkom anammsupyemon JJHK
MOT'YT OBITB JIFOOBIC SPOCOICPKALINE KIICTKH OpraHi3Ma: JIMM(POIUTHI HepHUPEPHUICCKON KPOBH.
(¢uOpoOIaCThI, KICTKH aMHHOTHYECKOHM JKUAKOCTH M XOPHOHA, OTJCIbHBIC OJacCTOMEpBI HIIH
TOJIIPHBIC TEJbIIa, a TAKKe O00pas3lbl OMyXOJIEBOW TKaHHU. JIJIsl HMCCIICIOBaHUS MOXET OBITH
JIOCTYIIEH M apXHBHBIM Marepual, 3a(QUKCUpOBaHHBIM B (OpPMAJIMHE M 3aKIIOYCHHBIA B
napaduHoBbie 010kH, B kauectBe nctounnka JJHK s koHTpobHOW OMOIHMOTEKH, KaK PaBHIIO,
UCTIONB3YIOT TUM(OIHTHI Iepr(eprIecKOr KPOBU MY>KUHUHBI.

3ananue 6 ['eHbl npeapacnoioKeHHOCTH

Omanon omeema: I'eHbl MpepaclonoKEHHOCTH — 3TO MyTaHTHbIE T€HbI (alJieiH), KOTOpbIe
COBMCCTHMBI C POXACHHUEM U XU3HBIO B IIOCTHATAJIBHOM ICPUOAC, HO IIPH OIPECAC- JICHHBIX
HEeOJIaronpHsTHBIX YCIOBUSAX CIOCOOCTBYIOT Pa3BUTHUIO TOI'O MJIM MHOTO 3a00J1€BaHUS

3ananue 7 Metog Macc-CieKTpOMETpHH.
Omanon omeema: MeToa Macc-CIEKTPOMETPUU OTHOCUTCSI K TOHKUM (PU3HYECKHM METOJaM H
OCHOBaH Ha U3MEPEHUH OTHOIIEHHUS MACChI 3apsHKEHHBIX YaCTHI (MOHOB) K UX 3apsiny . B kauecTse



MaTpHIlbl, KOTopasl mojaBepraercs jazepHomy obOmyueHuro (MALDI), BbicTymaioT MOJEKYJIbI
JHK, B KOTOpBIX JT100bIe U3MEHEHHUs (MyTaIllH, aJIeIbHbIe BAPHAHTHI) IPUBOAAT K U3MEHEHHUIO
Macchl. MeTo T0CTaTOYHO TPYIOEMOK, TpeOyeT BEICOKOKBATU(UITMPOBAHHOTO TepcoHaa. B To
e BpeMs METOJT 00JIaZIaeT U PSZIOM HECOMHEHHBIX MPEUMYIIECTB: TIO3BOJISIET IPOBOIUTH aHAIIN3
6omnpiioro uncia JJHK-mpo6 ¢ BBICOKOUW CKOPOCTBIO U MPOU3BOAUTEIIBHOCTHIO.

3aganue 8§ AHOMAJIMM MOJIOBBIX XPOMOCOM

Omanon omeema: AHEYIUIOWIUU TIO TIOJIOBBIM XPOMOCOMaM, KaK IMPaBUJIO, XapaKTEPHU3YIOTCS
0ojiee MATKUMU KIIMHUYECKMMH CUMITOMAaMU 110 CPAaBHEHHIO ¢ TUCOATaHCOM YHMCiIa ayTOCOM. Y
YeJIoBEeKa OHM TIPEJCTABIIEHBI MOHOCOMHEH IO XpOMOCOME X W Pa3IMYHBIMH BapHaHTAMU
MOJIMCOMHMH T10 TIOJIOBBIM XpoMocoMaM. [lojucoMun 1Mo MOJIOBBIM XpoMocoMaM ITO OoJbIIast
rpynmna  XpOMOCOMHBIX  OOJIe3HEHW,  TpEACTAaBIICHHAs  Pa3jMYHBIMH  KOMOWHAITUSIMU
JOTIOTHUTEIBHBIX X- WM Y-XpPOMOCOM, a B CIydasX MO3auIlM3Ma - KOMOWHAIUSIMH Pa3HBIX
kioHOB. OOImas 4YacTtoTa TOJHUCOMHU IO X- WIM Y-XpOMOCOMaM CpEId HOBOPOXICHHBIX
cocraBisgeT 1,5:1000-2:1000. B ocaoBHOM 3T0 moaucomun XXX, XXY u XYY. MozauyHsle
(hopMBbI COCTaBIIAIOT IpUMEPHO 25%

3amanne 9 KIMHUKO-IIMTOTCHETHYECKAsh XapakTepUCTHKAa cuHApoMa CHHAPOM TPHUILIO-X
(47,XXX)

Omanon omeema: Cpeau HOBOPOXKIEHHBIX AEBOYEK 4YacToTa cuHApoma coctasisieT 1:1000.
Kenmuubl ¢ xkapuotunoM XXX B IMOJTHOM WM MO3aWYHOM BapHaHTE UMEIOT B OCHOBHOM
HOpMaJbHOE (PU3UYECKOEe M TICHXHYECKOE pa3BUTHE, OOBIYHO BBISBISIOTCS CIyY4anHO TIpH
obcrmenoBaHuU.  OTO  OOBSACHSIETCS  TEeM, 4YTO B  KJIETKax JBE€  X-XpOMOCOMBI
reTepoXpPOMaTHHU3UPOBAHKI (JBa TEJNbla MOJOBOTO XpOMaTHHA), 2 PYHKIIMOHUPYET JIHIIb OJHA,
KaK 1 Y HOPMaJIbHOM JKCHIIUHBI. Kak mpaBuiIo, y )KEHIIMHBI ¢ KapHOTUIIOM X XX HET OTKJIOHEHUH
B IIOJOBOM pa3BUTUH, OHA MMEET HOPMAJIbHYIO IUIOJOBUTOCTb, XOTS PHUCK XPOMOCOMHBIX
HApYIICHUH Y TTIOTOMCTBA U BO3SHUKHOBCHHS CITOHTAHHBIX a0OPTOB MOBHIIICH. IHTE/IeKTyaIbHOe
pa3BHTHE HOPMAIBHOE WIIM HA HIDKHEH I'PaHUIe HOPMBIL. JIMIIb Y HEKOTOPBIX JKCHIUH C TPHUILIO-
X ecTb HapylIeHUs PENPOAYKTHBHOW (PYHKIMH (BTOPUYHAS aMEHOpPEs, JUCMEHOpEs, paHHssSA
MeHoIay3a u JIp.).

3ananue 10 Kiimauko-uToreneTnueckas xapakrepucrtuka cuaapoma Cunapom Knsiipensrepa
Omanon omeema: ITOT CHHAPOM (B TIOJTHOM U MO3aWYHOM BapHaHTaX) BCTPEYACTCS C YaCTOTOU
1:500-750  HOBOpOXIEHHBIX  ManpuukoB. [lpucyrcTtBue  Y-XpOMOCOMBI — ONpENENseT
(dbopmMHupoBaHHE MYXKCKOTO mojia. J[o meprosa MmojoBOTO CO3pPEBaHMS MAJIbUYUKH Pa3BHBAIOTCS
MOYTH HOPMAJIBHO, JIHIIb C HEOONBIIMM OTCTABAHUEM B IICUXUYECKOM pa3BUTUH. [ eHeTHYeCKUU
nucOaIane B CBSA3U C J0OABOYHOM X-XPOMOCOMOH KIIMHHYECKHU TPOSBISIETCS B TIEPHO/I TIOJIOBOTO
CO3pEBaHMs B BU/IC HEIOPA3BUTHS SUUYCK U BTOPUUHBIX MY>KCKHX ITOJIOBBIX IPU3HAKOB. BosbHBIE
UMEIOT BBICOKHH POCT, YXCHCKUU THII TEJIOCIOKEHHs, THHEKOMACTHIO, cl1ab0e OBOJIOCEHHE JIHIIA,
MOJMBIIICYHBIX BMAIUH M JIOOKa. SIMYKM yMEHBIIEHBI, THCTOJIOTHYECKH OOHAPYKMBAIOTCS
JeTeHepanysi TePMHUHATUBHOTO DIUTENUS W THAIMHO3 CEMEHHBIX KaHATUKOB. bBoibHBIE
OecTuTOHBI (a300CTIEPMUST, OJTUTOCTIEPMUS ).

3aganue 11 KnuHuKo-1uTOreHeTUYECKas Xapaktepuctuka cuaipoma Cunapom llepemieBckoro-
Tepuepa



Omanon omeema: D10 eAUHCTBEHHAsT (popMa MOHOCOMHH Y KUBOpOkIeHHBIX. He menee 90%
3agatu ¢ kapuotunoM 45,X aboprupyercst criontanHo. MoHocomust X cocraBiseT 15-20%
Cpeau BceX aHOMAJIbHBIX KapHOTUIOB abopTycoB. YactoTta cunapoma lllepemeBckoro-Tepuepa
paBHa 1 : 2000-5000 HOBOpOXIEHHBIX AeBOYEK. LluToreHeTHKa CHUHIpPOMa MHOT0OOpa3Ha.
Hapsimy ¢ ucTHHHOM MOHOCOMHEHM BO Bcex Kierkax (45,X) Bcrpewarorcs npyrue (Hopmbl
XPOMOCOMHBIX aHOMAJIMHU MO TMOJIOBBIM XPOMOCOMaM. JTO JENEeIHUU KOPOTKOTO WM JUTMHHOTO
wieya X- xpomocoMmbl [46,X,Xp-; 46,X,Xq-], u3oxpomocombr [46,X,i(Xq); 46,X,i(Xp)],
KOJIblLIEBbIE XpoMO- coMbI[46,X,R(X)], a Taxxke pa3nuyHble BapuaHThl Mo3auuu3ma. Jlumsb 50-
60% nauuentok ¢ cuapomoM lllepenieBckoro-TepHepa UMEIOT IPOCTYIO MOJHYI0 MOHOCOMUIO
(45,X). EnunctBennas X-xpomocoma B 80- 85% ciiydaeB uMeeT MaTepUHCKOE MPOUCXOXKICHUE
u uib B 15-20% - oTioBckoe. B ocTanbHBIX cllydasx CHHAPOM OOYCIIOBIIEH Pa3HOOOpa3HbIM
Mo3auru3mMoM (B menom 30-40%) u Ooyiee peAKUMHU BapUaHTAMH JCIEIUH, U30XPOMOCOM,
KOJIBLIEBBIX XpoMOcOM. KiIMHNYeCKH CUHIIPOM MPOSBISAETCS B 3 HANPaBJICHUAX: ® THIIOTOHAANU3M,
HEJIOPa3BUTHUE TOJIOBBIX OPraHOB M BTOPUYHBIX IOJOBBIX MPU3HAKOB; * BPOXAECHHBIE MOPOKU
pa3BuTHS; * HU3KUH pOCT. CO CTOPOHBI IMOJIOBOM CHUCTEMBI OTMEYAIOTCS OTCYTCTBHE T'OHA[
(areHe3ust TOHaj), TUINOIUIA3MsI MAaTKM M MaTOYHBIX TpyO, NEpBUYHAs aMEHOpes, CKYyJIHOE
OBOJIOCEHHE JIOOKA U MOIMBILIEYHBIX BIIAINH, HEIOPA3BUTHE MOJIOYHBIX XKeJle3, He0CTaTOUHOCTh
3CTPOTEHOB, M30BITOK TUITO(PHU3APHBIX TOHATOTPOIIMHOB.

3ananuel2 YucnoBble HapYLUIEHUS Ay TOCOM.

Omanon omeema: C KIMHAYECKOW TOYKM 3PEHHS YHCIOBBIC HApYyLIEHHS ayTOCOM
XapaKTEepU3YIOTCS CIIEAYIOIMMU OCHOBHBIMM MPU3HAKAMU: -BHYTPUYTPOOHAsi M MOCTHATaIbHAs
3aJlepXKKa pOCTa; -KOMIUIEKC IUCMOP(UUYECKHX HapyLIEeHWH, OCOOEHHO aHOMAJIMH JIMIA,
JMCTAIBHBIX OT/EJIOB KOHEYHOCTEH W TIOJIOBBIX OpPraHOB; -BPOJXKICHHBIC MOPOKH Pa3BUTHUS
BHYTPEHHUX OPIaHOB, YaIll€ BCETO - MHOXKECTBEHHBIE; ~-HAPYIIEHHUS] yMCTBEHHOT'O pa3BUTHA. XOTs
IPUCYTCTBUE JIFOOOHM M3 THX YETHIPEX TPYII MPHU3HAKOB HE CUUTAIOT 00S3aTEIbHBIM IPU TOM
WJIK MHOM CHHJIPOME, YMCTBEHHAs OTCTAJIOCTbh - OJIHO U3 HanOOoJIee TUIIMYHBIX HAPYILICHUH.

3amanue 13 KiuHuko-uMroreHermyeckass XapakTepuctuka cuHapoma JlayHa (Tpucomus
XpoMOcoMBI 21).

Omanon omeema: Hambonee pacnpocTpaHeHHOE XpOMOCOMHOE 3a0oneBanue. [lomymnsironnas
yactoTa coctaiseT 1:600-700 HoBopoxkaeHHbIX. [{uToreHeTnueckue BapuanTel cuHIpoMa /layHa
pasHooOpa3usl OCcHOBHYIO 1070 (10 95%) COCTaBISIFOT cioy4aw IOJHOW Tpucomuu 21,
BO3HHKAIOIINE BCJIEJACTBUE HEPACXOXKJICHUS XPOMOCOM B Meno3e. Bkiiag MaTepuHCKOTrO
HEepacxXokJeHUs B ramerudeckue (Gopmel 6ose3nu cocrapiseT 85- 90%, a OTLOBCKOTO - TOJIBKO
10-15%. ITpumepro 75% HapylIeHUH BO3ZHUKAIOT B TICPBOM JICICHUM MEH03a Y MaTEPH U TOJIBKO
25% - Bo BTOpOoM. Oxomo 2% neren ¢ cuHApoMoM JlayHa UMEIOT MO3andHbIe ()OPMBI TPHUCOMHUHU
21 (47,+21/46). IlpumepHo 3-4% OONIBHBIX UMEIOT TPAHCIOKALMOHHYIO (HOpPMY TPHUCOMHUU TIO
TUIY POOEPTCOHOBCKHUX TPAHCIOKAIMK MEXIY akpoueHTpudeckuMu xpomocomamu (D/21 wu
G/21). OxoJI0 OJHOW 4YETBEPTH TPAHCIOKAMMOHHBIX (OPM HACIECIYIOTCS OT POJUTEIICH-
HOCHUTEJIEH, TOT/Ia KaK TP YETBEPTH WX BO3HUKAIOT de novo. OCHOBHbBIE KIIMHUYECKHAE PU3HAKA
CUHJIpOMA: THITMYHOE IUIOCKOE JIUI0, Opaxuriedanns , aHOMaJIUA T1a3 (MOHTOJIOUIHBIA pa3pe3
a3, SMUKaHT, MaTHA bpymiduibna, paHHsas KaTapakTa , MUOMHUS ), OTKPBITHIH POT, aHOMAaJIUU
3y0OB, KOPOTKHH HOC, IUIOCKasl MEPEHOCHIIa, M30BITOK KOXKM Ha Ilee, KOPOTKUE KOHEYHOCTH,
HoNepeyHasl 4eThIPEXIAbIeBas JIQJOHHAS CKJIaJKa, IMUPOKHH NpOoMeKyTok mexay | wm Il



najbliaMyu cTonbl. M3 NMOpPOKOB BHYTPEHHUX OpPraHOB YacTO OTMEYAOT BPOXKIACHHBIE MOPOKU
cepana (medexTsl MENOKETyIOYKOBOM W MEKIPEACEPAHOH MEPErOPOJKH, OTKPBITBHIH
aprepuanbHbii  mpoTok) W JKKT, KOTOpble B 3HAUMTEIBHOM CTEHNEHU  ONPEICISIOT
IPOIOJKUTEIBHOCTD KU3HH MAIIMEHTOB ¢ CUHAPOMOM JlayHa. BonbIIMHCTBO GOJIBHBIX CTPAAAIOT
YMEPEHHOHU WJIH TSDKEJIOW CTENEHBI0 YMCTBEHHOM OTCTalocTH. bonee msarkue ¢geHorunuyeckne
MIPU3HAKH XapaKTePHBI JJIs MALIMEHTOB C MO3aUYHBIMU (POPMaMU CHHIIPOMA.

3ananue 14 KnuHuko-uuToreHeTHYeCKas XxapakTepucTrka cuaapoma I[latay.

Omanon omeema: TlomynsiuonHas yacTota Bappupyet B quanaszone 1:7800-14 000. 3aboneBanue
BO3HUKAET MPEUMYIIECTBEHHO BCJIEICTBUE TPUCOMUM XpOMOCOMBbI 13, Kak mpaBuio,
MaTepUHCKOTO MpoucxoxaeHus. Kpome Toro, pa3BUTHE CHHIpPOMa MOXKET OBbITh CBSI3aHO C
TPAHCIOKAIIMOHHBIMH BapuaHTaMH (POOEPTCOHOBCKHE TPAHCIOKAIIMH), MO3aHUYHBIMH (hOpMaMH,
JIOTIOJTHATEIFHON KOJIBIIEBOM XPOMOCOMOH 13 1 m3oxpoMocoMamu. Kimanuecku curapom [Matay
XapaKTepU3yeTcsl MUKpoIe(aliieH, paciieJuHAMH BEpXHEH I'yObl M HEDa, HU3KO TOCAKESHHBIMU
ne(OPMUPOBAHHBIMH YITHBIMH PaKOBUHAMHU, MHUKPOTEHHEH, THIIOTEIOPU3MOM, ITUCIUIA3HECH
CETUYaTKH, MOJUJIAKTUIMEH, MONCPEYHOM JaJOHHOW CKJIAJKOW M MHOKECTBCHHBIMH MOPOKAMHU
BHYTPEHHUX OPTaHOB: BPOXKJIEHHBIMU MOPOKaMH cepima (I1edeKTbl Meperopopiok M KPYIHBIX
COCYZIOB), HE3aBEPIICHHBIM TIOBOPOTOM KHUIIEYHUKA, MOJUKHUCTO30M TIOYEK U YABOCHHEM
MoueTouyHuka. OOHapyKUBAIOT KPHUMNTOPXU3M, THUIIOIUIA3MI0 HAPY)KHBIX TOJOBBIX OPraHOB,
yJIBOCHHE MaTKH W Biaranuina. /s geren xapakrepHa riryookast uauoTHs. [IpogonKuTeIbHOCTb
JKU3HU, KaK MPABUIIO, COCTABIISIET 2-3 MEC U PEJIKO JOCTUTAET OJTHOTO rojia.

3ananue 15 KnuHuko-nuuToreHeTuuecKas XxapakTepucTHKa CUHIpoMa DaBapca.

Omanon omeema: IlomynsmuonHas 4dactora cocrtasisieT 1:6000-8000 ciywaeB. Bropoe mno
pacmpocTpaHEeHHOCTH Tocie cuHapoMa JlayHa XpomocomHoe 3aboneBaHue. BonbIIMHCTBO
cirydaeB (90%) cBsi3aHO ¢ TOJTHOU (HOPMOH XPOMOCOMBI 18, BOHUKAIOIIEH BCIICACTBUE OIHOOK
IIEPBOTO JICJICHHSI MEHO3a Yy Marepu. TpaHCIOKAI[MOHHBIC BapUAHThI PETHCTPUPYIOT KpanHe
penko. KpuTHueckuH peruoH, OTBETCTBEHHBIM 3a ()OPMHPOBAHHE OCHOBHBIX KIMHHUYECKHX
IPU3HAKOB CUHApPOMa, - cerMeHT 18q1 1. HoBoposkieHHbIe ¢ CHHIpOMOM DBap/ica UMEIOT MaTyto
maccy Tenma. OCHOBHBIE MAarHOCTUYECKHWE TPU3HAKW 3a00JeBaHMSA:  JOJHMXouedaus,
THIIEPTEIIOPH3M , HU3KO TIOCAKCHHBIC YIIIM aHOMAJIbHOM (POPMBbI, MUKPOTHATHS , MUKPDOCTOMHS U
CKOLICHHBIM MOJ00POJOK. BO3MOXHBI aHOMalMU pa3BUTHS KOHEYHOCTEH, OTCYTCTBHUE
JMCTAIbHOM CKJIAJIKW Ha MHU3WHIIC W TUIOIUIA3Usl HOTTeH. M3 NMOpPOKOB BHYTPEHHHX OPraHOB
XapaKTePHbIMU  CYHMTAIOT KOMOWHHPOBAaHHBIE TOPOKH CEPJACYHO-COCYAUCTOH CHUCTEMBI,
HE3aBEPIICHHBIM MOBOPOT KUIICYHUKA, MOPOKH Pa3BUTHS MOYEK M KpUNTOpXU3M. OTMedaroT
3aJIePKKY TICHXOMOTOPHOTO Pa3BUTHS, UANOTHIO, UMOCIMIBHOCTD. [IpOJOIKUTENFHOCTD KU3HH
OOBIYHO HE€ TMpeBbIIaeT OAHOro roaa. Tpucomuu no Xpomocomam 8, 9 u 14 cpenu
HOBOPOXJICHHBIX PETUCTPUPYIOT peaKo. OnucaHbl eIMHUYHBIC CITyYal HEKOTOPBIX TPUCOMHUHU.

3ananne 16 KnuHuko-nuToreHeTnyeckas XapakTepuCcTUKa CUHAPOMa TPUCOMUH 110 Xp 8.

Omanon omeema: Penxoe 3aboneBaHue, 4acToTa KOTOPOro B momyJssiniuu coctasisieT 1:50 000.
Bo3Hukaer B pe3ysiapTare XpOMOCOMHOI'O HEPACXOXKIECHHUS B COMATHYECKUX KJIETKAX Ha paHHUX
CTaauAX pa3BUTHA. TpucoMus 8 raMeTUYECKOTO MPOUCXOKACHUS XapaKTepPH3yeTcs, Kak ObLIO
OTMEUEHO BBIIIE, PAaHHEH SMOPHOJICTAIBLHOCTBIO. Y HOBOPOXKICHHBIX OOHAPYKHUBAIOT Kak
MOJIHBIE, TaK W Mo3aWuHble (QOpPMBI TPUCOMHUHU, TPU DOTOM KOPPEIALUS MEKIY



PaCIpOCTPaHCHHOCTHIO aHCYIUIOMAHOTO KJIOHA U TAXKCECTHIO 38.6OHCB3.HI/I}I 06LII-IH0 OTCYTCTBYCT.
OCHOBHBIC TUATHOCTUYECKUE MPU3HAKH CHHApPOMA: Makpoledaivs, MUKPOTHATHS, MACCUBHBIN
BBICTYIAOIIMH JI00, IIMPOKasi CIIMHKA HOCA U OOJIbIIKNE OTTONBIpEeHHbIC yiin. Cpenu aHOMaTu|
cKeyeta OOHApYKHUBAIOT 00ABOYHBIE peOpa M MO3BOHKH, 3aKPIThIC CITMHHOMO3IOBBIC TPHIKH B
IIEHHOM W TPYIHOM OT/EJie O3B0 HOYHMKA, allIa3ui0 M THUIOIUIA3UI0 HAKOJCHHHMKA, a TaKKe
KOPOTKYIO MICHO. OTMeualoT MHOKECTBEHHEIE KOHTPAKTYpbl CYCTABOB, KIWMHOAAKTUIUIO U
KaMIITOAAKTUIINIO. Cpe;u/l INIOPOKOB BHYTPCHHUX OPraHoB paclHpOCTpaHCHBI aHOMAJIUH
MOYETIONIOBOU (THUAPOHE(PPO3) U CEPACYHO-COCYJIUCTOM CHUCTEMBI (JIe(EKThI TEPErOPOJIOK U
KPYIHBIX COCYOB). Y OOJBHBIX OTMEUAIOT 33JIEPKKY MICHXOMOTOPHOTO W PEUYEBOTO PA3BHUTHA.
naremnekr O6LI‘-IHO CHUXKCH.

3aganue 17 KIMHUKO-IMTOreHETUYECKas: XapaKTEPUCTUKA CUHIpOMA TpUCOMUU 1o Xp 9.
Omanon omeema: B OonbIIMHCTBE cllydaeB 3a0ojieBaHUE OOYCIOBICHO HEPACXOXKICHHUEM
XpOMOCOM Ha paHHUX CTaIUAX Pa3BUTHUS, U TOJBKO WMHOTAA OHO CBSI3aHO C TaMETHYECKUMU
MyTanusMd. Bo3MOXKHBI TOJHBIE U Mo3anuHble (opMbl. OCHOBHBIE KIMHUYECKHE MPHU3HAKU:
nojuxonedanus, rIyoOKO MOCAKECHHBIC IJ1a3a, BBICOKHH JI0OO, IIUPOKasi MEPEHOCHIIA, BBICOKOES
HEDO (YacTo ¢ pacuieIMHON ), MUKPOPETPOTHATHS, Ie(OPMAIIXs YITHBIX PAKOBUH U KOPOTKAS IIEsI.
OTMedaoT aHOMaJuHM CKeJeTa, BKIIOYAIOIIME AMCIIIA3Ui0 Ta300€qpEeHHOT0 CyCTaBa, BBIBHX
JIOKTEBOT'O MJIM KOJIGHHOT'O CyCTaBa, MaToJI0rnyeckre n3mMeHenus pedep. M3 mopokoB BHyTpEeHHUX
OpPraHOB THUIHUYHBI AHOMAJIHMU CEPACYHO-COCYTUCTOH, MouenojoBord cuctem u JKKT.
BoNbIIMHCTBO HOCUTENICH TPUCOMUH 9 MOTHOAIOT B MEPBbIE 4 MEC JKU3HU, PEUMYIIECTBEHHO OT
pecCIupaToOpHBIX HHPEKITUH.

3aganue 18 MonorenHsle (OpMBI HacIEeICTBEHHBIX OOJE3HEH: KIACCH(DUKAIMS, STHOJIOTHS
Omanon omeema: MOHOTEHHBIE HACJIEACTBEHHbIE 00JIE3HU 3aHUMAIOT 0CO00€ MECTO B MATOJIOTHH
YeJI0BeKa B CHIIYy M3Y4YE€HHOCTH MX MpUpojbl. COrlacHO 3TOHM KIacCH(PHUKAMKH BCE MOHOTCHHBIC
HaCJIe/ICTBEHHBIE OOJIE3HHU JEIISATCS HA: - Ay TOCOMHBIEC IOMUHAHTHBIE, -ay TOCOMHBIE PELIECCUBHEIE,
-X-clLIeMJIeHHbIE JOMUHAHTHBIE, -X-CLEIJIEHHbIE PELECCUBHBIE, -Y -CLEMJICHHbIE 3a00JIEBaHNUS.
Hexoropble aBTOpPHI CloJja e BKIIOYAIOT MOHOTEHHBIE MHUTOXOHAPHAJIbHBIE 00sie3HH. OCHOBOU
IpYrou KiIacCH(PUKalMK MOHOTEHHBIX HACJIEICTBEHHBIX OOJIE3HEH SBISETCS TO, Kakas U3
MOJICKYJISIPHBIX (DYHKIMHM HapylIaeTcss B ClIy4ae MyTallMd B COOTBETCTBYIOLIEM reHe. Ymcio
MOJIEKYJISIPHBIX (DYHKIMHU y Pa3HBIX HCCIIOBATENICH BapbUPYET, HO B OOJIBIIMHCTBE CIy4aeB K
HUM OTHOCST CIIEIYIOIIME: CIy4yae MyTallud B COOTBETCTBYIOLIEM IeHe. UMCII0 MOJIEKYISIPHBIX
(GYHKIMH Y pa3HBIX HCCIEAOBATENIed BapbUPYET, HO B OOJBIIMHCTBE CIy4yaeB K HUM OTHOCST
CIIEAyIOUINEe: -CBSI3bIBAHWE OEJIKOB C HYKJIEWHOBBIMH KHCIOTaMH, (epMEeHTaTHBHbBIEC, -
TPaHCIIOPTHBIE, ~-MOTOPHBIE (PYHKIIUH, -PETYIIIHUIO TPAHCKPHUIIIINH, ~-CUTHAIBHYIO TPAHCIYKIIHIO,
-CTPYKTYpHYIO (YHKIIMIO, CBSI3bIBAHWE C JIMTAHJOM, -IIANEPOHHYIO (YHKIHUIO,-PETYIISAIIUIO
AKTUBHOCTH (DEPMEHTOB U T.J

Bamanne 19 MonoreHHbie (GOpPMBbI HACIEACTBEHHBIX OOJIE€3HEH: OCOOCHHOCTH KIMHHYCCKOU
KapTHUHBI

Oranion otBera: KimMHW4Yeckas TEHETHKa BCerja Onupajgach B CBOMX MPHUHIUIAX Ha
3aKOHOMEPHOCTH, YCTAaHOBJICHHBIC OSKCIIEPHUMEHTAIFHOW T'eHeTUKOW. OJHAa W3 OCHOBHBIX H
HanOoJIee CTapbhIX aKCUOM KIMHUYECKOW MEIUIUHBI CBOJHUTCA K TOMY, 4TO OOJIe3Hb JTFOOOW
ATHOJIOTUU  (MH(PEKIIMOHHOW, TPAaBMATUYCCKOW, ATUMCHTAPHOHW, TOPMOHAIBHOM H JIp.)



NPOSIBISICTCS. HEOJMHAKOBO Y PAa3HBIX HMHIMBHIOB, MOITOMY HYKHO JICYUTh HE OOJIE3Hb, a
OospHOTO. B psijie cryyaeB KIMHUYECKas KApTHHA OHOTO U TOTO JKe 3a00JICBaHUS BAPBUPYET OT
CTepThIX (HOpM 10 THKEICHIIMX KIMHUYECKUX MPOsBIeHUH. DOpMHpOBaHHE KIMHHYCCKOH
KapTUHBI CBSI3BIBAIOT C OCOOEHHOCTSIMH JICUCTBUSI ATHUOJOrMYEecKUX (pakTopoB (Hampumep,
BUPYJCHTHOCTh BO30YAUTEN), HCXOAHOTO COCTOSHHS OpraHu3Ma (MMMYHHBIM CTaTyC, OOMEH
BEILIECTB), COMYTCTBYIOLINX YCIOBHH (CTpecc, Temreparypa). Kpome Toro, mpusHaeTcs poJb
BPOXKICHHBIX XapaKTEPUCTHK OpraHW3Ma B IaTOT€HE3¢ M KIMHUYECKOM KapThHE OoJe3HeW.
Kazamoce Obl, MOXKHO OXHJaTh Oojiee WIM MeHee YHH(DUIIMPOBAHHOM KIMHUYECKOW KapTHHEI
KaKOW-JTHOO HO30JIOTHYECKOH (OPMBI TCHHBIX OOJIE3HEH, MOCKOJIBKY ITHOJOTHYCCKUU (PaKTOp
JUTsE BceX OOJTBHBIX C 9TOW (DOPMOH OJIMHAKOB (MYyTaIlMsl B COOTBETCTBYIOIIEM T'€HE), a MaTOTeHE3
pa3BepThIBACTCS Ha (POHE KECTKO JCTCPMUHUPOBAHHOTO KOHTPOJISI TEHHOM aKTUBHOCTU. Takow
BBIBOJI TIOJICKa3bIBaJl OOIICTCHETHYECKUN B3TJISII HA MOHOT€HHO JIETCPMHHUPYEMbIC COOBITHSI.
OnHako KJIMHMYECKas TMpaKTHKa I0Ka3ajia, 4TO CHMIITOMATHKA HACIICJCTBCHHBIX OOJIE3HEH
paznuuHa. [Ipu HakoruleHHH HAONIOJCHUU OIHUX U TEX K€ HO30JOrMYecKux (opm okazanock,
YTO KIMHUYECKHUH TOJIUMOP(U3M TIeHHBIX OOJIe3HEH BBIPAKCH HE MEHBILNE, YeM
HEHACIIEICTBEHHOU aTojoruu. [Ipu MHOTMX 3a00JIeBaHUSX, JOCTATOYHO XOPOIIO U3YYCHHBIX HA
KJIMHUYECKOM, T€HETUYECKOM M MOJCKYJISIPHOM YPOBHSX, HET CTPOTOM KOPPEISIHUA MEKITy
TEHOTHIIOM U (PEHOTHUIIOM.

3ananne 20 MoHoreHHble (BOPMBI HACIEACTBEHHBIX OOJIC3HEH: MOHATHE O KIMHHUYCCKOM
noJimmMophuzmMe

Omanon omseema Kinundeckun mouMophu3M TeHHBIX 00Ie3HEH POSIBIIIECTCS B Pa3HBIX CPOKaX
Havasa 3a00J1eBaHus, TIOJHOTE U TSHKECTH CUMITTOMATUKH (TITyOMHA TTATOJIOTHYECKOTO MpoIiecca),
NPOJIOJKUTEIBHOCTH OOJIE3HH, CTENEHH WHBAIMIHOCTH, TOJEPAHTHOCTH K Tepamnud, B
COKpAIIIEHUH TMPOAODKUTEIFHOCTH XU3HH. BMecTe ¢ TeM clieayeT Mmom4epKHYTh, YTO T€HHBIC
00JIe3HH HE MMEIOT TUIABHBIX MEPEX0JI0B OT HOPMBI K maroyioruu. Jlaxe camas jerkas ¢opma
0ose3Hu 00s3aTeIbHO WMEET MHHHMAIbHBIC JIUATHOCTHYECKHE KpUTepuu. | eHeTmdeckoe
NPaBUJIO TJIACHT: HOPMAJIbHBIA TCHOTHIT JCTEPMHUHUPYET HOPMAIbHBIM (DEHOTHUII, @ MyTaHTHBIA
TCHOTHIT JCTEPMUHUPYET MYTaHTHBIM (eHorun (Oone3Hb). [‘eHETHYECKOW NPUYHMHOH
noJauMopdu3mMa MOKET ObITH SIBIICHHE B3aMMOJICUCTBHSI TJIABHOTO I'eHAa M TEHOB MOTU(PHUKATOPOB
(ommcTa3, OCOOGHHOCTM  WHAKTHBAlMM W JI030Bas  KOMIIGHCAIUs  X-XPOMOCOMBI,
IIUTOIIa3MAaTHYECKUU T€HOM), C IPYTOU CTOPOHBI - 3TO MOTYT OBITh U ()aKTOPBI BHEITHEH CPEIIBI,
B KOTOPBIX OCYIIECTBIIICTCS pa3BUTHE HHIMBHIA. K HacTOSAIEMy BpEMEHN HAKOTHIICS OTPOMHBIN
(hakTHYECKUU MaTepHas o0 PEeHOMEHOJIOTUN KIIMHUYECKOTO IMOTMMOP(PHU3Ma OTACIBHBIX (OpM U
(akTopam, ero onpeaesoIrM. B mepByro ouepes ClieyeT paccMaTprBaTh 3HAUCHHE XapaKTepa
MyTallid B KOHKPETHOM JIOKyCE€ JUIsi MpPOSBIEHUS OoNie3HH WKW (OpMUPOBaHUS (PEeHOTUIA
(MyTanTHOTO). [IepBUYHO BO3HUKIIME U YHACICTOBAHHBIC OT MPEIBIIYIIHX TTOKOJICHUH MYyTallHA
UMEIOT JIOCTAaTOYHO CXOAHOE (PEHOTUIIUYECKOE MPOSBIEHUE, T.€. [UIMTEIHLHOCTh YHACTIEIOBaAHUS
MyTallil HE OTpakaeTcs Ha KIMHUYECKOM moinuMopdu3Me TeHHbIX Ooje3Hen. Kak
TIOTYEPKUBAIIOCH BBIIIIC, JICCATKH U JJAKE COTHU PA3HBIX MyTAIIUH (¥ 1a)Ke PA3HBIX THIIOB) B OJTHOM
¥ TOM € JIOKYCE BEIyT K OJTHOU M TOHU ke O0JIe3HH. B OONBIIMHCTBE CiTy4aeB XapakTep MyTalluu
HE OompeeNseT KIMHIYECKYI0 KapTuHY 0oJe3HH. DEHOTHIT OIIpeesIsieT MePBUYHBIA YPPEKT reHa
(HeT mpoayKTa WU MaJlo MPOYKTA).

3ananue 21 ['eHeTnyeckast reTepoOreHHOCTb.



Omanon omseema: [1oHATHE TEHETUYECKOU IE€TEPOTCHHOCTH O3HAYAET, YTO KIIMHUYECKass Gopma
TCHHOW OOJIE3HW MOXET OBITh OOYCIIOBIIEHA MYyTAallMSMU B Pa3HBIX JIOKYyCaxX WU Pa3HBIMH
MYTAIMSIMH B OJTHOM JIOKyce (MHOXKECTBEHHBIC aJuIein). SIBIIeHHE TeHETHYECKOU TeTePOreHHOCTH
HOCHUT OOIIMHU XapaKTep, ero y)Ke MOKHO Ha3BaTh MMPABHIIOM, TOCKOJIBKY OHO PAacIpOCTpaHICTCs
Ha Bce O€JKM OpraHu3Ma, He TOJIbKO Ha MaTOJOrMYecKHue, HO M Ha HOpMalibHble BapuaHThl. C
MOJICKYJISIPHO-TCHETUIECKON U OMOXUMHUKOTEHETHYECKON TOYEK 3PECHUS BIIOJTHE OOBSICHIMO, YTO
pa3uyHbIe TATOJIOTMYECKHE TEHBl MOTYT HWMETh TNPUMEPHO OJMHAKOBBIM (PEHOTHIT TIIpH
KIIMHUYEeCKOU oreHKke. KoHedHbIn 3 (eKT MOJIOMKH KaKoro-audo mporecca Ha KIMHHISCKOM
YpOBHE MOKET ObITh O0YCIIOBJIEH HACJIEICTBEHHBIM HAPYIIEHUEM CHHTE3a Pa3HbIX OCIKOB WU
pa3HBIX BApUAHTOB OJHOTO U TOTO ke Oellka. BEIsICHEHNE CTeTeHN TeHeTHIECKOH TeTePOTeHHOCTH
NpH JTI000W HACIECICTBEHHOW OOJIE3HU MPOXOJMT Yepe3 BCE ATallbl: OMUCAHUE MPOSIBICHUU HA
KJIMHUYECKOM YpOBHE, H3y4YeHHE THIA HAcleJOBaHUS M JIOKAaJU3allMd TIeHa, BBISCHEHUE
MEPBUYHOTO OMOXMMHUYECKOTO Je(eKTa, YCTaHOBICHHE MOJICKYJISIPHOW CYITHOCTH MYTaIlH Ha
ypoBHe /IHK. I'eHeTnueckas rereporeHHOCTh, 00yCIIOBICHHAs MYyTallUsIMU B Pa3HBIX JOKyCax, -
MEXIIOKyCHAsl TeTepOreHHOCTh - OTYETJIMBO BHJIHA Ha IMpUMepe cuHapoma Jnepca-llanno (6
¢dbopm), HerpoduOpomarosa (o MeHbIiern Mepe 6 ¢opM) ¥ T VICTOYHMKOM T€HETHYECKOW
TeTEPOreHHOCTH B TOM JK€ JIOKyCE€ - BHYTPHIIOKYCHOH TETEPOTEHHOCTH - MOTYT OBITh
MHOXXECTBEHHBIM aJUICJIN3M M T€HETWYECKHE KOMIAyHIbl. Pa3Hble MyTaHTHBIC aJlIeId MOTYT
MPOSIBISATHCS (PEHOTUITUYECKH HEOJMHAKOBO (HAMpHMep, pa3Hble [-TaJacceMHH, HEKOTOphIe
MYKOTOJICAaxapua03bl). Pacmm@poBka TeTEpOreHHOCTH TeHHBIX OOJIe3HEH WHTEHCUBHO
POAOHKAETCS OJTHOBPEMEHHO B KIIMHUYECKOM U T€HETUYeCKOM HarpaBieHusx. OOmias 3aaaya
CBOJUTCS K BBISBJICHUIO KOPPEISALMHM MEXIy TeHOTHIOM M (eHoTunoM. AHamu3 (eHOTHIa
(KITMHUYECKOH KapTUHBI O0JIE3HH) - TIEPBBIX ATAIl B pacIii(pPOBKE FTeHETUIECKOU TeTEPOTEHHOCTH.
YeMm TouHee u3ydeH (PEHOTHII, TeM OOJIbIIIE BOBMOXKHOCTEH B OTKPBITUU HOBBIX OpM OoJe3HEH,
B Pa3JielIeHUH U3y4aeMoHu ()OPMBI Ha HECKOJIbKO HO30JIOTUYECKHUX eIMHHIL. Bce nmepedncieHHbie
METOABl C HEKOTOPHIMH YCOBEPIICHCTBOBAHHMSMH B TMAapaKIMHUYECKOM IUIAHE W cendac
MIPUMEHSIOTCS ISl paciPOBKY MPUPOIBI HACIEICTBEHHBIX Oose3Hen. AHamu3 (eHoTumna He
JOJKeH OTpaHUYMBAThCS OpraHU3MEHHBIM ypoBHEM. llepcriekThBHOE HampaBieHHE - U3yUYEHUE
KJIETOYHOTO YPOBHSI, T.€. UCCJIEIOBaHHE KJIETOK B KyJIbType TKaHU (KJIETOYHAs THOpUIU3aLus,
MeTa0OoJIMUecKoe KoomepupoBaHue, (Qu3nonoruyeckas KomIuieMeHTtanus). [eHeruueckas
TeTePOreHHOCTh HECKOJIBKUX TPYI 0OJe3HEH ObLIa OTKPBITA C IMOMOIIBI METOJOB KYJIBTYPHI
KJIETOK (MyKoTosrcaxapu103bl, 6oneznu penaparyu JTHK).

3aganue 22 [{uToreHeTH4ecKue METOAbI JUArHOCTUKU HACIIEJICTBEHHBIX OOIe3HEH

Omanon omeema: lluToreHeTMUECKHE METOJbl NPEAHA3HAYEHBbI I M3YyUYEHUS CTPYKTYpbI
XPOMOCOMHOT'O Ha0Opa WM OTIENbHBIX XpomocoM. Hambonee pacrnpocTpaHEHHBIH METOHI B
IIUTOT€HETHKE YEJIOBEKA - CBETOBAs MUKPOCKOMHMSA, a DJEKTPOHHAs M KOH(OKanbHas Ja3epHas
MHUKPOCKONHMS ~ TPUMEHSETCS  TOJBKO C  HCCIEJOBaTeIbCKMUMHU  HensMu. Bo  Bced
MEIMKOTCHETHYECKON TPAKTHKE HCIOJB3YEeTCsl CBETOBAask MUKPOCKOMUS (TJIaBHBIM 00pa3oM B
OpOXOJAIIEeM CBETE), B TOM 4YHCIE JIIOMHHECIHEHTHas MHKpockomusi. OOBeKTOM
UTOTCHETUYECKUX HAOJIOJCHHH MOTYT OBITh COMATHUECKHE JCISALIMECS, MEHOTHYECKUE W
uHTepha3zHble KiIeTku. Kakapii u3 3TUX 00BEKTOB MMEET CBOM NMPEHMYIIECTBA M HEJOCTATKH.
Breibop oObekTa ompenenseTcs LEeNbI0 HCCIEIOBAHUA. bBONBIIMHCTBO HUTOTCHETHYECKUX
UCCIICIOBAaHUH BBITIOJHSIOT HA COMAaTHUECKHX KIIETKaX, [I03TOMY OCTaHOBUMCS Ha OIIMCAHUU ITHX
METO/IOB.



3ananne 23 MoHoreHHbIe (JOPMBI HACIICICTBECHHBIX 3a00JIEBAHUKM CKEJIETa U COCAMHUTEILHOU
TkaHu.CuHapoM Dnepca-Jlanio.

Omanon omeema Cunapom Diepca-JlaHino - reTeporeHHas rpyra HaclIeJICTBEHHBIX OOJe3HEH
COCJIMHUTEIILHOW TKAaHW C pa3HbIMUA THIIAMU HACJICJOBaHUS, HO OOUIMMU KIMHUYCCKHUMU
MpU3HAKAMU: THUIIEPMOOMIBHOCTh CYCTaBOB, MOBBIIICHHAS PACTSHDKUMOCTH KOXH, CKEIETHBIC
W3MEHEHUS, MOBBIIICHHAs PAHUMOCTb KOXH, MPOSIBICHHUS CO CTOPOHBI BHYTPEHHUX OPraHOB.
Cunzapom Jsepca-/laHiao TPOSIBISETCS BPOXKICHHOW THIIEPPACTSDKUMOCTBIO COCAMHUTEILHOU
TKaHU B CBSI3M C HAPYIICHUSMHU CHHTE3a KOJUIareHa, 0OyCIIOBJICHHBIMU MYTAIUSIMH B Pa3HBIX
TeHax KOJUIareHa M JPYTHX OENKOB SKCTPAKIECTOYHOTO MaTpukca. KimmHn4eckn, OMOXMMUYECKH,
MOJIEKYJISIPHOT€HETUYECKH MIeHTU(UIPOBaHO 6 TUMOB cuHApoma Dnepca- JlaHio, KoTopele ¢
KJIMHUKO-TEHCTUYCCKOM ~ TOYKHM  3PEHHUS  JODKHBI  CYMTAThCS  CaAMOCTOSTEIbHBIMU
HO30JIoTHYeCKUMU  popmamu. Hammume curmpoma Onepca- JlaHmo Majgo oTpaxkaeTcs Ha
PENPOTYKTUBHON (DYHKIIUH, XOTS Y OOJIBHBIX CHIYKEHO KOJIMYECTBO TTOTOMKOB. IMEIOTCST H30JISTHI
C BhIpaKeHHBIM 3()(heKTOM poI0HAYAIbHUKA HA MPOTSHKEHUH HECKOJIBKUX MTOKOJICHUH, B KOTOPBIX
OospHBIE C cuHApOMOM Jnepca-/lanno coctaBusitor 10% Bcero HaceneHus.

3ananue 24 MoHoreHHbIe (DOPMBI HACIIEACTBCHHBIX MMMYHOIC(UITUTHBIX COCTOSTHUNA

Omanon omeema: Pa3nuyarOT HECKONBKO THUIIOB HACIEACTBEHHBIX HMMYHOAE()UIIUTHBIX
coctossHUH. OJIMH U3 HUX CBSA3aH C HapylIeHHEeM (QYHKITUU (aroruTo3a UIMMYHOKOMITETEHTHBIMU
kineTkamu. [Ipumep HapyiieHHs MOJOOHOTO pojia - XpOHUYECKas IpaHylieMaTo3Has OOJe3Hb,
HacyeqyeMas 1mo X-CIerIeHHOMY WM ayTOCOMHO-perieccuBHOMY Tumy. [Ipu aTom 3a0oneBanuun
(barouuTel 3aXBaTHIBAIOT MHUKPOOPTAHM3MBI, HO HE MOTYT UX MEPEeBapUTh, B CBS3H C UYEM
o0pa3yroTcsi TpaHyJeMbl, a OOJbHBIE CTPAJAIOT YACTHIMH TOBTOPHBIMU WHGEKIUOHHBIMU
3a0oneBaHussMUd. CaMbld HW3BECTHBIM MNPUMEP HACJICACTBCHHOTO HApylIeHUs (QYyHKIHMH
KOMITOHCHTOB KOMIUIEMEHTA - HACJICICTBCHHBIM aHTMOHEBPOTUYECKUU OTEK . DTO 3a00JieBaHUeE,
HAaclleQyeMoe 0 AayTOCOMHO-JJOMMHAHTHOMY THIy, OOYCJOBIEHO HEIOCTaTOYHOCTHIO
uHTHOUTOpa TepBoro kKommoHeHTa cuctembl komruiemeHTa (C1-INH). Ono manudectupyer
MOBTOPHBIMHU MPHUCTYIIAMU OTEKa KOXKHU, JIIXaTEIbHBIX MyTCH M KUIICYHUKA M TUIOXO TMOIACTCs
JICUYEHUIO.

3amanne 25 buoxuMudyeckre METOIbI JUATHOCTUKHU

Omanon omeema: bUOXMMHUYECKHE METOABl HANpaBJIE€Hbl Ha BBISBIEHHE OHOXUMHUYECKOTO
(¢eHoTHNA OpraHU3Ma. YPOBHM, HA KOTOPBIX OLEHUBAETCS (EHOTHI, MOTYT ObITh Pa3HBIMU: OT
HEePBUYHOTO MPOJIYKTA I'eHa (TIOJIMIENTHIHON [EeTH) 10 KOHEYHBIX METa00JIMTOB B KPOBH, MOYE
win nore. CoOBpEeMEHHbIE BBICOKOTOYHBIE TEXHOJIOTUU (BBICOKOA((EKTUBHAS KHUJIKOCTHAs
xpomarorpaus, XpoMaTOMacc-CIEKTPOMETpHs, Tra3oBas  Xxpomarorpadus, TaHIeMHas
CHEKTPOMETpPHUS) TO3BOJIAIOT HJIECHTU(DUIMPOBATH JIOObIE METAa0OJMTHI, CHeuu(UUHbIE IS
KOHKPETHOW HACIeICTBEHHOM Oone3Hu. [lokazaHusMH s TPUMEHEHUS OMOXUMHYECKHX
METOOB JMAarHOCTUKH Yy HOBOPOXAEHHBIX SIBIISIOTCS CYAOPOTH, KOMa, PBOTA, TMIIOTOHHS,
KENTyXa, CIeUU(PHUYECKUH 3amax MOYM M II0Ta, alu03, HapyIIEHHOE KUCIOTHO-OCHOBHOE
paBHOBECHE, OCTAaHOBKA POCTa. Y JeTeH OMOXMMHUYECKHE METOABI HCIIOIb3YIOT BO BCEX CITydasix
MOJIO3PEHUs] Ha HAacleACTBEHHbIE O00Je3HHM OOMEHa BeLIeCTB (3alepiKka (U3MUecKoro M
YMCTBEHHOTO Pa3BHUTHSL, TOTEPS MPHUOOPETEHHBIX (QYHKIMH, KIMHUYECKAsi KAapTHHA, crieluduaHas
IV KaKou-TMOO HacleICTBEHHOM Oone3HH). buoxumudeckne METOABI TNPHUMEHSIOT IS



JMArHOCTHKU HACJCACTBEHHBIX OOJE€3HEH M TEeTePO3UTOTHBIX COCTOSHHUHM Y B3POCIBIX
(remaToNEHTUKYIIApHAs JereHepanus, HEeIOCTaTOYHOCTh Ol-aHTUTPUIICHHA, HEAOCTATOYHOCTH
Iredl" u t.1.).

3ananue 26 [lauueHT - HOBOpoXkIeHHBIN, HanpasieH B MI'K mig oOcnenoBanus B CBSA3U €
nosbiieHreM ypoBHs HeoTTI-184,4 mxEn/min, perectTTI-291,2 MmxEn/mn. O0bexkTrBHO: Macca
tena 4200r, Koxka cyxasi, macTO3Hasl, )KEJITYIIHAS, JINIIO OTEUYHOE, SI3bIK OOJIBIION, OTEKH KUCTEH
U CTOII, I'0JIOC HU3KHUH.
)IIpennooxuTenbHbIA TUArHO3.
2)MeTo bl TUAarHOCTUKHU.
DTanoH OTBeTA:
1) BpoxnaeHHbII epBUYHBIN THIIOTUPEO3
2) KoHcynbTanusi reHETHKA C yTOUHEHHS] TEHETHUYECKON ATHOJIOTMH 3a0oseBanust; 11 roa
TTI u T4 cBoboausiit 1p/2-3 mec., [Tocne kaxa0oro n3BMEeHeHus 10361, KOHTPoJb TTI
gyepe3 2 mec; Y3U cpasy mociie mocTaHOBKH IMarHo3a, painee 1p/B 1-2 roga; omneHka
JTUHAMUKH pocTa; crimaTurpadus DK

3ananue 27 [TauueHt - neBouka 3 net. JKanoObl Ha MOBBIIEHHYIO YTOMIISIEMOCTb, OJIETHOCTS,
TOJIOBOKpY>KEHUE, CHIDKeHUe anmneTuta. OOBEeKTUBHO: JIeTKas UKTEPHUUYHOCTh KOXKH H CKIIED,
00111 IPEeUMYIIIECTBEHHO B JIEBOM Mo/ipedepbe, crieHoMeranus. B ananuse kposu - Hb-75 1/,
Op-2,9, LI1-0,9, Per-52%, neiik-10,2, D-2, n/s-4, ¢/s1-52, mamd-37, CODI-20. U3 anamHe3a: MaTh
3I0pOBa, Y OTIIa MEPUOANIECKH OTMEYAETCS JKENTYIIHOE OKpaIlIMBaHUE CKIIEP.

D)I[IpeanonoxuTenbHblii TUarHos.

2)MeTo/bl TMarHOCTHKHY.

Omanon omeema:

1) Tamaccemus

2) V3U OBbII, OAK, buoxumuueckuii ananus kposu, CeksennpoBanre HBA1, HBA2,

HBB

3ananue 28 [lanueHT - HOBOpoXkIeHHas 1eBo4YKa. OOBEKTUBHO: TUIIEPTEIOPU3M, KIIOBOBUIHBIN
HOC, aCHMMETpPHS Yeperna, HU3KO pacroIokeHHbIe 1e(popMUpOBaHHBIE YIITHBIE PAKOBUHBI C
MPEAPUKYJIbPHBIMH CKJIAJIaMH, 3aJ€pKKa ICMXoMoTopHOoro passutus. Ha Y3U - runomnasus
MOYKH.

)IIpennonoXuTenbHbIA TUArHO3.

2) MeTtoibl TMarHOCTHKH.

Omanon omeema:

1)Cunapom Bonbda-XuprxopHa

2)UccnenoBanue KapuoTuna

3amanwne 29 Ilamuent - myxduHa 53 ser. KanoObl: Ha U3BMEHEHHUE TTOXOIKH U TIOYEpKa,
HEIMPOU3BOJILHBIC IBIKCHUSI pyKaMH U T0JIOBOH. OOBEKTUBHO: XOPENUIECKUE TUTIEPKUHE3BI
KOHEYHOCTEH, YCHIMBAIOIINECS MU 1IeJIeHanpaBieHHOM JieiicTBUU. [loxoaka HeyBepeHHasl,
HiapKarouas, peusb 3aTpyaHeHa. PogociaoBHas oTsromnieHa no JuHUM MaTepy B 3X MOKJICHUSX.

1)IIpeanonoxuTensHbIi TUarHo3.

2)MeToabl TMarHOCTUKU

Omanon omeema:



1)bone3ns I'eHrTuHrTOHA
2)MPT, KT u 33I'-uccnenosanue; JJHK-auarnoctuka Ha Hanmu4yue 3KCMaHCUU

TpuHYKJIeoTUIHBIX CAG-1TOBTOPOB

3amanwne 30 [laruenT - HOBOpOXKAeHHBIN, HanpaBiieH B MI'K 15t oOcienoBanus B CBSI3U C
noBbilieHHeM ypoBHS HeoDA-3,6Mr%, perect DA-6,44Mr%. OOBEKTUBHO: PEHOTUTTHYECKH 0€3
CHTHAJILHOM TUCIJIACTHKH.

D)IIpeanonoxuTensHbli TUarHo3.

2)MeTobl TMarHOCTHKU

Omanon omeema:

1)®enunkeTonypus

2)Kontpomns yposast DA B kpoBu, OAK, dunoxumudeckuit ananmus kposu, AJIT, ACT, 1D

onpenaeneHue myrauuii B rene PAH

3amanwne 31 [lamuenTka 32 net. XKano0 He NpeabsBISET, HAllpaBieHa aKyIIEPOM-THHEKOJIOTOM
JUIsl OLIEHKHU PUCKA 10 pe3yJsibTaTaM IpeHaTalbHOro ckpuHuHra 1 tpumectpa. lannas 6ep - 11,
cpok 16-17 Hen. Pe3ynbrarsl npeHaTaJIbHOIO CKpUHUHTA 1 TpuMecTpa: ¥Y3-ucciaenoBaHue -
6epem 12nen, KTP-49, HCC-157, TBII-2,3, kocTH HOCA BU3YalIU3UPYIOTCs, KDOBOTOK B
BEHO3HOM IMIPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'U-
2,87MoM, UTOroBbIil UHAUBUYAIbHBIA pUCK MO Tpucomuu 21 - 1:90.

1)IIpeanonoxuTenbHblil TUartos.

2)MeTopl TMarHOCTHKN

Omanon omeema:

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

MpeaOCTaBJICHUA MEIUITUHCKON MOMOIIU Marepu.
2) MNHuBa3uBHas npeHaTaJibHad JUArHoOCTUKa

3ananue 32 [TanumenT - pebenok 4x set. )KaaoObl Ha yBeTMUEHUE )KUBOTA, OTCTABAHUE B
NCUX0(U3MYECKOM PAa3BUTHH, MATKYIO MOXOIKY, Cyaoporu. O0bekTuBHO: 98/14, GombImoii
KUBOT, T€MAaTOCINIEHOMETaJIMsI, MbIILIEYHAasi THIIOTOHUS, aTaKCHS.

)IIpenmnonoxuTenbHBIA TUArHO3.

2)MeTo/bI TMarHOCTHKH.

Omanon omeema:

1) bone3nr Humanna — Iluka

2) JJabopaTopHbIe METO/IbI TUArHOCTUKU-O00HAPYKUBACTCS YMEHbIIIEHUE KOJTMYECTBA

bepmenTa chuHromMHueaHa3bl; -BeisiBienus xapakrepHbix myTtaiuii B renax SMPD1, NPCI

u NPC2

3amanwue 33 [lamueHT - HOBOpOXKAeHHBIHN, HanpaBiieH B MI'K st oOcienoBanus B CBS3U C
noBblilieHHeM ypoBHS HeoDA-3,6Mr%, perect PA-6,44mMr%. OOBEKTUBHO:
(heHOTUTIMYECKH 0€3 CUTHAJIBLHOM TUCIUIACTUKH.
DIIpennonoxurensHbiii quaruo3: MKb-10:
2)MeTo/1bl TUarHOCTHKH:
Omanon omeema:
1) E70 ®enunkeronypus



2) Kontponb ypoBas @A B kpoBu,0OAK, Gnoxumuueckuii ananusz kposu, AJIT, ACT , 1D,
onpexaeneHue Mmyrauuu B rene PAH

3ananue 34 ITaunentka 37 ner. XKanob He mpenbsABIsSET, HAllpaBJIeHa aKyIIEPOM-THHEKOJIOTOM
JUISL OLICHKH PUCKa 0 pe3ysbTaTaM MpeHaTalbHOro CKpuHuHra 1 Tpumectpa. Jlannas oep -5,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i mpephIBaHUs, MOJIy4aeT MEIMKAMEHTO3HYIO TEPAIHUIO.
Pe3ynbrarel mpeHaTaibHOTO CKpHHHUHTA | TpuMecTpa: ¥Y3-uccienoBanue - 6epem 13nem, KTP-
67, HCC-156, TBII-3,1, kocTH HOCa BU3yaJIn3UPYIOTCS; CBIBOPOTOUHBIE MAPKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'4Y-0,35MoM, uToroBblii ”HAMBUIYAIbHBIN PUCK 1O Tprucomuu 21 -
1:50.

1)IIpeanonoxuTenbHblil JUarHos.

2)Merto1bl TUAarHOCTUKH.

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAJTMH y TT0Aa (TIpeArnoaraeMeie), Tpedyromue

IPEJOCTaBIECHUS MEJUIIMHCKOM MOMOIIN MaTepH.

2) lnBa3uBHast MpeHaTalbHas IMarHOCTHUKA

3ananue 35 Ilanuent - my>xunna 23 siet. XKanoObl Ha TEpUOJUUECKUE MyUUTEIIbHBIE 00N U
MOKEHHE B KHCTAX U CTOINAX, MOBBIMIEHUE TeMIEpaTypsbl 10 37,2-37,4, CUIIbHYIO YCTAJIOCTh U
ciabocts. [Ipu ocMoTpe B 007acTH MynKa BU3yalu3upyeTcs aHruokeparoma. JlabopatopHo
TUIOXPOMHAsi MUKPOLMTapHAas aHEMUSI.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/1bl TMarHOCTHKHY.

Omanon omeema:

1) E75.2 6one3us @abpu

2) [lnarno3 Bepupuupyercs ucciae1oBaHueM akTUBHOCTH (hepMeHToB ju3ocoM. JJHK-

JMarHoCTHKa Ha Hanuuue myrtanui B rene GLA

3ananue 36 [lamuent — pebeHok 6 Mec, Macca rpu poxaeHuu-4400r, nnmuHa S4cm. OOBEKTUBHO:
MHUKpoILedains, MaKpOTJIOCCHS, CTITIEHOMETATHS.
)IIpenmnonoxuTenbHBIA TUArHO3.
2)MeTo1bI TMarHOCTHKHY.
Omanon omeema:
1) Q87.3 Cunnpom bexButa-Bunemana
2) -OAK, 6uoxuMuyeckuii aHaIU3 KPOBHU, aHAIIN3 KPOBHU Ha TITIOK03Y, nHCYuH, ADII,
KaJIbLUI, KPEaTUHUH.
-I'eHeTnueckast MMarHOCTUKA:-KapUOTUIIMPOBAHUE (OTPEACICHHIE TYTUTHKAIIUNA UITH
Tpanciokamuu 11pl5) -ananuza meTunrpoBanus (Ha HAJTUYHE SITUTEHETUYECKUX
W3MEHEHUH )- 0OHapy)KEHHUE OJHOPOAUTENbCKOM qucomuu 11pl5 ananuzom
METHJIMPOBAHMUSL, TMO0 aHATU30M MOIUMOPGU3MOB MOBTOPSIOIIUXCS MOCIEI0BATEILHOCTEH
JHK.- Mytauuu rera CDKN1C (p57 KIP2 ) o6HapyXUBatOT CEKBEHUPOBAHUEM
JHK UnctpymentansHas auarnoctuka: -9XO KI'u OKI' -KT, MPT, Y31,
peHTresorpadus
3ananue 37 [Tanuent - pebenok 2x set. JKaaoObl Ha 3aepKKY MCUXOPHU3NUIECKOTOM Pa3BUTHS.
OOBEKTUBHO: HU3KUM POCT, TETOCIOKEHUE JUCTPONOPIIMOHATIEHOE C OTHOCUTENIBHO JUTHHHBIMU
KOHEYHOCTSIMU ¥ KOPOTKHUM TYJIOBHUIIEM, TPyObI€ YePTHI JIMIIA -3aI1aBIIIE€E MEPEHOCKE, TYCThIC



cpocuuecst OpoBH, MOJIHBIE T'yObl, OOJIBIION SI3bIK, THIIEPTPUX03, KU(POCKOIHO3,
BOPOHKOOOpa3Has nedopmanus rpyAHON KICTKHU, OOJBIION KUBOT, T€MATOCTLICHOMETAIHS.

1)IIpennonoxuTenbHblil TUarHos.

2)Meto/1bl TUAarHOCTUKH.

Omanon omseema:

1)Mykormnonucaxapuao3

2) JlabopartopHble MeTObI HccneaoBanus: OnpeneraeHe akTUBHOCTH JIM30COMATbHBIX

runpona3 Mccnenosanue moun Ha I'Al';JIHK- TectupoBanue Ha crienupudeckue MyTauu
WnctpymenTansHas quarnoctuka: -9XO KI'u OKT -KT, MPT, Y3U, pentrenorpadus

3ananue 38 [TaunenTtka 34 ner. xkanod He NPeabsBISIET, HAPaBJIeHa aKyILIEPOM THHEKOJIOIrOM
JUISL OLICHKH PUCKa I10 pe3ysbTaTaM IpeHaTalbHOro cKpuHuHra | tpumectpa. Jlannas oep - 21,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i mpepbhIBaHUs, MOJYYaeT MEIUKAMEHTO3HYIO TEPAMUIO.
Pe3ynbrarel mpeHaTaibHOTO CKpUHHUHTA | TpuMecTpa: ¥Y3-uccienoBanue - 6epem 13nem, KTP-
66, UCC-162, TBII-1,7, kocTH HOCA BU3yaTU3UPYIOTCS, KPOBOTOK B BEHO3HOM MPOTOKE-HOPMA,
perypruTaiu-HeT; CBIBOPOTOUHBIE MapKepsl - ypoBeHb PAPP-A-0,16MoM, B-XI'4-0,59MoM,
UTOTOBBIN MHAMBUIyaJIbHBIN pUCK IO TpucoMuu 18 - 1:132.

D)IIpeanonoxuTensHbIi TUarHos.

2)MeTto/1bl TMAaTHOCTUKU DMaioHn omeema:

1) buoxumuyecKkue OTKIOHEHHUS, BHISIBJICHHBIEC IPY aHTEHATAILHOM 00CIIeIOBAaHUH

Marepu

2)ceiBopoTouHbie MapkEPhI 2 Tpumectpa (ADILIC,XTY), Y3U mioxa.
[TpouHpOopMHUpOBaTH MAMEHTKY 0 Hanmuuuu Metoaa-HUIIC.

3ananue 39 [lanueHt - 6epemenHas 32 roja, ’anod He MPeIbsIBISET, HallpaBJIeHa aKyIIepOM
TUHEKOJIOTOM JIJIsl OLIEHKH PUCKA 10 pe3yJibTaTaM MPeHaTaJbHOI0 CKpUHUHTA | TpuMecTpa.
Jlannas 6epemeHHOCTh 151, cpok 14-15 Hen. PesynbraTsl mpeHaTanbHOTO CKpUHHUHTA 1
TpumecTpa: Y3-uccinegonanue - 6epem 12-13uen, KTP-66, HCC-155, TBII-=2,0, kocTu HOCa
BU3YaJIM3UPYIOTCS, KPOBOTOK B BEHO3HOM IIPOTOKE-HOPMA, PETYPrUTALIUN-HET; CBIBOPOTOUYHbBIE
Mapkepsl - ypoBeHb PAPP-A-0,23MoM, B-XI'4Y-0,36MoM.

D)IIpenmnonoxuTenbHBIA TUArHO3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) bBuoxumuueckre OTKIIOHEHWs], BHISIBICHHBIC TIPU aHTEHATAILHOM 00CIIe0BaHUN

Marepu

2)cbiBopoTOuHbIE MapkEphl 2 TpuMmecTpa (ADILIC,XI'Y), Y3U nnoxa.
[IpoundopmupoBats manueHTKy o Hanmmyuu Mmetoxa-HUTIC

3amanwne 40 [lamuent - myxuuHa 25 sner. XKamoObl Ha c1ab0OCTh B HOTAx, HAPYIICHUE TTOXOIKH,
TPYIHOCTH IIPH MObeMe 10 JecTHUIE. OOBEKTUBHO - MICEBAOTUTIEPTPOOUH HKPOHOKHBIX
MBIIIILL, BBIPAXKEHHBIN JIOP103 MOSICHUYHOTO OTAENA, «yTHHAS OXO/AKa», 3aTPYJHEHO MOJHATHE
pyk. IIpu BcTaBaHNU KCIIONB3YET BCIIOMOTaTEIbHbIE IPUEMBI.

D)IIpeanonoxuTensHbIi TUarHos.

2)MeTo/ bl TUarHOCTHKHU.

Omanon omeema:

1) G 71.0 Mpieunas quctpodust



2)JIaGopatopubie MeTob! Hccaenoanus: -OAK, bnoxumuueckuit ananus kposu, KOK,
JIAT'; -CexBeHUpOBaHKE T€HOB HA HAJIMYKME MyTallMii, OTBETCTBEHHBIX 32 BOSHUKHOBEHHE
HEpPBHO-MBIIIIEUHBIX 3a00neBanmii; MucTpymenTansHas nuarnoctuka:-0X0 KI' u OKI -KT,
MPT, V3U, pentrenorpadus -OHMI', 30T

3amanue 41 IlamuenT - HOBopokaeHHas, 14 cyTku, HarpaBieHa B MI'K mist o6cnenoBanmst B
cBs3u ¢ noBwimeHueM ypoBHs HeoOIII- 337,5 amons/, perectOIIl - 609,3 HMOB/1.
OO0nexTuBHO: Macca Tena 340r, peHoTunuyecku 6e3 0cOOEHHOCTEM.

1)IIpeanonoxuTensHbIi TUarHo3.

2)MeToabpl TMarHOCTUKH

Omanon omeema:

1) E25 AnpeHoreHuTanbHbli CUHAPOM

2) -Ha BI'KH npoBoauTcsi HeOHaTalbHbIN CKpUHUHT-I oOpMOHaNbHBIN Mapkep aedunura 21-
ruApokcuiiasel - ypoenb 1 7OHP B yTpeHHHX npobax KpoBu- ['opMOHANBHBIN Mapkep aeduimra
MUHEPATOKOPTUKOHUIOB IPU CONBTEPSIIONIEH (hOpMe - MOBBIIIEHNE aKTUBHOCTH PEHUHA IJ1a3MBbl -
«30510TOM CTaHIapT» B AMATHOCTUKE HeKIaccuueckoi hopmbl nedunura 2 1-rugpokcumassl u
muddepennmransHoi quarnoctuke peakux Gopm BIIKH - mpoba ¢ cuHakTeHOM ¢ omnpe/esieHneM
LIMPOKOTO CHEKTpa CTEPOUI0B-I eHeTHYeCKOe TECTUPOBAHUE - BTOPOM 3Tall B COMHUTEIbHBIX
CIIy4asix ¥ B Kaue€CTBE CEMEMHOI0 r€HETUYECKOT0 KOHCYIbTUPOBAHUS

3ananue 42 [lauueHt - xeHmuHa 45 net. XKanoObl Ha OBICTPYIO YTOMIISIEMOCTD, C1a00CTh,
YXYIIICHUE TTaMsITH U BHUMAaHHUsI, IPO’KaHUE MajblieB pyK. OOBEKTUBHO: TU3apTPHS,
TUTIEPKUHE3bI, HTHTEHIIMOHHBIN TpeMop. JIJabopaTopHO: rUNoNepyIoIIa3MIUHEMUS,
TUTIOATEOYMUHEMHS.

D)IIpeanonoxuTensHbIi TUarHos.

2)MeTobl TMarHOCTHKH.

Omanon omeema:

1) E 83.0 bone3nbp Buiibcona-KonoBanosa

2)-Hanuuue xonpua Kaiizepa-®neiimepa -Conepkanue «o01ei» Meu B CbIBOPOTKE KPOBU
O0OBIYHO CHIDKEHO MEHEe YeM Ha 12 MKTI/II, OTHAKO B PEIKUX CIydasx MOXKET ObITh U
HOpMaJbHbIM -CHUKEHHE KOHLEHTpaluu 1epyomiazMuaa Huxe 20 mr Ha 100 mut -TIloBeienue
aKcKperuu Meau ¢ modoi 6omnee 100 Mxr B cyTku -/IHK - muarHoctuka Ha Hanmuure MyTarui
rena ATP7B

3ananue 43 [TanueHt — neBouka 5 siet. XKanoObl Ha 3a1epIKKY IICUXOPEYEBOTO PA3BUTHS.
OO6mwextuBHO: 104cM/16KT, TOHKHE peIKHUEe KOPOTKHE BOJIOCHL, JITMHHBIN IPyIIEBUAHBIA HOC,
JUTMHHBIN (QUIBTP, TOHKAs! BEPXHss I'y0a U OOJIbIINE OTTONBIPEHHBIE YIIIN, BEPETEHOOOpa3HbIe
Hanblbl PyK.

)IIpenmnonoxuTenbHbIA TUArHO3.

2)MeTo/bl TMarHOCTHKHY.

Omanon omeema:

1) unapom Jlanrepa-I'uarona

2) Cas3b 3a00neBaHMs ¢ MyTalMel, OAHOBPEMEHHO 3aTparuBaromieil Tpu rena: TRPSI,
EXT1 n RAD21



3ananue44 IlauueHt - manbuuk 6 net. XKanoObl: Ha HU3KHI pocT. O6bexkTuBHO: 104cM/ 18k,
NTO3 ABYCTOPOHHHM, aHTUMOHTOJIOUIHBIIN pa3pes3 IJ1a3, HU3KO MOCAKEHHbIE YIIHbIE PAKOBUHBI,
HU3KHUM pOCT BOJIOC HA 3aThUIKE, KPbUIOBUIHBIE CKJIA/IKHM Ha 1I€€, BaJblI'ycHas aepopmanus
JIOKTEBBIX CYCTaBOB, IPAaBOCTOPOHHUI KPUIITOPXHU3M.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan

2) B ropMOHaIBHOM CTaTyce — ONpeAessieTcs NOBBIIIEHHOE COAepKaHne TOHA0TPOIIMHOB
B IUIa3M€ KPOBHU, YPOBEHb TECTOCTEPOHA CHIKEH. Onpenenenne myrauuu B rede [ITITHI 1

3ananue 44 [TamueHt — pedberok 1,5 roga. OOBEKTHBHO: HA KOXKE TYJOBHINA U TIOMBIIICYHON
o0yacTu nsATHa 1BeTa «kode ¢ MoIokoM» (5-40 MM), Ha paayKHON o0osiouke y3enku Jluma.

D)IIpenmnonoxuTenbHBIA TUArHO3.

2)MeTo/bI TUarHOCTHKHY.

Omanon omeema.

1) MKB-10: Q85.0 Heitpopubdbpomaros

2) lnarnoctrika ocCHOBaHa Ha KJIMHUYECKOM OCMOTPE, TaHHBIX

o(ranemonornueckoro oocnenoBanus, Heriposuzyannzauuu (KT, MPT) MonekymsipHo-
reHeTuyecKas JMarHoCcTUKa- mouck aeaenui NF1

3amanue 45 [lamueHT - HOBOPOXKAeHHBIN, HanpaBiieH B MI'K st oOcienoBanus B CBS3U C
noBblilieHHEeM ypoBHS HEoDA-12,8Mr%, perect DA-33,4Mr%. OO0beKTUBHO: (DEHOTHUITHMYECKU
0e3 CUrHAJIbHOM JUCIIJIACTHUKHU.

1) IpeanonoxuTensHbIi TUarHos.

2)MeTobl TMarHOCTHKH.

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontpons ypoBust @A B kpoBu,OAK, dnoxummueckuit ananmus kposu, AJIT, ACT , LD,

onpenaeneHue myrauuu B rene PAH

3amanue 46 [lamuent - manpuuk 3,5 net. XKanoObl Ha MEPUOANYECKOE MMOBBIIIICHUE TEMIIEPATYPHBI
tena 10 40,5, co cI0B MaMbl HE MTOTEET, B 1,5 1 2,5 roaa cyJopoKHBIA MPUNIATOK B JIETHUI
nepuoa. OObEKTHUBHO: OONBIION JI00, peIKIe BOJIOCKHI, OPOBU U PECHUIIBI, KOKa TOHKAs cyxas,
THIIOI0HTHSA, 3yObl KOHMUECKOW (hOpMBI, MHOKECTBEHHBII Kapuec, TOHKHUE AUCTPOPHUHBIC
HOT'TH, 33JIEPKKa ICUXUYECKOTO Pa3BUTHSI.

1)IIpeanonoxuTenbHblil TUartos.

2)Meto1bl TUarHOCTUKH.

Omanon omeema:

1) E 75.2 bone3ns ®adbpu

2) MPT, KT, Y3U Baytpennux opranos, IKI', Oxo-KI', konuuecTBeHHOE onpeaeneHue
nu3ocuHronunuaoB merogoM TMC, onpenenenrne akTUBHOCTH alib(ha-raaakTo3uaa3sl B KPOBH.
3ananue 47 [TanueHT - HOBopoXxaeHHas 1eBouka. OOBbEKTUBHO: TUM(PATUIECKH OTEK KUCTEH 1
CTOII, ITEPUTHYM IICH, ITHUKAHT, AHTUMOHTOJIONIHBIN pa3pe3 a3, BIIC, moakoBooOpa3Has
MoYKa.

1)IIpeanonoxuTenbHblil TUarHos.



1) MeToapl TUarHOCTHKH.

Omanon omeema:

1) Cunnpom lepemeBckoro -Tépuepa

2)MerTo/1bl TMAarHOCTUKU: UCCIIEJOBAaHUE KApUOTHUIIA

3amanwne 48 [lamuent - manpuuk 5 netr. O0bekTuBHO: 104cM/15KT, KpyTiioe W10, KITUHOBUIHBINA
POCT BOJIOC Ha JIOY, TUTIEPTEIIOPU3M, IITUPOKAs TIEPEHOCHIIA, KOPOTKHUH HOC C BBIBEPHYTHIMHU
HO3APSMHU, IUPOKUH PUIBTP, ITaIEeBUIHAS MOIIOHKA, KPUTITOPXHU3M.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeToabpl TMarHOCTHKH.

Omanon omeema:

1) Q 87.1 Cunnpom Aapckora

2) 'enernueckue TecThl U1 BbIABIEHUS MyTauuu B rene FGD1

3amanwue 49 [lamuent - neBouka 5 yet. XKanoObl Ha CyIOpOTH, CHIDKCHHE MHTEIIJICKTA.
OOBeKTHBHO: Ha JIMLIE B 00JJaCTH IIEK €AMHUYHBIE PO30OBBIE MAITyJIbl, Ha Tene 3
JEMUTMEHTUPOBAHHBIX «IIEPUCTBIX) MATHA.

1) [IpenmnonoXxuTenbHbINA JUATHO3.

2) Metoasl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: Tyb6epo3Hblii ckiepo3

2)MetonoB Herpopuzyanuzanuu: KT, MPT, D3I" Y31 BHyTpeHHUX OpraHOB
MonekynspHO-TeHeTHYecKas JuarHocTuka- nouck aenenuit TSCIuTSC2

3ananue 50 [TauueHT - ManpuMK 5 J1eT, HalpaBJIeH C LEIbI0 YTOYHEHN AuarHosa. I3 anamuesa:
HelipoceHcopHas Tyroyxocts -1V, remarypus, nporennypus. OOBEKTHBHO: CUX0(pU3NIECKOe
pa3BUTHE COOTBETCTBYET BO3PACTY, GEHOTHI O€3 0COOEHHOCTEH.

1)IIpennonoxuTenbHblil TUarHos.

2) MeTo bl TUarHOCTHUKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbsnopra
2) aHanmu3bl MOYH B KpoBH, ¥ 3U opranos OpromrHoi nmooctu, KT, MPT romosHoro mo3sra.

ITouck mytanuii B rene COL4AS B Xq22 b u COL4A3 nu COL4A4 na 2q36-q37

3anmanue 51 [TamueHT - Manpunk 4x neT. XKanoOsl Ha c1a00CTh B HOTAX, HAPYIICHUE MTOXOIKH.
OOBEKTHBHO: TICEBAOTUNIEPTPODHSI HKPOHOKHBIX MBIIII], TUIIEPIOPA03 MOSICHUIHOTO OT/eIa
MO3BOHOYHHKA, 3aTPYAHEHO NOAHIATHE pyK. [Ipy BcTaBaHUM MCTIOIB3YET BCIIOMOTATEIbHbBIE
MIPUEMBI.

D)IIpennonoxuTenbHbIA TUArHO3.

2)MeTobl TMarHOCTHKN

Omanon omeema.

1) G 71.0 Mpieunast auctpodust

2) -OAK, buoxumuyeckuit ananus kposu, KOK, JI/II' -CekBeHnpoBaHie T€eHOB Ha HATMYUE

MYTalluid, OTBETCTBEHHBIX 32 BOBHUKHOBEHUE HEPBHO-MBIIIICUYHBIX 3200JICBaHUI



3ananue 52 [lauueHt - neBouka 4x net. M3 anamuesa: 10 1,5 net pa3Butue COOTBETCTBOBAIIO
BO3pAacTy, 3aTEM PErpecc MCHXUMOTOPHOTO pa3BUTHS. OOBEKTUBHO: YMCTBEHHAS! OTCTAIOCTh,
CTEPEOTUITHBIC ABUKEHUS B BUJIC «CKUMAHUS U MBIThSI PYK»

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTopl TMarHOCTHKN

Omanon omeema:

1)MKB-10: F 84.2 Cungpom Perra

2)MeTo1bl TUAaTHOCTUKU: TOUCK MyTaruu B rene MECP2

3anmanue 53 [TammeHT - neBouka 5 yet. XKamoObl Ha 00U B KOCTSIX, YaCThIE MIEPETOMBI, OOJIBIION
*KuBOT. O0bekTHBHO: 104cM/16KT, KOXkKa OyieaHAast, OOJIBIION KUBOT, IEaTOCIICHOMET aIHS,
BbIpaxkeHHast BeHO3Has ceTb. OAK: aHemMust TpOMOOIIMTONIEHUS JIEHKONIEHUSI.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) E 83.0 bone3ns 'omie

2) OAK, buoxumus KpoBH, onpeieJIeHHe aKTUBHOCTH OeTa-TiroKonepeOpo3nassl,
nencuromerpus, MPT kocreli JIHK- cekBeHMpOBaHUE 3K30HOB U IPUIK30HHBIX YUaCTKOB
UHTpoHOB reHa GBA

3ananue 54 IlauueHt - Manpuuk 4 set. XKanoObl Ha 3a1€pKKY [ICUXOPEUEBOI0 Pa3BUTHS, YXO
ot obmeHus. O6bekTuBHO: 118cM/22KT, G0JIbIIIast TOJIOBA C BHICOKUM U MTUPOKHUM JIOOM,
JUIMHHOE JIMIO C YBEIMYEHHBIM [10I00POAKOM, YIIH OONbIINE, KUCTH U CTOIBI IIUPOKUE,
JMcTanbHble (DalaHry ManbleB TaKKe IMHUPOKHUE, THIEPMOOMIBHOCTD CYCTaBOB U
TUIIEP3TACTUYHOCTD KOXKU. PeOGHOK He KOHTaKTHBIH, ¢ MPU3HAKaMU ayTH3Ma.

D)IIpeanonoxuTensHbIi TUarHo3.

2Metoabl AMarHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunnpom Maptuna - benna (cuHapoM J1oMKo#H X-XpOMOCOMBI)

2) Omnpenensiercs konudectBo LI T-moBTOpOB 1 UX cTaTyC METUIUPOBAHUS C ITOMOILBIO

SH/IOHYKJIEa3HON PECTPUKIUM U cay3epH-OJOTTUHTIA.

3ananue 55 [lanueHt - myxunHa 28 net. becruioanstit 6pak - 5 ner. O6wekTrBHO: 186¢M/108KT,
TEJIOCII0KEHHUE TI0 dKEHCKOMY TUIY, THHEKOMACTHSI, KpAaCHbIE CTPUU Ha KMBOTE, TUIIOTLIIA3Us
SIMYCK.
1)IIpennonoxuTenbHblil TUarHos.
2)Meroibl TUarHOCTUKH.
Omanon omeema:
1) Cunapom Knsudensrepa
2) HccnenoBaHue KapuoTHIa
3amanue 56 [larueHT — HOBOpOXKAEHHAs, CpouHbIe poabl. O0bekTHBHO: 26001/48CM,
MuKpoOpaxunedanus, CHHOGpU3, JUTMHHBIE 3aTHYThIe PECHULIBI, Te(OPMUPOBAHHBIE YIITHBIE
PaKOBUHBI, MaJICHbKUN HOC, MUKPOTEHUS, TOHKAsI BEPXHSS I'y0a, pOoT B BUJIE TIOTyMECSAIIa,
MAaJICHBKHE KHCTH U CTOIBI, KIIMHOAAKTUIINS V ITabIIeB KUCTCH.
1)I[IpenrnonoxuTenbHblii JUarHos.
2)MeTo/1bl TUAarHOCTHKHU.



Omanon omeema:
1) Kopuemnus ae Jlanre
2) Jlmarso3 Ha OCHOBE KJIIMHMYECKHUX MPOsiBJIeHUM ( TUMHMUYHBIE YePTHI JIULIA SBIISIOTCS
HanOoJiee MUPOKO MPUHATHIM KPUTEPHUEM JIJIsl TIOCTAHOBKM IuarHo3a) OmnpenerneHue
myTtaruii NIPBL, SMCIA unu SMC3
3)
3amanwue 57 [larueHT — HOBOPOXKAEHHBIH. OOBEKTHBHO: MUKpOIIedaIus, CKOIICHHBIN 7100,
TUIOTEIOPHU3M, MUKPO(DTaTbMHUs, pacieianHa ry0bl 1 Heba, HU3KO MOCaKEHHBIE U
nedhOopMUPOBAHHBIE YIIHBIE PAKOBUHBI, MOJUIAKTHIHS MOCTAKCUAIbHAS, «CTOMA-KadaaKa,
BIIC, MukponeHuc, KpUunTopxusM ABYCTOPOHHHM.
D)IIpeanonoxuTenbHblil TUarHos.
2)Meroibl TUarHOCTUKH.
Omanon omeema:
1) Cunapom DnBapca
2) UccnenoBanue KapuoTUIa

3ananue 58 [lanmeHT — HOBOpOXAeHHBIH. OOBEKTUBHO: AOHOIIEHHBIH, 2800r/48cM,
MUKpoI1iedalvs, aHTAMOHTOJIOUTHBINA pa3pe3 ri1a3, MBIIIeYHasi TUIIOTOHUS, JIYHOOOpa3HOE JIUIIO,
TUIEPTENOPH3M, I1a4 peOCHKa, HATOMHHAIOIINN KOIIaYybe MIyKaHbe.

1) [IpenmosnoxXuTenbHbl JUATHO3.
2)Metobl TUarHOCTUKH.

Omanon omeema.
1) Cunapom Jlexxena (CHHAPOM «KOIIIAYbETO KPUKA))
2) UccnenoBanue kapuoTUma

3ananue 59 [Tanument 4 ner. XKanoObl Ha 3aJIepKKY IICUXOPEUEBOro pa3BUTUS. OOBEKTUBHO:
CBETJIBIC BOJIOCHI, TOJIyObI€ IJ1a3a, T0JIMXOCTEHOMEIHSI, BOPOHKOOOpa3Has IpyIHas KJIETKa,
THIIEPMOOHUIIBHOCTD CyCTaBOB, apaXHOJAKTHIINS, CyOIIOKCAIUS XPYCTAINKOB.
)IIpenmnonoxuTenbHbIA TUarHO3
2)MeTobl TUarHOCTHKHY.
Omanon omeema:
1) Cunnpom Mapdana
2) DOxoKT', uccnenoBanue myrtanuii FBN1
3)
3ananue 60 [Tanument 5 ner. XKanoObl Ha 3aIepHKKy IICUXOPEUEBOIO PAa3BUTHS, IPUCTYTIBI
HEMOTHBHPOBAHHOTO cMexa. OOBEKTHUBHO: MUKpOOpaxuiedars, MaKpOCTOMUS, MBILIICUHAS
TUIOTOHMSI, TOXO/IKA 110 TUILY «MEXaHUYECKON KYKJIIbD»
1)IIpeanonoxuTenbHblil TUarHos.
2)MeTo/bl TMarHOCTHKHY.
Omanon omeema:
1)Cunnpom AHrenpMaHa
2) UccnenoBanue KapuoTHIIa
3ananue 61 [Tanment - HoBopoXxAeHHBIN, HanpaBieH B MI'K a1t oGcnienoBanust B CBS3U C
nosbieHrneM ypoBHas HeoVIPT-90 ur/mn, perectIPT-50 Hr/mit, XI0publ moTa-75 MMOJIL/T

1)IIpeanonoxuTenbHblil JUarHos.



2)MeToab! IMarHOCTUKH.

Omanon omeema:

1)MyxkoBuCI1103

2) Pentren npu poxxaenuu 3atem 1p/roa, Criuporpadust 1p/3 mec, KOHTPOIb MUKPODIOPHI
1p/3 mec, onpenenue mytanuii rena CFTR

3amanue 62 [laruenT — HOBOpOXKAeHHBIH. OOBeKTHBHO: Macca Tena 2400T, HU3KO MOCaKEHHEIE,
nedhopMUPOBAaHHBIE YIIHBIE PAKOBUHBI, TOMUXOIe(hatusi, MUKPOT€HHUs, KOPOTKUE TTIa3HbIe MIENH,
MUKPOCTOMHUS, (PIIEKCOPHOE TIOJI0KEHUE MalbIeB PYK, axoBas rpepka, BIIC. U3 anamuesa —
OepeMeHHOCTh MTPOTEKajIa ¢ MHOTOBOIMEM, OTMEYAJIach ciiadasi akTUBHOCTD 1012, Ha Y3 —
€IMHCTBEHHAsI apTepHs MyNOBUHBI, MaJI€HbKAas TUIALICHTA.

1)IIpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TMarHOCTHKH.

Omanon omeema.

1)Cunapowm Ilaray

2) UccnenoBanue KapuoTHIa

3ananue 63 [lanuent - 6epemennas 42 net, cpok 6epemeHHocTd 18 Henenp, TaHHAs
6epemennocts 3 (1 u 2 — MmenukameHTo3HBIE a00pThl). KOHCYIBTHPYETCS 110 pe3yiIbTaTamMm
IpeHaTajabHOro ckpuHuHra 1 tpumecrtpa. Brisisiensl Y3U mapkepsl: BoasHka mioga, TBII-8mwm,
ypoBeHb PAPP-A-0,49MoM, B-XT'Y-1,11MoM.

)IIpenmnonoxuTenbHbIA TUarHo3.

2)MeTo/bl TMarHOCTHKHY.

Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAIIUH Y TJ10/1a (TIPEATOIaraeMbie), Tpedyrolue

IIPEIOCTABIICHUS MEAUIIMHCKON TOMOIIY MaTEpH.

2) nBa3uBHas npeHaTajlbHasl JUAarHOCTUKA

3ananue 64 [Tauuent - manpunka 12 net. XKanoOwl Ha 6011 B HOTax, PUCTYIIBI cepALIEOnEHUS.
OOBEKTUBHO: JOTUXOCTEHOMENHS, IPYAHON KU()OCKOINO03, TUIIEPITACTUUHOCTD KOXKH,
«TIAITUPOCHBIE» PyOILbl HA TOJICHSIX U B 001aCTH KOJIEHHBIX CYCTaBOB, THIIEPIIOIBUKHOCTD
KPYNHBIX U MEJIKUX CyCTaBOB, IPOAOIbHOE INIOCKOCTOIINE.

)IIpennonoXuTensHblid JUArHO3.

2)MeToabl TUarHOCTUKH.

Omanon omeema:
1)Cunapom Dnepca-Jlannoca
Ox0oKI', MonekymnspHo-reHeTHIecKoe uccienoBanme «HacaencTBeHnble 3a00aeBaHne

COCIUHUTEILHON TKaHW))

3amanue 65 [laruent - neBouka 5 yet. XKanoObl Ha )KUIKHK 37IOBOHHBIN CTYJI, B3AyTHE )KUBOTA,
noTepro Beca. M3 anamHe3a: mepBbie cCUMOTOMBI ¢ 11 Mec. mociie paciMpeHus MUTaHMs, CO CJIOB
KHUJIKUN CTYJI BO3HUKAET Mocje ynorpedineHus xyueda, neueHbs. OobexktuBHO: 100cM/12Kr, KoXka
OyieHast, MBIIIICYHAS TUIIOTOHUS, OOJIBIION JKUBOT

1)IIpenronoxuTenpHplil JUarHos.

2)MeToabl TMarHOCTUKH.



Omanon omeema:
1)AHTHTENA K TKAHEBOW TpaHCAaMUHA3€e, aHTUTENA K TJIMOAUHY, THTUTENA K SHIOMU3HUIO U
PETHUKYIIMHY, TECT Ha 0O Oenok, TecT Ha ansOymuH; HLA tunmposanne DQ2/DQ8

3amanne 66 [larueHT - HOBOPOKIEHHAS HA 5S¢ CYTKH OTKa3 OT €Ibl, pBOTA, CyI0pPOTH, Ha 6¢
cyTku B APO meTabonuvecknii KeTOalu 103 U TUIOTIIMKEMHUsI, Ha 7€ CyTKHU — JIeTHApaTalliu,
nporpeccupytomias jeraprusi. O0beKTUBHO: OT MAIUEHTa UCXOIUT criennupuyeckuit
CJTaJIKOBATHII 3amax.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeTo1bl TUaTHOCTUKH.

Omanon omeema

1)bonesns «kineHoBoro cupona» (Jleiunos)

2) I'azoBas xpomartorpadusi 06pa30B MOUH; AMUHOKHUCIIOTHI I1a3Mbl (IOBBILICHHE
aJIJION30JICHIIMHA) - B pa3paboTke; JIHK- nuarnoctuka (4actbie MyTaIlUK
B renax BCKDHA, BCKDHB)

3ananue 67 Ha ocMoTpe peOeHOK 5 JIeT - TeleKaHT, TeTepOXpOMUs pajay>KKH U BOJIOC Ha IOJIOBE,
HelpoceHcopHas Tyroyxocts III-IV crenenu. B ponocioBHoit - y MaTepu cefjast npsiib, y Opata
TYTOYXOCTb.

1)IIpennonoxuTenbHblil JUarHos.

2)Meto1bl TUarHOCTUKH.

Omanon omeema

1)Cunapom BaapnenGypra

2) Jlnaruo3 ycTaHaBJIMBaeTCA HA OCHOBAaHUM KIMHUUYECKUX AAHHBIX, N3y4YE€HUS] CEMEHHOTO
aHaMHe3a, MOJICKYJISIPHO-TeHeTH4YeCKor nuarnoctuku, ¥Y3U rnaza, MPT, KT

3ananue 68 [lanuent — Manpuuk 1,5 roga. XKanoOwl Ha CyXOCTh U MIETYIIEHUE KOXKHU.
OOBEKTHBHO: KOXa cyXasi ¢ OOJBIIMMH TEMHBIMU YEITyHKAMU ¥ BBIPAXKEHHBIM TUTIEPKEPATO30M
B 00J1aCTH pa3rudaTesIbHbIX TOBEPXHOCTEH JIOKTEBBIX U KOJICHHBIX CYyCTABOB.

1)IIpeanonoxuTenbHblil TUartos.

2)Meto1bl TUarHOCTUKH.

Omanon omeema

1)BynbrapHblii IXTHO3

2)Jlnarno3 CTaBUTCSI HA OCHOBAHUU KIIMHUKHU

3ananue 69 Ilanuent - pedbenok 1 rona. OOBEKTUBHO: BBIPAXKEHHAS 3a7€prKKa
IICUXOMOTOPHOTI'O Pa3BUTHS, CYAOPOrH, MBIILIEYHbIN THIIEPTOHYC, CKPYUYEHHBIE IOMKHE BOJIOCHI.

1)IIpeanonoxuTenbHblii JUartos.

2)MeTobl TMarHOCTHKN

Omanon omeema

1)Cunapom Menkeca

2)KT, MPT, 391" MosekynsspHO-TeHeTUYeCKOe ucciaeaoBanue nouck mytamuiit ATP7A



3ananue 70 Ilamuent - neBouka 6 snet. XKanoOsl: Ha HU3KUK POCT. OOBEKTUBHO:
104cm/18kr, 1TO3 IBYCTOPOHHUH, aHTUMOHTOJIONTHBIN pa3pes I11a3, KPhUIIOBUIAHbBIE CKIIAJKH Ha
niee, BajbrycHas eopManus JOKTEBBIX CYCTaBOB.

D)IIpeanonoxuTenbHblil TUartos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema

1) Cungpowm IllepemeBckoro -TepHepa

2) HUccnenoBanue kapuoTuna

3ananue 71 IMamuent- 1,5m mec. XKanoOsl: 1uioxast mpudaBka B BECe, CHUKEHHBIN alleTHT,
cpeiruBanue. Poquiics ¢ KIIMHUYECKOM BPOXKICHHON KUIIEYHON HEITPOXOAUMOCTHIO . Hantoxena
uieoctoMa. [1o ctoMe onpenensieTcs BOASHUCTOE KUIIEYHOE COAEPKUMOE C KUPHBIM OJIECKOM.
B Tedenue nocnenHei Hemenu oTMeUaeTCs Kalielb, TeMiepaTypa HopMaiibHasi. Co CJI0B MaMbl
KOXKa peOCHKa MMEET BhIPAKCHHBIN COJICHBIN BKYC

)IIpenmnonoxuTenbHbIA TUArHO3.

2)MeTo/1bl TUAaTHOCTUKU

Omanon omeema
1)MyxkoBucu103
2) OnpeneneHue ypoBHs XJOPUAOB 10T, KOMIporpaMma, aHaJIu3 Kajla Ha MaHKPEaTUYECKYIO
anacrasy, uccieaoBanue yacteix Mmytanuii B rene CFTR

3amganue 72 Ilamuent - my>kunHa 23 roga. JXKanoOw Ha Oecriionue. B mercTBe yacTeie
pecnupaTopHbIie 3a00JIeBaHus, CAHYCHUTBI. [[pOBOIMINCH MyHKIIMKA BEPXHEYEIIOCTHBIX TaszyXx. [1o
JTAHHBIM CTIEPMOTPAMMBI — a300CTICPMHSI

1) IpeanonoxuTenbHbIi TUarHos.

2)MeTobl TMarHOCTUKU

Omanon omeema
1)MyxkoBucIu103
2) nccnenoBanue yacTbix MmyTtanuii B rene CFTR

3amanne 73 Ha npuem oOpatuiack MaTh peOeHKa ¢ pe3yIbTaTaMl HEOHATAJILHOTO CKPUHUHTA.
Manpuuk 8 g xu3HU. JKaoObl Ha KENTYITHOCTh KOKHBIX TIOKPOBOB, CPBITUBAHUE, JKUIKHI
ctyn. [1o pe3ynapTaTramM HEOHATATBLHOTO CKPUHUTA: 00IIas TalakTo3a KPOBH 27 MI/A

1)IIpeanonoxuTenbHbIi TUarHos.

2)MeToabl TMarHOCTUKU

Omanon omeema

I)l'anakro3zemust

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

3ananue 74 Ilanuent-neBouka 1,5 net. C 3 1HS )KU3HU peLUIUBUPYIOLINE S1IU30/1bl PBOTHI,
CIyTaHHOCTH co3HaHus. HabitogaeTcs HeBpoJIOroM B CBSI3U C 3a/1€PKKOi pa3BuTHs. B kpoBu
orMeuaercst Metabosnmueckuit aruo3. TMC kpoBu: C3 NOBbIIIEH, aMUHOKHUCIOTHI B MOYE —
HOBBILIEHHE METUIMAJIOHOBOI KUCIIOTBI

) IpennonoxxuTenbHbIN 1UarHO3.

2)Mero1bl TMAarHOCTUKU



Omanon omeema

I)MetunmanoHoBasi aluaypus

2) MonekynsipHO-TeHETUUECKOE HCCIIE0BAHNE

3aganue 75 [amuent 20 queit xxu3nu. Haxonures B APO ¢ KITWHUKON MOTHOPTaHHOM

H/IOCTaTOYHOCTH. B Bo3pacTe 5 CyTOK KM3HU COCTOSTHHE PeOSHKA PE3KO YXYAIINIOCH 33 CUET

HapaCTaHUA HGBPOHOFHIICCKOI;’I CUMIITOMATHUKH B BUAC CUHAPOMA YTHCTCHUA I_IHC,
TCHCPAJIIM30BAHHBIX CYAOPOT B KpOBH OTMEYACTCA META0O0INYECKUH JakTaT-anugo3. B moue

ManyreHTa MOBLINICHA KOHICHTPAlHUA 3-FI/I,Z[pOKCI/IHpOHI/IOHOBaSI KHCJI0Ta

)[IpeanonoxuTenbHbINA AUATHO3.

2)MeTobl TMarHOCTUKU

Omanon omeema

1)IIponnoHoBas auugypus
2) TMC, npoBenenue cekBeHupoBanusi MetogoM NGS, Bxitouatomuecs B cedst rensl PCCA

u PCCB
KPUTEPUMU oneHnBaHusl KOMIETEHINI U IKAJIbI OLEHKH

Ouenka Ouenka Ouenka Ouenka
«HEYA0BJICTBOPUTEJIBbHO» | KYAOBJETBOPUTEIBHO» | «XOPOILLO» «OTJIHYHO»
(He 32a4YTeHO) UM (3a4TeHo) nin (3auTeHo) (3a4TeHO0) WiIn
OTCYTCTBHE YAOBJICTBOPUTEJIbHBIN | HIH BbICOKHI
chopmMupoOBaHHOCTH (moporosblii) J0CTATOYHBIN YPOBEHb
KOMIIETeHII U YPOBEHb OCBOCHUSA YPOBEHb O0CBOCHMS

KOMIIETEeHIIUH 0CBOEHMS KOMIIeTEeHI[UU

KOMIIETEeHLUHU

HecnocobHocTh OO0yyaromuiics OO0yuaromuiics OO6yuaromuiics
obOyuarorerocs JIEMOHCTPUPYET JIEMOHCTPHUPYET JIEMOHCTPUPYET
CaMOCTOATCIIbHO CaMOCTOATCIIBHOCTb B CaMOCTOATCIIBHOC CIIOCOOHOCTH K
IpoOACMOHCTPHUPOBATH MNPUMCHCHUHA 3H8.HI/II>'I, IIPUMCHCHUC TOJTHOU
3HaHUA [IPH PELICHUN YMEHUH U HaBBIKOB K 3HaHUI, yMEHUN U | CaMOCTOSITENbHOCTH
3alaHAN, OTCYTCTBUE peleHnI0 y4eOHBIX HaBBIKOB IIpU B BBIOOpE criocoba
CaMOCTOATCIIBHOCTHU B Sa,Z[aHI/Iﬁ B ITIOJIHOM PCHICHUHN 3aﬂaHHﬁ, PCHICHUA
IIPUMCHCHUU YMCHHﬁ. COOTBECTCTBUU C AHAJIOTNYHBIX HECTaHIapPTHBIX
OTcyTCTBUE MOATBEPXKICHUS | 00pa3IoM, TaHHBIM oOpasiam, 4to 3aJaHui B paMKax
HaJIn4usa mperoaaBaTeyiem, 1o IMOATBCPIKAACT JUCHUIIIINHBI C
c(hopMHPOBAaHHOCTH 3aJTaHUSIM, PEIICHUE HAJIN4Iue HCTIOJIb30BAHUEM
KOMIICTCHIIAH KOTOPBIX OBIJIO TIOKa3aHO | c()OPMHUPOBAHHON | 3HAHWH, YMCHUH U

CBUJICTEILCTBYET 00
OTpHILIATENBHBIX Pe3yNbTaTax
OCBOEHUS y4eOHOM
JUCHUITIINHBI

npernojaBaresieM, CIeayeT
CYHUTATh, YTO
KOMIICTCHIIUA
chopMupoBaHa Ha
YIOBJICTBOPUTEIIEHOM
YPOBHE.

KOMIIETEHIIMY Ha
0oJiee BLICOKOM
ypoBHe. Hannuue
Takoi
KOMIIETEHIIMH Ha
JIOCTaTOYHOM
YpOBHE
CBUJICTEIBCTBYET
00 ycTOMunBO
3aKPEIJICHHOM
MIPAKTHYECKOM
HaBBIKE

HABBIKOB,
MOJYYCHHBIX KaK B
XO0JI€ OCBOEHUS
JTaHHOU
JMCIUTUTAHBI, TaK U
CMEKHBIX
JUCLUTIIINH,
CIIEYeT CUNUTATh
KOMIIETCHIIUIO
chopMUpOBaHHOK
Ha BBICOKOM
YPOBHE.




Kpumepuu OUECHUBAHUA MECMO6020 KOHmMPOJiA:

MPOLIEHT ITPaBUJIBLHBIX OTBETOB OTMeTKH

91-100 OTJIUYHO

81-90 XOPOIIIO

70-80 YIOBJICTBOPUTEIHHO
Menee 70 HEYJOBJICTBOPUTEIHHO

[Ipu onenuBanuM 3aAaHuil ¢ BBIOOPOM HECKOJBKHUX MPAaBUIBLHBIX OTBETOB JAOIMYCKAETCs OHA

omuOKa.

Kpumepuu oyenueanus coveceoosanus:

Jleckpunropsl

yMeHue 00bACHATH

JIOTUYHOCTDb U

OTMeTKa (nmpeacTaBIsATh) 10CJIeN0BATEIbHOCT
MPOYHOCTH 3HAHM I CYLIIHOCTH SIBJICHUI, b OTBETA
NMPoIEeCcCOB, AeJATh
BbIBO/IbI
OTJINYHO MIPOYHOCTH 3HAHU, BBICOKOE YMEHHE BBICOKAsl JIOTHYHOCTh
3HaHUE OCHOBHBIX OOBSICHATH CYIIHOCTh, | U
MPOIIECCOB U3y4aeMOi SIBJICHUH, IPOIIECCOB, MOCJIe10BaTEIbHOCTh
peJMETHON 00J1acTH, COOBITHH, IenaTh OTBETa
OTBET OTIUYACTCS BBIBOJIBI M 0000IIICHUS,
TyOUHOM ¥ MOJTHOTOM aBaTh
PACKpBITHUS TEMBI; apryMEHTUPOBaHHbBIC
BIIQJICHUEM OTBETHI, IPUBOAUTH
TEPMUHOJIOTHYECKUM MIPUMEPBI
arnmapaToMm; JIOTHYHOCTBIO
Y TIOCJIEI0BATEIBbHOCTHIO
OTBETA
XOpOIIO MPOYHBIC 3HAHUS yMEHHUE OOBSICHATH JIOTUYHOCTH U
OCHOBHBIX ITPOLIECCOB CYIIHOCTb, SIBJICHUH, MOCJIEIOBATEIbHOCTh
M3y4aeMOM IIPEIMETHON MPOIIECCOB, COOBITHHA, OTBETa
o0jacTu, OTIn4aeTcs JieJ1aTh BBIBOJIBI U
TIIyOMHOM ¥ MOJIHOTOU 00001IeHMS, 1aBaTh
PAaCKpBITHUS TEMBI; apryMEHTUPOBaHHbIE
BIIaJICHUE OTBETHI, IPUBOAUTH
TEPMHUHOJIOTMYECKUM [IPUMEPBL; OJHAKO
anmaparom; CBOOOIHOE JIOIYCKaeTCs OJIHA - JIBE
BIIAJICHUE HETOYHOCTH B OTBETE
MOHOJIOTHYECKON PEYBIO,
OJIHAKO JIOIyCKaeTCs OJHA
- JIB€ HETOYHOCTH B OTBETE
YAOBIIETBOPUTE | YAOBJIETBOPUTEIbHBIE YIOBJIETBOPUTEIBLHOE YAOBJIETBOPUTEIbHAS
JLHO 3HaHUS MPOLIECCOB YMEHHUE J1aBaTh JIOTUYHOCTbH U
M3y4aeMoil NpeIMEeTHON apryMEHTUPOBaHHbIE MOCJIEI0BATEIbHOCTh
o0acTu, OTBET, OTBETHI U MMPUBOJAUTH OTBETa

OTJIMYAIOIINICS
HEOCTaTOYHOU TITyOHMHOM
Y TTOJTHOTOM PAaCKPBITHS

MIPUMEPBHI;
YIOBJIETBOPUTEIHHO
chopMUpOBaHHbIE




TCEMBI; 3HAHHUECM OCHOBHBIX
BOIPOCOB TEOPHUHU.
JlonmyckaeTcss HECKOIBKO
OImMOO0K B COACPIKaHUN

HAaBbIKHM aHaJIN3a
SIBJIEHU, MPOLIECCOB.
Jonyckaercs
HECKOJIbKO OIMOOK B

OTBETa COJIep>)KaHUU OTBETA
HEYJIOBJIETBOPH | ciiaboe 3HaHHE U3y4aeMOll | HEeyMEHUE JaBaTh OTCYTCTBHUE
TEJBHO MpeIMETHOM 00JIacTH, apryMEHTHPOBAHHBIE JIOTUYHOCTH U
HEernmyOoKoe pacKpbITHE OTBETHI MOCIIEI0BATEIbHOCTH
TeMBbI; cJ1aboe 3HAHHE OTBETa
OCHOBHBIX BOIIPOCOB
TEOpUH, CIIa0ble HABBIKU
aHan3a SBJICHUH,
npoueccoB. JlomyckarTcs
CepbE3HbIE OMUOKH B
COJICpPIKaHUU OTBETA
Kpumepuu ouyenusanua cumyayuoHHbix 3a0au:
Jeckpunropsl
OTMeTKa FE— aHaJIn3 HABBIKU npodeccuoHaiLHOE
CUTYyallUH peueHust MBbIIILIEHHE
npoodJieMbl
CUTYAlUH
OTJIUYHO MOJTHOE BBICOKASI BBICOKAs BBICOKHI YPOBEHb
MOHUMaHHUE CITIOCOOHOCTh CIIOCOOHOCTH PO EeCCUOHAIBHOTO
npoOsieMbl. Bce  [aHanu3upoBaTh BHIOpATh METOA  [MBIILICHUS
TpeOoBaHUS, CUTYaIINIO, peleHus
MpeIbsBIsEMbIe  |[1e1aTh BHIBOJBI [[TPOOJIEMBI,
K 3aJJaHHIO, YBEPEHHBIC
BBITIOJTHEHBI HABBIKU PELICHUS
CUTYaIluu
XOPOIIO MOJTHOE CIIOCOOHOCTh CIIOCOOHOCTH TOCTATOYHBIN
MOHIUMAHHE AHATM3UPOBATh [BBIOPATH METOJ  [yPOBEHB
npobiemsl. Bce  [cutyanmio, pereHus npodeccnoHaIbHOTO
TpeOoBaHUS, NeNIaTh BBIBOJBI  POOJIEMBI MBIIILICHHSL.
MpeIbsBIseMbIe YBEpEHHBIE JlomyckaeTcst oJHa-
K 3aJIaHUIO, HABBIKU PEIICHUS |[TBE HETOYHOCTHU B
BBITIOJTHEHBI CUTYaIluu OTBETE
YIAOBJIECTBOPHUTE [MACTUIHOC yYIOBJICTBOPHUTE |yIOBJICTBOPHUTEIH [OCTATOYHBIN
JBHO MOHUMAaHUE TbHAS HbIC HAaBBIKU YPOBEHBb
MPOOJIEMBI. CITIOCOOHOCTh peIICHUS MpoQeCCUOHATBHOTO
BbonbIIMHCTBO AHATM3UPOBATh CUTYaIUH, MBIIICHHS.
TpeOoBaHUi, CUTYyaLuIo, CJIOKHOCTH C Jlommyckaetcst Oosiee
MpeIbSBISEMBIX |[1€1aTh BEIBOJIBI [BHIOOPOM METOJA |[IBYX HETOYHOCTEH B
K 3aJaHUIO, pEIIeHHs 3aa4i  (OTBETE JIMOO0 ommnoKa
BBITIOJTHEHBI B
MOCJIEeI0BATEIbHOCTH
pelieHus
HEYJIOBJICTBOPHU HETIOHUMaHHUE HU3Kas HEJ0CTATOYHBIC  |OTCYTCTBYET
TEIHHO POOJIEMBI. CIIOCOOHOCTh  [HABBIKH PEIICHUS




MHorue
TpeOOBaHMS,
MpeIbsBIsEMbIC
K 3aJaHHIO, HE
BEITOTHEHBI. Het
otBeTa. He On110
MOTIBITKY PEIIUTh
Bagaqay

AHAIN3UPOBATh
CUTYaLHIO

CUTyaLlNU




