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Bonpochl HeHTPaJIM30BAHHOI0 TECTHPOBAHMS.

Paszpen 1. MOHOT'EHHBIE BOJIE3HU

1. MEAUIIMHCKASA TEHETUKA N3YYAET

POJIb HACNIEACTBEHHOCTH B IMATOJIOTMH YEJIOBEKa, 3aKOHOMEPHOCTH Mepelaul HacIeICTBEHHBIX
Oone3Hel B psy MMOKOJICHUH, pa3padaThiBaeT METOAB! AUATHOCTUKH, MPO(DUIAKTUKA U JICUCHUS
BcexX (pOopM HACIIEICTBEHHOM MAaTONIOTHH

KIIMHUYECKHE OCOOCHHOCTH HACJICCTBEHHBIX 3a00JICBAaHHI Y MMAIIMEHTOB, YWICHOB UX ceMel U
POJICTBEHHUKOB

METO/Ibl JICUEHUSI HACJIEICTBEHHON MaTOJIOTHU

SIBIICHUS HACJIEJICTBEHHOCTU ¥ M3MEHUYHUBOCTH JKUBBIX OPTaHU3MOB

2. MEJUIIMHCKYIO '’EHETHUKY MOXXHO OTHECTHU K OJHOMY U3 PA3JIEJIOB
MEJIUKO — BUOJIOTUYECKHMX HAYK

001I1ast TaToJIOTUs

oO1asg Ouosorus

MUKPOOHOIOTHS

(buszumosorus

3. OFbEKTOM U3VUYEHNWA KJIIMHUYECKOW '’EHETUKU SABJIAETCA
OOJIBHOI 1 BCE WICHBI €T0 CEMBbH, B TOM YHCJIE 3/I0POBHI

00JIBLHO YeNIOBEK

00bHOMN U O0JbHBIE POJACTBEHHUKH

3]10pOBBIE POJICTBEHHUKHU

4. HACJIEACTBEHHBIE 3ABOJIEBAHU A YEJIOBEKA [TOABUJIMCH
CO BpeMeHHU (JOPMHUPOBAHUS YEIOBEKa KaK OMOJIOTHYECKOT0 BUIa

B CBSI3M YMEHBIICHUEM I'py3a HHPEKIMOHHON NaTOJIOTHH

B CBSI3U C YJIyYLIEHUEM YCIOBUH KU3HU U 31paBOOXPaHEHUS

CO BPEMEHM NEPEOTKPBITHS 3aKOHOB ['. Mennens

5. HACJIEACTBEHHAA U3MEHUYMBOCTDH YEJIOBEKA, OBYCJIOBJIMBAIOIIIA A
ITATOJIOTUIO

MPUHIUIINAIBHO HE OTIIMYAETCA OT HOPMAaJIbHON U3MEHUYNBOCTH

MPUHIUIIAATIBHO OTIMYAETCS OT HOPMAJIBHON U3MEHUUBOCTH

B HEKOTOPBIX CIIy4asiX OTIIMYAETCA

B HEKOTOPBIX CIIy4asix HE OTINYACTCS

6. OCHOBOITOJIO)KHUKOM MEJULIMHCKON TEHETUKU B POCCUM SIBJISIETCS
C.H. /laBuieHKOB

H.K. Konb1os

C.I". JleBut

®. I'anpTOH

7. EBFEHUKA - 3TO

KOMIIJIEKC MEPONPUATUI, HAIIPABJICHHBIX HA YIYYIIEHUE TeHETUYECKOW NTPUPOJIbI YETIOBEKA
Hayka 00 0CBOOOKICHHUH YeJIOBEKa OT HACJIEICTBEHHBIX OOse3Hen

Hayka 0 MOp(GOQYHKIIMOHATIBHBIX OCOOEHHOCTSIX JIIO/IEH, CBA3aHHBIX C PACOBBIMU PA3IMUUSIMU



KOMIUIEKC TOCYIapCTBEHHBIX, TOJTUTUYECKUX, MEAUIIMHCKUX U JPYTUX MEPONPUATHI
OTPAaHMYMBAIOIIMX (WM 3aIPEIalOIINX ) BO3MOXHOCTH BOCIIPOU3BOJICTBA B CEMbSIX C
HACJICICTBCHHBIMH O0JIC3HIMH

8. XPOMOCOMHY1O TEOPUIO HACJIEJJCTBEHHOCTU COOPMVYIJIMPOBAJI
T. Mopran

P. Bupxos

I'. Mennenb

T. IIBanu

9. [TPOEKT «'EHOM YEJIOBEKA» ABJIAETCSA

MEXyHAPOIHOM MPOrpaMMO¥, HalIPaBJICHHOM Ha IMOCIIEA0BATEIbHOEC CCKBEHUPOBAHNUE YIaCTKOB
reHoma

HAYYHOI NMPOrpaMMOH, HAalIPaBICHHOH Ha pa3pab0TKy METOJI0B T€HOTEPOITHH

0a30li TaHHBIX, B KOTOPOI coOpaHa HHPOpMAIUs O HACTEICTBEHHBIX OOJIE3HX YEIOBEKa

0a3a JaHHBIX, B KOTOpOW cobpaHa nHpopmarys 00 HHPEKIIMOHHBIX 3a00JIEBaHUSIX YEIIOBEKa

10. TEHETMYECKUI KO/ HE OBJIAJIAET
[EPEKPHIBAEMOCTBIO

BBIPOKACHHOCTBIO

KOJIMHCApPHOCTBIO

TPHUILIICTHOCTBIO

11. CBOMCTBAMHU 'EHETUYECKOTI'O KOJA SBJIAIOTCA
TPUIUIETHOCTh, YHUBEPCAIBHOCTb, HE IIEPEKPBIBAEMOCTbD, BBIPOKIEHHOCTh
YHUBEPCAIBHOCTD, CHELM(PUUHOCTD, TPUILIIETHOCTh

cnenn(pUIHOCTbD, TPUIUIETHOCTh, YHUBEPCATHLHOCTD, HE TIEPEKPHIBAEMOCTh
BBIPOXKJIEHHOCTb, TPUILJIETHOCTD, HE IEPEKPBIBAEMOCTD

12. HOCUTEJIAIMU TEHETUYECKOU UHOOPMAIINU ABJISIIOTCS
JIHK u PHK

oenku u JIHK

JHK, PHK u 6enku

PHK u 6enku

13. ®YHKIUEM JHK B KJIETKE SBJISETCS

COXpaHEHHE HACJIeICTBEHHOW NH(POpMALIUU B KIETKE

nepeaaya HacJleACTBEHHOW HH(pOpMaLuu

nepegavya HacjlIeICTBEHHOW HH(OPMALUK U TPAHCIOPT AMUHOKHUCIIOT
TPAHCIOPT AaMUHOKHUCIIOT

14. PA3JIMYMA B CTPOEHWU JHK 1 PHK
COCTaBe a30THUCTHIX OCHOBAHUM

COCTaBE HYKJIEOTHIOB

MEPBUYHON CTPYKTYypE

TUIIE CBA3U MEXKIY HYKIICOTHUIaMU

15. MUTOXOH/IPUAJIBHBIN TEHOM
MPEJCTaBIICH OJTHOU KoJybleBOM Motiekyson [JHK
Koaupyet 13 Toics 4 6enKkoB

npeacraiieH mosiekynamu PHK

KOAUPYET (hepMEHTHI, OTBETCTBEHHBIE 32 peraparuio



16. COTJIACHO TTPUHLIAITY KOMIUIEMEHTAPHOCTU OBPA3YIOTCSI
HYKJIEOTU/IHBIE TTAPBI

A-TuT-11

T-11 u A-11

T-T'u A-T

II-AuTT

17. K JMHAMUWYECKUM MYTALMAM OTHOCUTCHA
9KCIAaHCHUsl TPUHYKJICOTUIHBIX IIOBTOPOB

TpaHCIOKaLus

HOHCEHC-MYTaIus

JeNenus

18. B MHTEP®A3E MUTO3A ITPOUCXOAUT

PEeIIMKALHS XPOMOCOM

00MEH TOMOJIOTUYHBIMU YYAaCTKaMHU MEXK]1y TOMOJIOTUYHBIMU XPOMOCOMaMHU
YKOpPOYEHHE TEJIOMEPbI

peIuIMKaIys HIEeHTPOMEPHBIX 00J1acTell XpOMOCOM

19. «PEKOHCTPYKLMS» KIMHUYECKOU KAPTUHEI V BOJILHOI'O ITPEJIITOJIATAET
aHaJIM3 BCEH JOCTYIHOW METUIMHCKON HH(OPMALIUH IO KOHKPETHOMY OOJIEHOMY

TIIATEIBHBIA COOp aHAMHECTHYECKUX JaHHBIX

o0crneoBaHue MOPAKEHHBIX POACTBEHHUKOB

o0cienoBaHue OOJIBHBIX U 3/10POBBIX POJACTBEHHUKOB

20. TEHOM IIPEJICTABJISIET COBOM

AJIEPHBIE U LIUTOIUIA3MATUYECKUE DJIEMEHTBI TEHETUYECKOW KOHCTUTYLIUU KIIETKU
COBOKYIIHOCTb SIICPHBIX 2JIEMEHTOB T'€HETUYECKON KOHCTUTYLIMH KJIIETKH WM OPTaHU3Ma
COBOKYITHOCTb XpOMOCOM OpraHu3ma

COBOKYIIHOCTb TpaHCIUpyeMbIX ydacTkoB JJHK

21. 111 HACJIEACTBEHHOM ITATOJIOI' MU HE XAPAKTEPHO
OCTpoe Hayalo 3ab0IeBaHus

paHHssA MaHU(ECTalNsI KIMHUYECKUX MPOSBICHUI

BOBJICUEHHOCTh B MATOJIOTUYECKHI MPOIIECC MHOTUX OPTaHOB U CUCTEM
IPOrpaJUEeHTHBIN XapaKTep TeueHus 00Jae3HN

22. XAPAKTEPHA S OCOBEHHOCTb HACJIEJJCTBEHHO! ITATOJIOI' M1
BOBJICYCHHOCTb B IATOJIOTMYECKUM MPOLECC MHOTUX OPraHOB U CUCTEM

0CTpO€ Havyaso 3a00JIeBaHUs

HaJmyue 3PPEeKTUBHBIX METO/I0B 3THOJIOTHUECKOTO JICUSHHS

BOBJICYEHHOCTh B MATOJOTMUECKHI MPOLECC OJTHOM CUCTEMBI OPTaHOB

23. JIUIS1 BABOJIEBAHNI, OBYCJIOBJIEHHBIX DKCITAHCUEN TPUHYKJIEOTUIHBIX
ITOBTOPOB HE XAPAKTEPHbI

MHOkK€eCTBEHHBIE BPOKIEHHBIE IOPOKU PA3BUTHS

DeHOMEH aHTHIUIIALUN

W3meHenuss HepBHO-TICUXMYECKOTO CTaTyca

YeTkast KOppEALUU MEXTY GEHOTUITMYECKUM IMIPOSBICHNEM 3a00JIeBaHUs U YUCIIOM TOBTOPOB

24. CXOAHBIE USBMEHEHNW A ®EHOTUIIA, OBYCJIOBJIEHHBIE MYTAIIUAMM PA3HBIX
I'EHOB, HA3BIBAIOTCHA



TEHOKOITUH
dbeHoxommu
T€HOMHBIC MYTaI[lH
MO (UKAIIH

25. HAUBOJIEE BEPHOE OITPEAEJIEHUME KIIMHUKO-TEHEAJIOTTYHECKOI'O METOIA
[TpocnexxuBanue nepegadn O0JIE3HU WM MPU3HAKA B CEMbE MJIM POJIE C YKa3aHUEM THIIA
POJCTBEHHBIX CBA3EH MEXAY WICHAMU POAOCIOBHOM B PsIy IIOKOJICHUM

[TpocnexxuBanue nepegadn 00JIE3HU WIN IPU3HAKA B CEMbE

CocraBiieHHu€e poI0CIOBHBIX

CocraBieHue poI0CIOBHbIX € MOCIEAYIOIINUM 00CiIeIOBaHUEM ITPOOaHa

26. TEHHBI UMIIPUHTHUHT - 3TO

MEXAHU3M, C IOMOLIbI0 KOTOPOI'O Pa3IMyaeTCsl akTUBHOCTh FTOMOJIOTMYHBIX T€HOB Y UHAMBH/IA B
3aBUCUMOCTH OT POJUTEIBCKOIO IOJIa

MOSIBJICHUE HOBBIX MYTallUil y IOTOMKOB

yTsDKEJIeHNE KIIMHUYECKOW CUMIITOMATUKU y TOTOMCTBA

pa3Hble KIMHUYECKUE MPOSIBJIEHUE Y CUOCOB

27. «bOJIE3BHU UMITPUHTUHT A» — 9TO

3aboneBanus, 00yCIOBICHHbBIE POJIUTEIHCKUM TUIIOM YHACIIETOBAHHOTO MATOJIOTUYECKOTO FeHa
MynbTuakTopraIbHbIe 32a00JIeBaHUS

[TaTonorus MUTOXOHIPHATIHHBIX TCHOB

[TocneacTBHsI paIMAKTUBHOTO BO3/ICHCTBHUS HA TEHOM

28. XPOMOCOMHASA HECTABUJIBHOCTD I[TPY CUHIPOMAX BJIITOMA, AHEMUU
®AHKOHU, ATAKCUU-TEJIEAHTMOSKTA3UU U IIMT'MEHTHOM KCEPOJIEPMbI
OBYCIJIOBJIEHA

['enHas mytanus, Bbi3siBaromias aedekt pemaparuu JJHK

Heb6naronpusitHoe Bo3aeiicTBIE Ha KIETKHU IUIOA B paHHEM SMOpHOTEHE3e

HenpaBunpHOE pacxoxaeHue XpOMOCOM B MUTO3€

Mopaudukanuonnsie n3menenus JJHK

29. TOJIAHAPUYECKMUE ITPU3HAKU YEJIOBEKA OBYCJIOBJIEHbI TEHAMU,
HAXOAINMUCS B

Y — xpomocome

AyTtocomax

[TonoBeIX XpoMoOcoMax

X — XpomMocome

30. HUTOIJTIASMATHUYECKAS HACJIIEACTBEHHOCTbD OBYCJIOBJIEHA
Muroxonapuansaoin JJTHK

JHK siapermika

JHK xpomocom B siape

Pu6ocomamu

31. MATEPUHCKASA HACJIEACTBEHHOCTbH ObYCJIOBJIEHA
Muroxonapuansaoin JJTHK

JHK siapermika

JHK xpomocom B siape

Pu6ocomamu



32. BOJIE3HH, OBYCJIOBJIEHHBIE HHTOHHABMATH‘-IECKOIZ HACJIEACTBEHHOCTBIO,
CBA3AHBI C

myTtauusimu B JIHK-muToxoHapuii

MyTaIUsIMU B ayTOCOMax

TOYKOBBIMHU MYTaIUSIMU

JIeNeUsIMU JUTMHHBIX TUIeY Y -XpOMOCOMBI

33. ITIPUBHAKU XAPAKTEPHBIKE J1JIX1 MUTOXOH/IPUAJIBHOI'O TUITA
HACJIEJOBAHUA

3abosneBanue nepenaeTcs OT OOJBHON MaTepH BCEM JIETSIM

3aboneBanue nepeaaetcs ot 6osbHOTrO oTIA 50% nmereit

3a0oJieBaHNE HUKOT1a HE HACIENYETCsl OT MaTepu

BonbHbIe s)xeHIMHBI IepeaatoT 3aboaeBanue 50% aeBodek

34. IPUUMHOU HACJIEACTBEHHBIX BOJIEBHEN MOXET BbITh MVYTALNA,
BO3HUKAIOIIIAA B

I'ameTax

Muonurax

CTBOIOBBIX KJIETKAX

daromurax

35. HAUBOJIEE BEPHOE OIIPEJIEJIEHUE ITATOI'EHE3A HACJIEACTBEHHbBIX
BOJIE3HE

HapYIICHUE peaTu3alui TeHeTHIeCKol nH(OopMaIuu

HapymeHHe aJarTalluOHHBIX BO3MO)KHOCTGI7I

N3MCHCHUC I/IMMyHHOFO OTBCTAa

HapylIeHUEe CTPOCHUS U (PYHKIIUU OPTaHOB

36. KOJIMYECTBO 'EHOB B TEHOME UEJIOBEKA
30 TBIC

3 Mipa

3 MJIH

300 TBIC

37. MYXXUYNHA BOJIEJI TUITIEPTPMX030M U I[IBETOBOM CJIEIIOTOM. OFA TEHA OH
[TOJIYUUII OT

OT OTIla U MaTepu

TOJIBKO OT OTIIa

TOJIBKO OT MaTepu

3a00J1eBaHMs HE HACIEIYIOTCS

38. K KAKOMY 3AKOHY MEH/JIEJISI OTHOCUTCS PE3YJIBTAT PACHIEIJIEHUM A
[IPU3HAKOB B YACTOTHBIX COOTHOILEHUSX: 75 % OCOBEI UMEIOT
JOMUWHAHTHBIE IMTPU3HAKU U 25% - PELHECCHUBHBIE

3aKOH PacIIeTUICHUS

TUIOTE3a YUCTOTHI TAMET

3aKOH €IMHO00pa3us

3aKOH HE3aBHCHMOT'O HACJIEJIOBAHUSI IPU TUTHOPUIHOM CKPEIIMBaHUN

39. KJIMHUWYECKU TOJIUMOP®H3M MOHOI'EHHOH ITATOJIOI' MM OBYCJIOBJIEH
JeiCTBHEM MYTaHTHBIX ajuiesieil Ha (hoHe pa3IuYHbIX TEHOTUIIOB
HOJIMJIOKYCHOW W/WITH TOJIMAJIJIENIbHON AeTepMUHAIIMEeN KIMHUYECKON KapTHHBI 00JIe3HU



Pa3JIMYHON YaCTOTOW I'€HOB B MOMYJIALINU
OJIU3KOPOICTBEHHBIM OpakoM

40. KJIMHUYECKHWM TTOJUMOP®U3M  OJIHOM U TOM XXE HO30JIOTMYECKOI
®OPMbI HACJIEJICTBEHHOM ITATOJIOI' M OBYCJIOBJIEH

cnenn(UKoi peanu3ay HACIEeACTBEHHONW IPOTPaMMBbl OpPraHW3Ma B KOHKPETHBIX YCIIOBUSAX CPEJIbI
crenu(PUIHOCTHIO MyTaIlUH

CHenu(PUIHOCTHIO YCTIOBUIA CPEIb

JIeHOTpONUEeH

41. UIHIUBUY AJIbHBI XAPAKTEP ITATOJIOTUN Y BOJIBHOI'O OBYCJIOBJIEH
YHUKAJIBHOM T'€HETUYECKOM KOHCTUTYLIUEH KaXA0r0 YeI0BEKa

TUIIOM HacJIeIOBaHUs IATOJIOTUU

XapaKkTEepOM MYTAITMOHHOTO U3MEHEHHS

MOP(GOPYHKITHOHATHHBIMH OCOOCHHOCTSIMH OpraHU3Ma 00JIBHOTO

42. B KAKMX KJIMHUKAX JIOJIS BOJIBHBIX C HACJIEJICTBEHHOM ITATOJIOTMEN
BBIIIE

neInaTpuu

0 TaITBLMOJIOTHU

XUPYPTruu

PCHTI'CHOJIOTHHN

43. BPOXXJIEHHBIE 3ABOJIEBAHUSA — OTO 3ABOJIEBAHUA
JTUArHOCTHPYEMbIE TIPU POXKACHUN

00yCIIOBJICHHBIE MYTaI[Eil T€HOB

MpOosIBIISIOLIMECS Ha 1-M rojy >Ku3HHu pebeHka

MPOSBIISIOLIMECS BO BpeMs TyOepTaTHOTo nepuo/ia

44. TEPMUH «BPOXJIEHHBII [TOPOK» OTHOCUTCS K MOP®OJIOI MUYECKOMY
N3MEHEHHNIO OPTAHA UJIN YACTU OPT’TAHA

BBIXOSILIEMY 3a Mpeeibl HOPMAJIbHBIX BapHallvii U HapylaouemMy GyHKIHIO opraHa
BBIXOJISIIIEMY 32 IIPEJieNIbl HOpMAJIbHBIX BapHalluii, HO HE HapylIaromeMy (QyHKIMIO opraHa
HE BBIXOJALIEMY 32 IIpeJiebl HOpMAIbHBIX Bapualliil U He HapyllaueMy QyHKIHIO OpraHa
MOp$OJIOrHUECKOe U3MEHEHHE OpTraHa, BO3HUKAIOIIEee B HEOHATATbHOM NEPHO/IE

45. OITPEAEJIEHUE ITOPOKA PA3BUTHA

CTOMKHE MOP(OJOTHYECKHE U3MEHEHUSI TKAHEW WIIM OPTraHOB, BBIXOASININE 32 TIPEEIIbl Baprualuit
UX HOPMAJILHOTO CTPOEHUS M HapyIlaronye uX QyHKINI0

MOPOKU PA3BUTHS, ONPECISIOMINECS IPU POKICHUU

BPOKICHHbBIE YPOJCTBA

MOPOKU pa3BUTHS 0e3 PyHKIMOHATBHBIX HApYILIEHUN

46. CHHJIPOMOJIOI MYECKUI AHAJIN3 IIPOBOUTCS IS

aHaJIM3a KIMHUKO-(EHOTUITUYECKUX MPOSIBIICHUH Y TIAI[MEHTA C IEJIbI0 ITOCTAHOBKH JIMAarHO3a
HACJIEICTBEHHOTO 3a00JIEBaHUS

aHaJIn3a TeHOoTHIIa OOJILHOIO C IIEJIBI0 MOCTAHOBKH AUArHO3a HACIEACTBEHHOIO 3a00/I€BaAHUS
aHaJIM3a Pe3yJIbTATOB IMICHXO-TEHETHYSCKUX MCCIIEOBAHUS MAIUSHTA C IEJTBI0 ITOCTAaHOBKHU
IMarHo3a HacJeICTBEHHOI0 3a00IeBaHus

aHaJIM3a Pe3yJIbTaTOB AaHTPOIIOMETPHUYECKUX MCCIICOBAHUH TAIIMEHTA C IEJTBI0 ITOCTAaHOBKHU
IHMarHo3a HacjeICTBEHHOI0 3a00IeBaHus



47. CHHAPOMOJIOT MUECKUI AHAJIU3 - DTO

0000I1IeHHBIN aHATIN3 BCeX (PEHOTUNMUYECKUX (KITMHUYECKHX ) MPOSIBICHUN C LIENIbIO BBISIBICHUS
YCTOMYMBOTO COYETAaHUS IPU3HAKOB JIJIS IOCTAHOBKY JIMAarHo3a

aHaJIM3 FEeHOTHUIIA OOJIBHOTO C IIEIIbI0 TIOCTAaHOBKYU JUAarH03a

aHaJIU3 Pe3yJIbTaTOB NapaKJIMHUYECKHX METO/I0B UCCIIE0BaHUS O0JILHOTO

JMarHOCTHKA 3a00JIeBaHMS HA OCHOBE aHAMHECTHYECKUX JAHHBIX M JAHHBIX JINTEPATYPhI

48. AHTPOITOMETPHS B IMATHOCTHUKE HACJIEJCTBEHHOM [TATOJIOT U CJIYKUT
JUIA

BBISIBIICHHSI BPOXKACHHBIX MOP(OTeHETHUECKUX BapUAHTOB U MAJIBIX aHOMAIMNA Pa3BUTHUS
KOHTPOJISL PU3UYECKOTO Pa3BUTHS peOCHKA

KOHTPOJIS (PYHKIIMOHAIBHOTO COCTOSIHUSA peOeHKA

KOHTPOJISI TICHXO-MOTOPHOTO PAa3BUTHS peOCHKA

49. AHTPOITOMETPUYECKHWE U3SMEPEHUA B IMAT'HOCTUKE HACJIEJICTBEHHBIX
BOJIE3HEN IMTPEAHA3HAYEHBI JIJIA

BBISIBJICHUS KIIMHUYECKU HE3HAUMMBIX "CUMIITOMOB' MPOSBICHUN MTATOJIOTMYECKUX MYyTalUi
KOHTPOJISI PU3UIECKOTO Pa3BUTHUS peOSHKA

KOHTPOJISI JYHKIIMOHAIBHOTO COCTOSIHHS O0JIBHOTO

KOHTPOJIS IICUX0-MOTOPHOT'O Pa3BUTHs pPeOCHKA

50. AHUPUUA - O3TO

OTCYTCTBHUE pajly’KHOH 000JI0UKH

OIYIIICHHbIE HAPYKHBIE YTJIbl IVIA3HBIX LIEJIEH
HEJI0pa3BUTHE UM OTCYTCTBUE IIa3HOIO s10J0Ka
YMEHbILIEHUE Pa3MEPOB IIa3HbIX S0JI0K

51. AHTUMOHI'OJIOUJIHBIN PA3PE3 T'JIA3 - 9TO
OIIYILLEHHBIC HAPYKHBIE YIJIBI TIA3HBIX ILEJIEH

YBEJIMYEHHOE PACCTOSIHUE MEXAY BHYTPEHHUMH yTJIaMU TJIa3HULL
y3Kas TJla3Hasi Iellb

OINYIIEHHbIE BHYTPEHHHE YIJIbI IJIa3HBIX IIEJIeH

52. AHO®TAJIbMUSA — 3TO

BPOXKJIEHHOE OTCYTCTBHE IJIa3HBIX SI0JI0K

BPOKJEHHOE OTCYTCTBUE PalyKKH

YMEHBILIEHHOE PACCTOSHUE MEXKly BHYTPEHHUMH KpasiMU TJIa3HULL
YMEHbILIEHUE Pa3MEPOB IIa3HbIX 00K

53. APAXHOJAKTUIINA — 9TO
YBEJIMYECHUE JITTMHBI TAJIBLIEB
YKOPOYEHUE NaNIbLEB

u3MeHeHue GopMbl MajbleB
CpallleHHE 1AIbLIEB

54. AJIOITELIAA — 9TO

IMMOJIHOC UJIN YaCTUYHOC OTCYTCTBUEC BOJIOC

M30BITOYHOE OBOJIOCEHUE Yy JIMII ’KCHCKOTO I10JIa 11O MYIKCKOMY THUITY
PEAKHE CYXHUE TOMKUC BOJIOCHL

M30BITOYHOE OBOJIOCEHUE Yy JIM MY>KCKOTO IT0Jia



55. AHOHIE®AJINA - 3TO

OTCYTCTBHUE KOCTEH CBOJIA ueperna v 00JbIIOoro Mo3ra
YMEHBILIEHUE pa3MEpPOB uepena

yBEJIMYEHHUE MTONEPEUHOro pa3mMepa rojJoBbl
YMEHbILIEHUE TPOA0IBHOIO pa3Mepa IroJI0BbI

56. APAXHOJAKTWNJINA — 3TO
YBEJIMUYEHUE IJIMHBI [TAJIbLIEB
YKOPOYEHUE NaNIbLEB

U3MeHeHue (GopMbl MAJIbIIEB
CpallleHHE NTAIbLIEB

57. BPAXULIE®AJINA - OTO

YBEJIMYECHHUE MTOTIEPEYHOTO Pa3Mepa roJ0BbI IPU OTHOCUTEILHOM YMEHBILICHUHU IPOO0IEHOTO
pasmepa

pacimpeHye yeperna B 3aThUIOYHON U Cy)KeHHUE B JIOOHOW YacTh

OarieHHBIN" yepen

YBEJIMYECHHUE MPOIOJILHOTO pa3Mepa Yeperia OTHOCUTENFHO ITOTIEPEYHOTO

58. BJIEGAPOOUMO3 — 3TO
CpallleHHue BeK

KOpPOTKasl IJIa3Hasl 1Ieb
OITYIIICHHBIE YTIIBI IJ1a3
cpaieHue OpoBeit

59. TETEPOXPOMHMS PAJTYKHOM OBOJIOUKH - 3TO
pa3Iu4Has OKpacka paay>kKHOM 00010YKu

QHOMAJIbHOE BOCIIPUATHE 1[BETOB

pasnuuus B pazMepax pay’KHbIX 000J104eK

OTCYTCTBHUE pajy’KHOH 000JI0UKH

60. TUIIEPTEJIOPU3M - 3TO

YBCIUMYCHHOC paCCTOAHUEC MCKAY BHYTPCHHHUMU YTIJIaMU TJIa3HUL]
BEpTUKaJIbHASA KOXKHAS CKJIaJKa Y BHYTPEHHET0 yria riasa
OJIM3KO PacoI0KEHHBIE OPOUTHI

OMyILEHHbIE HAPYKHBIE YTJIbI TJ1a3

61. IOJINXOLIEDAJINS - DTO

YBCIUYCHUC ITPOAOJIBHOI0 pasMepa 4eperia OTHOCUTCIBHO IMTOIIEPECYHOTO

I[HHHHBIﬁ y3KPII>'I YCPeIl C BLICTYIAOIIUM .II60M 1 3aTBUIKOM YBCIWYCHHC ITOIICPCYHOT'0 pasMepa
qycperna rnmpu OTHOCUTCIIBHOM YMEHBIICHHUU ITPOAOJIBHOI0O pasmMepa

pacCInpeHUC ucperia B 3aTBUIOYHOU U CY’KCHHUC B HO6HOI>'I yacTtu

62. KPUIITOPXU3M - 3TO

HEONYIIEHNE IUYEK B MOILIOHKY
He3apalleHue MOYEHCITyCKaTEIbHOIO KaHasa
IIOJIOBBIX OPT'aHOB

TUIIOIUIA3US TECTUKYIT

63. KAMIITOJAKTUJINA — 9TO



crubaTesbHas KOHTPAKTYpa MPOKCUMAIIbHBIX MEX(allaHTOBBIX CYCTaBOB
MCKPUBJICHHE HU)KHEW KOHEUHOCTH

JaTepanbHOE WK MEAHallbHOE UCKPUBIICHUE Mabla

OTCYTCTBHE CPEIHUX (haTaHT KOCTEH MaNbIICB

64. MUKPOI'HATUA - OTO
MaJible pa3Mepbl BEPXHEN YeI0CTH
MaJible pa3Mepbl HUKHEN YEIIOCTH
HEJOPa3BUTHE HUKHEN YEIIFOCTH
MaJio€ pOTOBOE OTBEPCTHE

65. OJIMI'OJAKTUJINA — 9TO
OTCYTCTBHUE OJIHOTO MJIM 0oJjiee najibleB
OTCYTCTBHME HOI'TEBBIX IIJJACTUHOK
CpallleHue MaJbleB

YBEJIMUEHUE KOJIMYECTBA MaJIbIEB

66. OKCULEDQAJIMA - OTO

«OaleHHBIIN» yepen

YBEJIMYECHHUE IPOJOJIBHOIO pa3Mepa 4epera OTHOCUTENBHO MTONIEPEYHOIO
OTCYTCTBUE OOPO3] U U3BWIMH OOJIBIINX MOTyLIApUi

JUIMHHBIN Y3KH ¢ BBICTYIAIOLIUM JIOOM U 3aTHUIKOM Yeperl

67. IPOTHATUA - 2TO

Ype3MepHOE Pa3BUTUE BEPXHEH UETIOCTH
HEJIOPa3BUTHE HUKHEH YEIIIOCTH
Ype3MEepHOE Pa3BUTHE HIKHEW YeN0CTH

68. IIPOBAHI - 5TO

JMILI0, ¢ KOTOPOTO HAYMHAETCS COOP POAOCIOBHON

0011bHOM, 0OpaTUBIIMICS K Bpady

3/10pPOBBII YeI0BEK, 00PaTUBIINKCA B MEAUKO-TEHETUUECKYIO KOHCYJIbTALIHIO
JIMI110, BIIEPBBIE MONAaBILEe 1101 HabIr0ieHNe Bpaya-TeHeTHKa

69. CUHJAKTUJIUA — 3TO

CpauieHue MajibleB

CpauieHre KOHEYHOCTEN I10 BCEU IMHE
CpalleHre B KOHEYHOCTH B HIDKHEH TPETH
cparieHnue OpoBeit

70. CHHO®PU3 - 5TO
cpaienue OpoBeit

cpallieHue KOHeUYHOCTeH
CpaleHHe MaIbIEB PYK
HEJ0Pa3BUTHE CKYJIOBBIX YT

71. ®UJIBTP - OTO

paccTosiHue OT HUKHEW HOCOBOM TOYKHM HOca 10 KpacHOU KaliMbl BepxHel ryo
OIIPEJIETICHHBIN pasMep HOCOBOI'O X0aa

OTHOILIEHHE BEJIMYUHBI JIMHBI HOCA K €70 OCHOBAHHIO

pPacCTOSIHUE MEXKAY BHYTPECHHUMU YITIaMH TJIa3HUL]



72. OIIMKAHT - 3TO

BEpTUKAJIbHASA KOXKHAS CKJIaZKa Y BHYTPEHHETO yria ria3a
cpocuecs OpoBu

LIMPOKO PacCTaBJICHHBIE I1a3a

CyXXEHHE TJIa3HOH 1Lenn

73. TEH IIPEJICTABJISIET COBOU

MOCJIe0BaTeNbHOCTD HyKIIeoTuA0B B JIHK, Konupyromux onpeaeneHHblil 6enok
IIOCJIE0BATEIBbHOCTD AMUHOKHCIIOT

MOCJIEeI0BAaTENbHOCTD HyKIIeoTu 0B B PHK, Koaupyronmx onpeneneHHblii 0ei1ok
MOCJIEA0BATEIbHOCTh HYKICOTHI0B B T-PHK

74. CKOJIBKO HA CET'OJTHAIIHNM JEHb OITMCAHO MOHOI'EHHBIX BOJIE3HEM
5000

50

500

50000

75. STUOJIOTUYECKUM ®AKTOPOM MOHOTI'EHHBIX BOJIE3HEN SBJISAIOTCS
MyTAaluU €IMHUYHBIX T€HOB

aHEYIJION U

HTOJIMIUIOU NN

TpaHCIOKAUU

76. TEHHBIE BOJIE3HN OBY CJIOBJIEHDBI
U3MEHEHUEM CTPYKTYphI T€HOB

NOTEpEN reTepOXPOMATHHOBBIX Y4aCTKOB XPOMOCOM
IIOTEPEN F€HOB

YBEJIUYEHUEM XPOMOCOMHOI0 MaTepuasia

77. BOJIE3HU C HI/ITOHHASMATI/IIIECKOﬁ HACJIEJCTBEHHOCTBHO BO3ZHUKAIOT B
PE3VIJIBTATE

mytanuil B JIHK-Mutoxonapuit

MyTalui B ayTocoMax

TOYKOBBIX MYTallMi1

JIeTIEUHN JUIMHHBIX IJ1eY Y ~XPOMOCOMBI

78. BOJIE3HU, OBYCJIOBJIEHHBIE LII/ITOHJIA3MATI/I‘IECKOI71 HACJIEJCTBEHHOCTBIO
CBA3AHBI C

myTtanusmu B JIHK-muToxonapuii

MYyTalHsIMU B ayTOCOMAX

TOYKOBBIMHU MYyTallASIMU

TPaHCIOKAIUAMHU

79. BABOJIEBAHNA C KAKUM TUITOM HACJIEJJOBAHMA BCTPEUAIOTCA YALLE B
POJCTBEHHBIX BPAKAX

ayTOCOMHO-PELIECCUBHBIM

X-CHEIIEHHBIM PELECCUBHBIM

X-CLEIIEHHBIM JOMUHAHTHBIM

ayTOCOMHO-IOMUHAaHTHBIM

80. K MEHJIEJIUPVIOILEN ITATOJIOI' M MOXXHO OTHECTH



3a00J1€BaHNUs, STUOJOTMUECKUM (DAKTOPOM KOTOPBIX, SBJISIOTCS MyTallUl €AMHUYHOTO FeHa
3a00JIeBaHNs, STHOJIOTUIECKUM (PaKTOPOM KOTOPHBIX, SIBIISIOTCS XPOMOCOMHBIE MYyTaIlH
3a00J1eBaHNUs, STUOJOTHUECKUM (PAKTOPOM KOTOPBIX, SABJISIOTCS FTEHOMHBIE MyTaLlUU
AMHUTeHETUYECKHE 3a00IeBaHUS

81. IOHATHUE IIEHETPAHTHOCTb MOXET BbIThb OTHECEHO
TOJIBKO K JIMarHo3y 3abosieBaHus -
TOJIBKO K CUMIITOMY 3a00J1€BaHUs
K JMarHo3y U K CUMIITOMY 3a00JIeBaHUs
TOJILKO K MOP(OTeHETHYECKOMY BapUAHTY Pa3BUTHUS

82. KAKASI YACTD JETEN IMOSIBJISETCS HA CBET C HACJIEACTBEHHOI
[TATOJIOTUEN?

3-5%

1-2%

menee 1%

5-6%

83. KITACCU®UKAILIUA TEHHBIX BOJIE3HEN HEBO3MOXHA HA OCHOBE
BO3pacTa Havaia 3a00JeBaHus

KonuuecTBa MyTaHTHBIX T'€HOB

IIpenMy1ecTBEHHOT0 IOPAXKEHUS ONPEAEIEHHBIX CUCTEM U OPTraHOB

Tuna Haciaen0BaHus

84. IEMCTBUE MYTAHTHOI'O TEHA ITPU MOHOTEHHOM ITATOJIOT U
[MTPOABJIAETCA

Ha pa3nuyHbpIX ypOBHAX: KIMHHYECKOM, OMOXUMUYECKOM, MOJIEKYJISIPHOM
TonbKO Ha KJIMHUYECKOM YPOBHE

HapymraroTcst TONbKO onpe/iesieHHbIe dTanbl MeTabonn3mMa

Ha xnerounom ypoBHe

85. CUBCBI - 3TO

OpaTbs U cecTpbl MpobaHia
BCE€ POACTBEHHHUKH MpobaHa
v npobaHaa

poauTtenu pobana

86. PACITIPOCTPAHEHHOCTH JIOMMHAHTHBIX BOJIE3HE, B OCHOBHOM,
OITIPEAEJIAAETCA

HOBBIMU MYTallUSIMU

BBICOKMM PUCKOM II€pEAAYN NaTOJIOTUH IOTOMCTBY

BBICOKMM YpOBHEM (EPTUILHOCTU

YCIIEMIHOCTBIO JIEU€OHBIX MEPOTIPUATUI

87. K BABOJIEBAHUSIM C TTOBBIIIEHHOW OHKOJIOT MYECKOI
I[MPEJPACITIOJIO)KEHHOCTBIO OTHOCATCA BCE ITEPEUNCIIEHHBIE, KPOME
Cunapoma Mapdana

Cungpoma bexkBurta-Buaemana

IIurMEeHTHOH KCepoaepMBbl

Cunapoma Jlayna



88. 10 AYTOCOMHO-IOMUHAHTHOMY TUITY HACJIEAYIOTCS BCE
I[MEPEYNCJIEHHBIE 3ABOJIEBAHU S, KPOME

aJIPCHOTCHUTAITLHBIA CHHIPOM

cuHApoM Mapdana

HelpopudpomMarTos

aXOH/IPOIUIA3HSA

89. 110 AYTOCOMHO-IOMUHAHTHOMY THUITY HACJIEAYETCA
HelpopudpomMaTos

(beHnITKeTOnypHst

muonatus [ronieHHa

mu30(hpeHus

90. CUMIITOMOKOMIIJIEKC, XAPAKTEPU3YIOIUI CUH/IPOM MAPDAHA

MOJIBBIBUX XPYCTaJIMKa, TUIIEPIIOIBUKHOCTD CYCTaBOB, BOPOHKOOOpa3Has Aeopmaius rpyAauHbl,
CEepJI€YHbIE IIYMbI, BBICOKUIA POCT

OTCTaBaHHE B ICUXOMOTOPHOM Pa3BUTHH, MUKpoLe]anus, TUIIOMUT MEHTAIUS

IJ1a3HbIE aHOMAJIMH, TYTOINOBUKHOCTh KPYITHBIX M MEJIKUX CYCTaBOB, FeaTOMEraius, IiyxoTa
YMCTBEHHAs OTCTAJIOCTh, MAKPOOPXUIU3M, JIIMHHOE JIUIIO, BBICOKUHN 100, MACCUBHBIN MOA00POIOK,
OTTOIBIPEHHBIC YIIIN

91. IMATHO3 CUHAPOM MAP®AHA CTABUTHCA HA OCHOBAHUU
Kano6 6onbpHOrO, CEMEMHOrO aHaMHEe3a, MOJIEKYISIPHO-TeHETUYECKUX UCCIIeI0BAaHUI
buoxumuyeckoro ananmsa

KimHMueckux cuMNTOMOB,

[{uTOreHeTH4eCKOro aHaanusa

92. [TIOJIOXKEHUE XAPAKTEPU3VIOIIEE AYTOCOMHO-JOMWHAHTHBIN TUIT
HACJIEJOBAHUA

OJIMHAKOBO YacTO 3200JIEBaHNE BCTPEUACTCS Y MY)KIMH H KCHIIUH

poauTenu 60apHOTO pedbeHka (PeHOTUMHYECKH 3I0POBBI, HO aHATOTHYHbIE 3a00JIeBaHUS
BCTPEYAIOTCS Y CHOCOB MpobaHia

CBIH HUKOT/Ia HE HaceayeT 3a00IeBanusl OT OTIa

BCE JIeTH OOJTBLHOM MaTepy OOBHBI

93. [IOJIO)KEHUE XAPAKTEPH3VYIOIIEE AYTOCOMHO-JOMUHAHTHBIN THUII
HACJIEJOBAHUA

BosbHBIE BCTpEYArOTCS B KQXKIOM IMMOKOJICHUH (BEPTHKAIBHBIN THIT TIEpeadd MTPU3HAKA)
CBIH HUKOT/Ia HE HacJeayeT 3a00IeBaHusl OT OTIa

poauTtenu 00JILHOTO peOeHKa (PEHOTUTTUUYECKH 37I0POBBI, HO AHAJIIOTHYHbBIE 3a00JICBaHUS
BCTPEUAIOTCs y cUOCOB mpobaHaa

CBIH HHUKOT/Ia HEe HACIIeAyeT 3a00JIeBaHUs OT MaTepH

94. TIOJIOXKEHUE XAPAKTEPU3VYIOILEE AYTOCOMHO-JOMUHAHTHBIN THUII
HACJIEAOBAHUA

Puck moBTOpHOTO pOXKIeHHS OOTBHOTO peOeHKa B ceMbe, I/Ie OJIUH U3 POJHUTENeH OOJIeH paBeH
50%

CBIH HHUKOT/Ia HEe HACIIeAyeT 3a00JIeBaHUs OT MaTepH

BCE JIETH OOJIBHOM MaTepu OOJIBHBI

poauTtenu 00JLHOTO peObeHKa (DEeHOTUTTUYECKH 3I0POBBI, HO AHAJIOTHYHBIE 3a00JICBaHUS
BCTpEUaIOTCsl y cUOCOB mpobaHa



95. ITPABUJIBHOE OITPEJEJIEHUE ITOHATWA IIEHETPAHTHOCTH

J10JIsI T€TEPO3UTOTHBIX HOCUTENEH JOMUHAHTHOIO T'€Ha, UMEIOIUX KIMHUYECKUE IIPOSBIICHUS
CTEIEHb BBIPAKEHHOCTH IPU3HAKA WK OOJIE3HU

BEPOSTHOCTH CYIIECTBOBAHMS T€HETUYECKU T'€TEPOTEHHBIX (POPM HACTIEICTBEHHOTO CUHIPOMA
CTEIEHb TSKECTH 3a00J1eBaHUs

96. ITPOLIEHTHA I BEPOSITHOCTB ITOBTOPHOI'O POXXJIEHI S BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOU POAUTEJIN 3J0POBbBI 1 UMEKOT BOJIbHYIO JIEBOYKY C
CUHJIPOMOM MAPDAHA

0mm3ko k 0%

50%

100%

25%

97. ITPOLUEHTHA I BEPOSITHOCTbB POXJIEHNW S 3JIOPOBOI'O PEFEHKA B CEMBE, B
KOTOPOU OBA POAUTEJIA BOJIBHBI CUHIPOMOM MAP®AHA

25%

50%

100%

ommsko k 0%

98. TIPOUEHTHASA BEPOSATHOCTDB ITOBTOPHOI'O POXAEHWA BOJIBHOI'O PEBEHKA B
CEMBLE, B KOTOPOU OTEL BOJIEH CUHAPOMOM MAP®AHA, MATbH 3/JOPOBA U
OJIHA BOJIbHASA 104Yb C CUHAPOMOM MAP®AHA

50%

100%

25%

ommsko k 0%

99. ITPOIIEHTHAS BEPOATHOCTL ITOBTOPHOI'O POXXJIEHW A BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOI MATbB BOJIbHA CUHIPOMOM MAP®AHA, OTEL] 3/IOPOB 1
O/IMH CbIH C CUHIPOMOM MAP®AHA

50%

100%

6au3ko k 0%

25%

100. ITPOHEHTHAS BEPOATHOCTB ITOBTOPHOI'O POXXJIEHW A BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOI MATbB BOJIbHA CUHIPOMOM MAP®AHA, OTEL] 3/IOPOB 1 JIBA
CBbIHA C CUHJAPOMOM MAP®AHA

50%

100%

6au3ko k 0%

25%

101. ITPOUEHTHAS BEPOSATHOCTL ITOBTOPHOI'O POXXJIEHW A BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOI MATbB BOJIbHA CUHIPOMOM MAP®AHA, OTEL] 3/IOPOB 1 JIBE
JOYEPU C CUHAPOMOM MAP®AHA

50%

100%

6au3ko k 0%

25%



102. MIPOUEHTHA I BEPOSTHOCTDB IIOBTOPHOI'O POXIEHW S BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOU MATb BOJIbHA CUHJIPOMOM MAP®AHA, OTEL] 3/JOPOB, A CbIH
N 104Yb BOJIbBHBI CUHJIPOMOM MAP®AHA

50%

100%

6mu3ko k 0%

25%

103. CHHAPOM MAP®AHA JIUATHOCTUPOBAH YV MAMBI U JIEBOUKHU OT 2-OH
BEPEMEHHOCTHU. KAKOBA BEPOSITHOCTbH POXKIEHMSA BOJIBHOI'O PEBEHKA OT 3-Ei
BEPEMEHHOCTH

50%

25%

0%

100%

104. 1J1s1 CUHPOMA MAPD®AHA XAPAKTEPHBI BCE YKA3AHHBIE ITPU3HAKHW. KPOME
AHOMAaJIUU B CUCTEME XPOMOCOM

AHoOMaJIUU opraHa 3peHust

Bricokuii poct

AHOMaJINU Pa3BUTHUS CEPAEUHO-COCYIUCTON CUCTEMBI

105. AJIA CUHPOMA MAP®AHA XAPAKTEPHBI BCE YKA3AHHBIE ITPU3HAKHW. KPOME
YMCTBEHHAas OTCTAIOCTh

AHoOMaJInu opraHa 3peHust

Bricokuii poct

AHOMaJINU Pa3BUTHUS CEPAEUHO-COCYTUCTON CUCTEMBI

106. INATHOCTUYECKHUE KPUTEPU CUHAPOMA MAP®AHA

Bricokwii pocT, TUIIEPIIOBUKHOCTH CYCTaBOB, Jehopmaliusi TpyAUHBI, IPOJIATIC MUTPAIBHOTO
KJIarnaHa, CHUYKEHUE 3PEHUS.

OtcTaBaHue B ICHXOMOTOPHOM Pa3BUTUHU, MUKpPOIEhaTHsl, TUTIOMUTMEHTAIUS

YMCTBEHHAs! OTCTAIOCTh, MAaKPOOPXHUAU3M, JJIMHHOE JIUIIO, BEICOKUN 7100, MACCUBHBIN
Mo100POJIOK, OTTOTBIPEHHBIE YIIIN

Tpexdananrossiii 60IbIION Nael, OTCTaBaHUE B POCTE, Y3KUE IIEUH, BPOKICHHAS aHEMHUS

107. Y 3JIOPOBBIX POJUTEJIEIN, HE COCTOSIIMX B KPOBHOM POJICTBE, POJIMJICS
PEBEHOK C AXOH/JIPOIUJIAZUEN (ITPOBAH]T). B POJIOCJIOBHO JIPYTUX CJIYUYAEB
3ABOJIEBAHMSI HE BBISBJIEHO. BEPOSITHOCTD POXKJIEHUS BOJILBHOTO PEBEHKA V
[TIPOBAHJIA B EI'O BYIYILEM BPAKE CO 3JI0POBOI )XEHILIMHOI COCTABJISIET
50%

10%

25%

100%

108. B BPAKE COCTOST MY>XYMHA U XXEHIIMHA C AXOHJIPOINTACTUYECKOU
KAPJIMKOACTBIO. Y MYXA ECTb 3JJOPOBBIN BPAT U CECTPA C TEM XE
3ABOJIEBAHUEM. UX OTELl BOJIEH, A MATD 3JIOPOBA. BEPOATHOCTD POXJIEHNW A
FOJIBHOI'O PEEEHKA B TOM CEMBE COCTABJISET

75%

100%



50%
25%

109. UI3BECTHOE Y1 CJIO CUHJIPOMOB U 3ABOJIEBAHUI C AYTOCOMHO-
JOMUHAHTHBIM TUIIOM HACJIIEAOBAHWA

2500

100

800

1500

110. YACTOTA MOHOTEHHOM [TATOJIOT U

YacroTa reHHbIx 3a0oaeBanus koiebaercs ot 1:2000 o 1:100000

MoHOTeHHas aTOJIOTHS IIIMPOKO PaclpoCTpaHeHa CPEIH HACCICHHUS

Bce rennbie 601€3HU BCTPEYAOTCS TaK K€ 9aCcTO, KaK PACIIPOCTPAHCHHBIE XPOHUYECKUE
3a00JIeBaHUs MYJIbTH(HAKTOPHAILHON THOJIOTHN

['ennble 00JIe3HU YPE3BBIYAIHO PEKU

111. HA OCHOBAHUU KJIMHUYECKOW KAPTUHBI [IOCTABBTE JJUATHO3
HEWNPO®UBEPOMATO3 THUII |

MHO>KCCTBCHHBIC ITMTMCHTHBIC IISITHA HA KOXKEC («KO(i)GfIHbIG H}ITHa»), HAKOKHBIC U ITIOAKOKHBIC
OIyXOJIH, y3enku Jlnma

BpO)K,I[eHHLIP'I IIOPOK cepana, MOPOK pa3BUTUSA Hy‘IeBOﬁ KOCTH, OJIMI'OAaKTHUJINA

CC60p€fIHaﬂ aZIcHOMa Ha IICKax, I[CHI/IFMGHTI/IpOBaHHble IIsITHA, CYIIOPOI‘I/I, yMCTBeHHaH OTCTAJIOCTh
aAHCMHU:, I'CIIaTOCIITICHOMCT alInAd, 6aHleHHLII71 ucepen

112. JMUATHO3 HENPO®UBEPOMATO3A CTABUTHCS HA OCHOBAHUU
Knunnueckoii kaptunsl 1 qanabix JJHK-nuarnoctuku

XapakTepHO! KIMHHUYECKON KapTUHBI 1 OMOXUMHUYECKOTO aHAIIN3a

Knuanueckoi KapTUHBI, UCCIIEIOBAHUS TOPMOHATIBEHOTO TTPO(HIIS

Knunudeckoi kKapTHHBI, OMOXUMHUYECKOTO aHaIN3a M MaToMop(OIOTUYECKOM UCCIIeI0BAHUU

113. JTUATHOCTUYECKUE KPUTEPUN HEMPO®HUBEPOMATO3A, THII 1
MHOKeCTBEHHbIE MUTMEHTHBIE MTATHA HA KOYKE, ONYXOJIU HAaKOKHBIE U TTOJIKOKHBIE
BpoxxaeHHbIl OPOK cepilia U MOPOK Pa3BUTHS JIy4YEBOU KOCTH

CebopeitHas ageHOMa Ha IeKaxX, JeMUTMEHTHPOBAaHHbIE TISITHA, «KO(PEHHBIC MSITHAY, CYyI0POTH,
YMCTBEHHAsI OTCTAJIOCTD

AHeMmusi, TernaTocIieHOMeralusl, OallleHHBIA Yeper, BOISHKA TUI0/a

114. ITIPOLIEHTHA S BEPOSITHOCTB IIOBTOPHOI'O POXKIEHU I BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOI POJUTEJIN 3JOPOBbI U UMEIOT BOJIBHYIO JIEBOUYKY C
HENPO®UBPOMATO30M

ommm3ko k 0%

50%

100%

25%

115. IIPOLIEHTHASI BEPOSITHOCTbD POXXJEHNS 3JIOPOBOI'O PEBEHKA B CEMBE, B
KOTOPO OFA POJIMTEJIS BOJIbHbI HEUPO®UEPOMATO30M

25%

50%

100%



omm3ko k 0%

116. ITIPOHEHTHASI BEPOSATHOCTD ITOBTOPHOI'O POXX/JIEHW I BOJIbBHOI'O PEBEHKA B
CEMBE, B KOTOPOI OTEL| BOJIEH HEMIPO®MEPOMATO30M, MATbB 3/I0OPOBA U
OJIHA BOJIbHA J1I0Yb

50%

100%

25%

6mu3ko k 0%

117. MIPOUEHTHASI BEPOSJTHOCTDH ITIOBTOPHOI'O POXIEHIM A BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOU MATB BOJIbHA HEPIPO@HBPOMATO3OM, OTEI 310POB 1 OJINMH
CBbIH C HEUPO®UEPOMATO30M

50%

100%

ommsko k 0%

25%

118. IPOUEHTHAA BEPOATHOCTL IIOBTOPHOI'O POXIEHM A BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOU MATB BOJIbHA HEﬁPO@HBPOMATO3OM, OTEII 3/10POB U IBA
CBIHA C HEUPO®UBPOMATO30M

50%

100%

omms3ko k 0%

25%

119. ITIPOUEHTHAA BEPOATHOCTL IIOBTOPHOI'O POXIEHM A BOJIBHOI'O PEBEHKA B
CEMBE, B KOTOPOU MATB BOJIbHA HEﬁPO@HBPOMATO3OM, OTEII 3/10POB U IBE
JJOYEPHU C HENPOO®UEPOMATO30M

50%

100%

ommsko k 0%

25%

120. ITIPOOUEHTHA A BEPOATHOCTD POXJIEHWSA TPETBEI'O BOJIBHOI'O PEBEHKA B
CEMBE, TTIE MATH BOJIBHA HEfIPOd)I/IEPOMATOBOM, OTEII 3/10POB, A CbIH U 10Yb
BOJIbHbI HEUPO®VBEPOMATO30M

50%

100%

ommsko k 0%

25%

121. HEUPO®UEPOMATO3 IMATHOCTHUPOBAH V MAMBI M IEBOUYKU OT 2-OH
BEPEMEHHOCTHU. KAKOBA BEPOSITHOCTbh POXJ/IEHMS BOJIbHOI'O PEEEHKA OT 3-Ei
BEPEMEHHOCTU

50%

25%

0%

100%

122. U1 HEUPO®HUBPOMATO3A XAPAKTEPHbBI BCE YKA3AHHBIE ITPU3HAKU.
KPOME



AHOMaNuu B CUCTEME XPOMOCOM

MHoskecTBEHHBIC MUTMEHTHBIC IIITHA Ha KOXKE
OITYXOJIM HaKOYKHBIE U TIOJIKOKHbBIE

BCCHYINYATOCTH B IMOAMBIIICYHBIX U TAXOBbIX oOJacTax

123. JUII HEUPO®HUBPOMATO3A XAPAKTEPHbBI BCE YKA3AHHBIE ITPU3HAKU.
KPOME

IToaBeIBUX XpycTanuka

MHOKeCTBEHHbIC TUTMEHTHBIC IIATHA Ha KOXKE

OILyXOJIA HAaKOKHBIE U IIOJIKOKHBIE

BECHYIIIYATOCTh B IIOJIMBILIEYHBIX U IIAXOBBIX 001ACTAX

124. CTIOPAJJUYECKMI CITYUYAU 3ABOJIEBAHIUS — 3TO

NEePBBIN CITydail ayTOCOMHO-IOMUHAHTHOTO 3a00JIeBaHMSI B POJOCIOBHON
BIIEpBBIE OOpaTUBLINICS OOJBHON

€IMHCTBEHHBIH CITy4ail JaHHOTO HACIIEJICTBEHHOTO 3a00JIeBaHUS B POJIOCIOBHOM
€IMHCTBCHHBIN CiTy4ail 3a00JIeBaHUs B CEMbE

125. HAUBOJIEE YACTBIN TUII BPAKOB ITPU AYTOCOMHO-IOMWHAHTHOM TUIIE
HACJIEJOAHUA

Aaxaa

AA x aa

Aax Aa

AA x AA

126. CUH/IPOM XOJIT-OPAMA HACJIEAYETCA 110
AyTOCOMHO-IOMUHAHTHOMY TUITY

X-CLEMIIEHHOMY PELECCUBHOMY THUITY
AyTOCOMHO-PELIECCUBHOMY TUITY

X-CIEMJIEHHOMY JOMUHAHTHOMY THITY

127. AMATHO3 CUHIAPOMA XOJIT-OPAMA CTABUTCA HA OCHOBAHUU
MuUHUMAaNBHBIX KIIMHUYECKUX JUAarHOCTUYECKUX KPUTEPUEB U CEMEMHOTO aHaMHE3a
MonexkyIsipHO-TeHETUUECKUX U OMOXMUMHYECKUX UCCIICIOBAaHUMN
LUTOT€HETUYECKUX MUCCIIEIOBAHUI

128. IMATHOCTUYECKUE KPUTEPUN CUH/IPOMA XOJIT-OPAMA

JlepexT MexoKenyJ0u4KOBOM MeperopoaKu, Ipyrue mopoKH ceplia, JIydeBast KOCOPyKOCTb,
runomiazus 1 manela KMCTH, Tpex(ataHroBelil 1 maner KucTu

Tpexdananrossiii 60JIbII0N Masel], OTCTaBaHUE B POCTE, Y3KUE TIEUH, BPOKICHHAs aHEMHUS
Bricokuii poct, neopmariuist rpyinHbl, apaXHOJAKTUIINSA, BBIBUX XpyCTalIuKa, HOPOKH cep/ia u
KPYIHBIX COCYJIOB

JleexThl M03BOHOYHMKA, TUCIUIA3HS JIy4e€BOM KOCTH, TPAXEOMUIIEBOJHAS (DUCTYIA,
Henep(OopUpoOBaHHBINA aHYC, TOPOKH PAa3BUTHUSI MOUYEK

129. PACIIPOCTPAHEHHOCTh AYTOCOMHO-PEIIECCUBHBIX BOJIE3HEN B
OCHOBHOM OITPEJEJIAETCA

YacTOTOM reTepO3UToT B MOMYJISALUN

BBICOKMM YPOBHEM CIIOHTAHHBIX MyTallui

HEBO3MOKHOCTBIO 3((EKTUBHOTO JIEUECHUS

YTSDKETIEHUEM CUMIITOMAaTHKH B MOCIEAYIOIINX TOKOJIEHUM



130. ITO AYTOCOMHO-PEHECCUBHOMY THUITY HACJIIEAYETCS
DeHUIKETORYpHUs

Onuencus

ITunopocrenos

Bposxnennsie IOpoku cepaua

131. PACIIPOCTPAHEHHOCTHh AYTOCOMHO-PELIECCUBHBIX BOJIE3HEN B
OCHOBHOM OITPEJEJISIETCA

YaCTOTON TeTEPO3UTOT B MOIMYJISIIHH

TSKECTBIO 3a00JI€BaHUS

BBICOKMM YPOBHEM CIIOHTQHHBIX MYTaIUH

HEBO3MOXXHOCTBIO 3()()EKTUBHOTO JICUCHUS

132. TIPUYMHOM BOBHUKHOBEHN HACJIEJCTBEHHbBIX TE®EKTOB OBMEHA
SBJISIFOTCA

I'enHble MyTanumn

CoOanancupoBaHHBIC TPAHCIOKAIIUN

N3MeHenus ynciaa XpoMocoM

HecbanancupoBaHHbBIC TPAHCIOKAIIMH

133. 1JI51 KIIMHUKY MYKOBUCILUIO3A HE XAPAKTEPHO
3a1ep KK IICUXOMOTOPHOTO Pa3BUTHSI

MeKkoHHalIbHOTO Hileyca

[TaTonoruu OpOHXOJIETOYHON CUCTEMBI

Kucropubposza nomxeny104Hoil sxeae3sl

134. ITMATHOCTUYECKHUE KPUTEPUU MYKOBUCHNAO3A

PEIMIUBUPYIOIINE XPOHNUECKUE ITHEBMOHNH, HapylIeHUe (DYHKITUH MOHKETyJOUHON KEIe3bl,
MaJibabCcopOIIHst, OOMIIBHBIN 3TOBOHHBIN CTYI

XPOHHYECKHE OPOHX0IKTa3bl, IPABOCTOPOHHEE PACIIOIOKEHHUE CEPIIa, XPOHUUECKNE CUHYCUTHI
rpyOble 4epThl ula, Ku(OCKOIN03, AeopMaliys rpyIuHbl, HU3KUI pOCT, MOPOK KJIANIAaHOB CepAla,
YMCTBEHHAs! OTCTAJIOCTh

3aJIepXKKa pocTa, MHOKECTBEHHBIH JU30CTO3, TOMYTHEHUE POTOBHUIIbI, TOBBIIIEHHAS SKCKPELUs
[NIMKO3aMHHOTJIMKAHOB (MYKOIIOJIMCAaXapUA0B) C MOYOMH

135. CAMITOMOKOMIUIEKC, TIO3BOJISIOLINM ITIOCTABUTH ITPEJIBAPUTEJIbHBIN
JIUATHO3 - AIPEHOI' EHUTAJIBHBI CUHIPOM

Iporpeccupyoniasi BUpUIN3alus, yCKOpEHHOE COMaTUYECKOE pa3BUTHE, TIOBBIIIEHHAs SKCKpELUs
TOPMOHOB KOPbI HaJIIIOYEYHUKOB

THIIEPTETIOPHU3M, OpaXHIaKTHIINS, KPUIITOPXU3M, HU3KHIA POCT, TaXOBBIE TPEDKU, YMEpEHHAsI
YMCTBEHHas! OTCTAJIOCTb

Hapy>KHBIE TIOJIOBBIE OPTaHbI COPMHUPOBAHEI 110 JKEHCKOMY THITY, HEJJOPA3BUTHE BTOPUIHBIX
MIOJIOBBIX MPU3HAKOB, KapuotuIl 46, XV

YMCTBEHHAsI OTCTAIOCTh, MAaKPOOPXUIM3M, OTTOTBIPEHHBIE YIIIN, IJTHHHBIE KOHEYHOCTH,
MaCCHBHBIN MOI00POIOK

136. TIPY BBISIBJIEHWUH BUPMJILHON ®OPMbI AJIPEHOTEHUTAJIBHOI'O CUHPOMA Y
JKEHIIWHBI JIEHEHUE HEOBXOAMIMO HAUMHATD

C MOMEHTA YCTaHOBJICHUs TUarHo3a

MOCJIe YCTAHOBJIEHUSI MEHCTPYaJIbHOM (PyHKIUU

1ocJje 3aMy>KecTBa (B 3aBUCMMOCTH OT BPEMEHH IIaHUPyeMOoi OEpeMEHHOCTH)

IIOCJIE POJIOB



137. TIPOUEHTHAS BEPOATHOCTD POXIEH A BOJIbBHOI'O PEBEHKA B CEMBE, I'IE
MATD bOJIbBHA AAPEHOI'EHUTAJIbHBIM CUH/IPOMOM, A OTEL] ABJISIETCA
TETEPO3UT'OTOM I10 ITATOJIOTUYECKOMY AJUIEJIIO, COCTABIJISET IIPUMEPHO
50%

25%

100%

0%

138. IPOHEHTHAS BEPOATHOCTD POX/IEHM A BOJIBHOI'O AJIPEHOI'EHUTAJIbHBIM
CUHAPOMOM (AI'C) PEBEHKA B CEMBE, I'’/IE POJJUTEJIN 3/10POBbI, PEBEHOK OT
IIEPBOI BEPEMEHHOCTHU BOJIEH AI'C, A JIEBOYKA OT BTOPOM BEPEMEHHOCTH
3JJ0POBA

25%

50%

0%

100%

139. BEPOATHOCTD POXJAEHMA bOJIbHOI'O PEBEHKA B CEMBE, I'’IE MATDH GOJIbHA
®EHWJIKETOHYPUEM, A OTELL SIBJIIETCS TOMO3UI'OTOM [T0 HOPMAJILBHOMY
AJUIEJIIO, COCTABJIAET ITPUMEPHO

0%

25%

50%

100%

140. BEPOATHOCTD ITOBTOPHOI'O POXXAEHWA BOJIBHOI'O PEGEHKA V CYIIPYT'OB,
VMEIOIIMX JEBOUKY C ®EHWJIKETOHYPUEN (AYTOCOMHO-PELIECCUBHOE
3ABOJIEBAHUE) COCTABJISIET

25%

50%

0%

100%

141. BEPOATHOCTD POXJAEHMA bOJIbHOI'O PEBEHKA B CEMbBE, I'’IE MATDH GOJIbHA
®EHWJIKETOHYPUEM, A OTEL] SIBJISIETCSI TETEPO3UTI'OTHBIM HOCUTEJIEM 'EHA
OKVY, COCTABJIAET

50%

25%

75%

100%

142. BEPOATHOCTD POXJAEHMA bOJIbBHOI'O PEBEHKA B CEMBE, I'’IE MATDH GFOJIbHA
®EHWJIKETOHYPUEM, A OTELL SIBJIIETCS TOMO3UT'OTOM [TO HOPMAJILBHOMY
AJUIEJIIO, COCTABJIAET

0%

25%

100%

50%

143. BEPOATHOCTD POXJAEHMA bOJIbBHOI'O PEBEHKA B CEMBE, I'IE OBA POAUTEJIA
ABJIAIOTCA TOMO3UT'OTAMMU I10 TEHY ®EHWJIIKETOHYPUU, COCTABJIAET



100%
50%
25%
0%

144. TIPOHEHTHAS BEPOSATHOCTD ITOBTOPHOI'O POXJIEHW A BOJIbBHOI'O PEBEHKA
Y CVIIPYT'OB, UMEIOIINX CbIHA C MYKOBUCIIJO30M

25%

100%

50%

0mu3ko k 0%

145. THOOPMALIMA O KPOBHOM POACTBE CYIIPYI'OB UMEET 3HAUEHUE JJIA
JIMATHOCTHKU BOJIE3HEM HACJIEJTYEMbIX

ayTOCOMHO-PEIECCUBHO

X-CLIETIEHHO-PELECCUBHO

X-CIIeTIEHHO-JOMUHAHTHO

ayTOCOMHO-JIOMUHAHTHO C HEMOJIHON NEHETPAHTHOCTHIO

146. THOOPMALIMA O ITPOMCXOXIEHUU CYIIPYT'OB 1 UX POJUTEJIEN 13 OJTHOI'O
NJIN BJIN3KO PACIIOJIOXKEHHBIX HACEJIEHHBIX ITYHKTOB UMEET 3HAYEHUE JIJIA
JUATHOCTUKU

ayTOCOMHO-PEIECCUBHBIX 3a00JI€BaHUI

X-ClLETJIEHHBIX PEIECCUBHBIX 3a00JIeBaHUI

ayTOCOMHO-IOMHUHAHTHBIX C HEMOJHOW MEHETPAHTHOCTHIO 3a00IeBaHMI

LUTOIJIA3MaTUYECKH HACTIENyEMbIX 3a00I€BaHUN

147. C KAKUM TUIIOM HACJIEAOBAHUS YAIIE POXJIAKOTCSA BOJIBHBIE B CEMbAX C
POACTBEHHbBIM BPAKOM

AyTOCOMHO-PEIIECCUBHBIM

X-CIIETJIEHHOM PEIECCHBHBIM

X'CIICHJ'IGHHOM JOMHWHAHTHBIM

AyTOCOMHO-IOMHUHAHTHBIM

148. IMATHOCTUYECKHWE KPUTEPUN AJIPEHOT'EHUTAJIBHOI'O CUHAPOMA
[Tporpeccupyrolias BUPHIU3AIKsI, YCKOPEHHOE COMAaTHUECKOE Pa3BUTHE, MIOBBIIICHHAS YKCKPEIIUs
TOPMOHOB KOPbI HaJIIIOYCYHHKOB

['uneptenopusm, OpaxuAaKTHINS, KPUITOPXU3M, HU3KHM POCT, TaXOBbI€ IPbLKU, yMEpPEHHAas!
YMCTBEHHAs OTCTAJIOCTh

FOHaI[I)I MMpEACTABJICHBI AMYKAMH, HAPYKHBIC ITOJIOBBIC OPraHbI C(i)OpMI/IpOBaHBI 110 ) KCHCKOMY
THUIY, HEJIOPa3BUTHE BTOPUYUHBIX MMOJIOBBIX MPU3HAKOB, KapuoTuil 46 XY

YMCTBEHHas! OTCTAIOCTh, MAKPOOPXHU3M, OTTOIBIPEHHBIE YIIIH, JUIMHHBIE YIIIH, MACCHUBHBIN
o100pOJIOK

149. TIPU3HAK HE XAPAKTEPHBIN JJII AYTOCOMHO-PELIECCUBHOI'O TUITA
HACJIEAOBAHUA

YKEHIIMHBI OOJICIOT Yallle MYXKUHUH;

3a00JIeBaHNE OJJUHAKOBO YacTO BCTPEYACTCS Y MY>KUHH U KEHILUH;

y OOJIBHBIX POJMTENEH MOTYT OBITh 3/TOPOBBIE JIETH;

POJUTENH SBIISIOTCS KPOBHBIMU POJCTBEHHUKAMHU.



150. JIJII ®EPMEHTOITATHUI HE XAPAKTEPHBI
AHOMAJTNHU KapHOTHUIIA

XPOHUYECKOE IPOrPeAUEHTHOE TeUCHUE
FeHETUYECKask FeTePOreHHOCTh

KIMHUYECKHUH MOIUMoppu3m

151. ZMATHO3 TAJTIACCEMHUU CTABUTCA HA OCHOBAHUU

Knunndeckoii kapTuHbl, Onoxumudeckoro ananusa, JJHK-nmuaraoctuku

Knununyeckoil kapTuHbl, TUTOreHeTHYecKoro ananusa, JJHK-auarnoctuku

Coderanus OMOXMMHYECKHX TTOKa3aTeNIel U TaHHBIX TAaTOMOP(OIOTHUECKOT0 UCCIICAOBAHUS
[HuToreHeTnyeckoro aHajansa

152. IJMATHOCTUYECKUE KPUTEPUU ®EHUJIKETOHYPUN

OtcTaBaHue B ICHXOMOTOPHOM Pa3BUTHH, MHKPOIE(haTHsI, THITIOMUTMEHTALUS

JIBOWCTBEHHOE CTPOCHHE HAPY)KHBIX ITOJIOBBIX OPTaHOB, PBOTA, JICTHIPATAIIHSI

[Tporpeccupyromias 6J1eTHOCTh M TUOTPO(HSI, CTUICHOMET IS, BBICTYITAIOIINAE CKYJIBI B TOOHBIC
Oyrpbl, OallleHHBIH Yyeper, aHeMHs

MHOeCTBEHHBIC MMTMEHTHBIE TISITHA HA KOXKE, OIyXOJIH KOXKHBIC, TIOJIKOKHBIE U 110 X0y HEPBHBIX
BOJIOKOH

153. IMATHO3 MYKOBUCHU/JO3A CTABUTHCA HA OCHOBAHUU

XapakTtepa TeueHus 3a00JieBaHusI, UccieaoBaHre KoHieHTpaiuu noHoB Na u Cl B moroBoit
KUAKOCTU, TATOMOP(OTOTMUECKUX TaHHBIX

bruoxumuyeckoro ananusa MO4YH U KPOBU

JIaHHBIX OCMOTpa OKYJIHCTA, KApAUOJIO0Ta, NApAKIMHUYECKUX METOJIOB UCCIIEI0BAHMS

XapakTepHBIX MaTOMOPQPOIOTHISCKIX CHUMITOMOB, NaHHBIX JXx0-KI" u onpenenenus yposus KOK B
1J1a3Me KpOBU

154. IMATHOCTUYECKUE KPUTEPUUN TAJTACCEMUWNA

AHeMus, TenaToCIIEHOMETallks, BbICTyHaloIe JJ0OHbIe Oyrpbl, OallleHHbIN Yeper, BHICTYAOIINE
CKYJIbI, MOHTOJIOUJHBIN pa3pe3 I1a3, BOASHKA MJI0AA

AHeMus, HEUTPONeHU, TPOMOOILIMTONIEHUS PA3IMYHON CTENIEHH, TOBBILIEHHE YPOBHS (hEeTaNbHOIO
reMOTrJI00MHa, TUITOTIa3Hsl Ty4eBOM KOCTH, MUIMEHTAIMs KOXH, MUKpoLedatus

Kenryxa, anemus, CrijIeHOMErallus, KeTYHbIe KAMHH, SI3BbI TOJIEHU

Tpexdananrosblii OanbLION Majel, OTCTaBaHUE B POCTE, Y3KHE IUI€UH, BPOXKICHHAS aHEMUS

155. HAUBOJIEE YACTBIN TUII BPAKOB ITPU AYTOCOMHO-PELIECCHBHOM TUIIE
HACJIEJJOBAHUA

Aax Aa

aaxaa

aa x Aa
aax AA

156. 1JI1 ®PEHUJIKETOHYPUU HE XAPAKTEPHA
[TaTosnorust onOpHO-ABUTATEIBLHOTO arapara
YMcTBEeHHAs OTCTAIOCTh

Cnabast nUrMeHTaIus KOKH U BOJIOC
PactopMokeHHOCTH

157. KITACCUYECKAS ®OPMA ®EHWJIKETOHYPUU CBA3AHA C TEHETUYECKUM
JE®EKTOM ®EPMEHTA
DeHnIaTaHUHTAIPOKCUIIA3BI



I'amakTo3unasel
JuruapontepruHpeyKTassl
Juruapodonarpenykrasbl

158. PEBEHOK XXEHIIIMHBI — TOMO3UI'OTHI I10 TEHY ®EHUJIKETOHYPUU
ITOABUNJICA HA CBET C MI/IKPOL[E@AJ'H/IEﬁ BCJIEJJCTBUU

TEPATOreHHOTO BO3/ICHCTBHUS

TeHHOTO Ac(eKTa

MYTareHHOTO BO3JICHCTBUS

IO CTaTUCTUKC ITOABJICHUA ITIOPOKOB

159. K ®EPMEHTOITATHUAM HE OTHOCUTCHA
axOHJIpOILIa3us

TUCTUVHEMUS

TUPO3UHEMHUS

AJKaNTOHypUs

160. TIPUBHAKU, XAPAKTEPHBIE JIJIA X-CLHHEIIJIEHHOI'O PEHECCUBHOI'O TUITA
HACJIEJOBAHUA

CBIHOBBSI KCHIIUHBI-HOCUTEILHUIIBI OyTyT OOJBHBI C BEPOATHOCTHIO 50%

3a00JIeBaHNE HAOJIOIAETCS TPEUMYIIECTBEHHO Y KCHIIHH

BCE JI09Yepr OOJBHBIX MYXXYHH SIBIISIOTCS HOCHTEIHLHUIIAMHE

00JIbHBIC MYXKYHHBI TIEpEJA0T NaToIornueckuii amensb 50% coiHoBe

161. IUDGDEPEHIITNAJIBHAA JJUATHOCTUKA CUH/IPOMA MAPTHUHA-B2JIJI
BO3MOXHA C

curapomom Knaitndensrepa

cuHIpoMoM Diepca-Jlanio

mu3oppeHueit

cuHapomoM JlayHa

162. TEMO®UJINA — CJIIEACTBUE
TE€HHBIX MyTallUl

COMAaTHYECKHUX MYTalHil
AHTUMOP(HBIX MyTaIlui
XPOMOCOMHBIX MYyTaIlMi

163. 1JIA X-CHEIVIEHHOI'O AOMUHAHTHOT O TUITA HACJIEAOBAHWA HE
XAPAKTEPHA

OJIMHAKOBasi 3a00JIeBAaEMOCTh y KEHIIWH U MYXYHH

CBIHOBBsI 0OJILHOTO OTIa OYyT 37A0POBBL, @ TI0UepU OOJBHBI

MpocCieKMBaHue 3a00J€BaHUS B KaX/10M OKOJICHUH

ecnu 00JIbHA MaTh, TO HE3aBUCUMO OT T10J1a BEPOSATHOCTh poKAeHUs 6osbHOTO pederka 50%

164. U151 MBILLEYHOM JUCTPODUN JIOLIEHHA HE XAPAKTEPHO
Hayajo 3aboiseBanus B 25-30 net

MPOrPEIUEHTHOE TEUCHUE

HapacTaromas MbIeYHas c1abocTh

«yTHHAas TOXOJIKA

165. MBIIIIEYHA S IUCTPO®UA AYOINEHHA HACJIEAYETCA 110
X-CHEMIIEHHOMY PELECCUBHOMY THUITY



AyTOCOMHO-TOMHHAHTHOMY THITY
AyTOCOMHO-PELIECCUBHOMY TUITY
X-CUETIICHHOMY JOMHHAHTHOMY THITY

166. [ICEBJJOI' MTTEPTPO®PUYECKASI MBILIEYHA S IUCTPO®U S JIOIIEHHA U
BEKKEPA SBJIAIOTCA

Pa3HBIMU KJIMHHYECKUMHU (hOpMaMHU OJHOTO U TOTO K€ 3a00JICBaHUS.

TC€HOKOITUAMHAU

pa3HbIMHU 3a00JICBAHUSAMHU

(beHOoKOHSIMH

167. TUATHOCTUYECKUE KPUTEPUU MBIILLIEYHON JUCTPO®UU JIOLIEHHA
Hapacraromas Mbltednas ciiadocTb, MpOsBJIeHUE 3a00JICBaHUS B paHHEM BO3pacTe,
MICEBAOTUNEPTPODHSI UKPOHOKHBIX MBIIIIIL, TOPAKCHHUE JTUI] MY)KCKOTO 1TOJIa

I1T03, cmabocTh MBI TII0TKH, Havajio 3a0oeBanus B 30-50 neT, mpu3Haku MHOTIATHH U
JUCTPO(GUU B MBIIIICUHBIX OMOTITATaX

PenmauBupytomiye xponudeckue nueBMoHuM, Hapymenue Gynkuun XKKT, mpiednas cnabocts u
THIOTPO (U

MpliieuHas TUIIOTOHHS BCKOPE TOCTIE POKICHUS, OTCYTCTBUE TITYOOKHUX CYXOXKHUIBHBIX PE(IIEKCOB,
CHWIKEHUE JBUTATEIIbHOW aKTUBHOCTH, CMEpPTh uepe3 1-2 rona

168. IMATHO3 MBILIIEYHOM JIMCTPO®UHU JIOIIEHHA MOXHO ITOCTABUTH ITPU
MaHubecTauu 3a00JIeBaHNs B paHHEM BO3pacTe, HapacTalollel MBIIIEYHOH c1aboCTH,
IICEBAOTUIEPTPOGUN HKPOHOKHBIX MBIIIILL, TOPAKEHUH JIUL] MYKCKOTO 110J1a

maHudecTauu 3adoneanus B Bospacte 30-50 e, nTo3e, c1ab0OCTH MBIIIIL [NIOTKH, MPU3HAKaX
MUOIATHH U TUCTPOPHH B MBIIICYHBIX OHONTAaTaX

MaHubecTauu 3a00J1eBaHNs B paHHEM BO3PACTe PEUANBUPYIONINE XPOHUYECKHE THEBMOHUH,
HapylieHne QyHKIUHU KeTyTOYHO — KUIIEYHOT O TPaKTa, MBILIEYHOH c1ab0CTH ¥ THIOTPOPUHU
MaHHpecTay 3a001€BaHUs BCKOPE MOCIIE POKICHHUS, MBIIIIEYHON THIIOTOHUH, OTCYTCTBUU

169. TEHHBIM JE®EKT ITPU MBIIIEYHOM TMCTPODUH JIFOIIIEHHA 3AKJIFOYAETCS B
HAPYIIEHMU CUHTE3A

6enka nucTpopuHa

nodamuHa

Hepy/IoIia3MIHA

(eHMITaTaHUH THPOKCUIIA3bI

170. TP MUOITATUU JIOILIEHHA HAPYIIIEH CUHTE3 BEJIKA
Huctpodpuna

Hodamuna

HepynomiazMuna

Menp-TpancnoptHoit ATd-a3sl

171. IOYb BOJIbBHOI'O TEMO®UJIMEN MY XUYMHBI UMEET JIBYX 3JJ0POBbIX
CBIHOBEN 1 OJIHY 37I0POBYIO JJOUb. PUCK POXJEHUS BOJIBHOI'O ChIHA ¥V 3TOM
KEHIIMHBI COCTABJISET

50%

100%

25%

0%



172. IMATHO3 CUHIPOMA YMCTBEHHOI OTCTAJIOCTH C JIOMKOM X-
XPOMOCOMOI1 ITOATBEPXIAETCA HA OCHOBAHWU PE3YJIbTATOB
[IUTOTCHETHYECKOTO UCCIICIOBAHUSI

OMOXMMHUYECKOTO HCCIICIOBAHUS

MICUXOJIOTHYECKOTO MCIICI0BAHHUS

sHIIeaNTOrpadUIeCcKOro UCCISTOBAHUS

173. KIIMHUYECKASI KAPTUHA TP CUHJIPOME JIOMKOM X-XPOMOCOMEI,
BKIIIOYAET BCE IIEPEUMCJIEHHBIE CUMIITOMbI, KPOME

BpoxneHnHoii Tyroyxoctu
YMCTBEHHOM OTCTaJIOCTH
VYBenuueHus: pa3mMepoB KUCTEH U CTOI
Makpoopxuauzma

174. Y MAJIBYUKA 11 JIET BBISIBJIEHO - HU3KU POCT, LIMPOKAS CKIJIAJITUATAZA
LIES, I[1TO3, JE®OPMALIMS I'PYTHOU KJIETKU, KPUIITOPXM3M, CHUKEHHBIN
MHTEJUIEKT. BAIL IMAT'HO3

Cunapom Hynan

Cunapom XXV

Cungpom XYY

Cunnpom Maprtuna-bann

175. 1JI1 BPOXXAEHHOI'O TUTIOTUPEO3A XAPAKTEPHO
OtcTraBaHre KOCTHOI'O BO3pacTa OT MacOpPTHOIO

IToBrITIIEHHAS TOTIIMBOCTH

HenepenocumMocTs kupoB

JKuakunii 3;10BOHHBIN CTYII

176. MAKPOI'JIOCCHUA XAPAKTEPHA J1JTA
BpoxneHHOro runoTupeosa

MykoBucuna03a

AJIpEHOT€HUTAIILHOTO CHUHPOMA

Cunapoma Mapdana

177. KIMHUYECKAS KAPTHUHA TIPY1 CUHAPOME MAPTHUHA - BOJIJI, BKIIIOUAET BCE
INEPEYNCJIEHHBIE CUMIITOMBI, KPOME

BpoxienHoit cinenoTsl

YMCTBEHHOM OTCTaJIOCTH

YBenudyeHus pasMepoB KUCTEW U CTOI

Makpoopxuan3ma

178. IMATHO3 CUH/IPOMA YMCTBEHHOM OTCTAJIOCTHU C JIOMKOH X-
XPOMOCOMOU ITOATBEPXXJAETCS HA OCHOBAHUU
L[I/ITOFCHGTI/ILICCKOFO HUCCJICOO0BAaHU

brnoxnMuuecknx ucciaenoBaHuHN

Ouuedanorpadun

HCI/IXOJ‘IOFI/I'—I@CKOFO TeCTI/IpOBaHI/IH

179. BEPOATHOCTD POXIAEHNA BOJIbHOI'O MAJIbBYUKA YKEHILIMHOM, UMEIOIEN
BOJIBHBIX CbIHA 11 BPATA 'EMO®DUIMEN
50%



100%
25%
oym3ko k 0%

180. DOCOATIAUABET IIEPEJAETCA 110 X-CHEIDIEHHOMY JJIOMUHAHTHPMY TUITY.
BEPOSTHOCTD POXJIEHWA BOJIbLHOI'O PEBEHKA Y BOJIBHOI'O MY KUYMHBI
COCTABIJIIET

Bce neBouku OymyT OOJIbHBI, BCE MATBUUKH 3I0POBBI

BCE MaJIbYUKH OyayT OOJIbHBI, BCE JICBOYKH 37]0POBbI

100% HE3aBHCHUMO OT I10JIa

25% He3aBUCHMO OT 10Ja

181. METO IMATHOCTUKU HCHOHL3YIOMHﬁCH JJIA JOKA3ATEJIbCTBA
MOHOTEHHOM ITPUPO bl 3ABOJIEBAHU S

MOJIEKYJISIPHO-TEHETUYECKU A

[MUTOTr€HETUIESCKUI

OJIN3HELIOBBII

MONYJISIIUOHHO-CTATUCTHYECKU I

182. 1JIS BBISABJIEH A HAPVIIEHUU AMUHOKUCJIOTHOI'O OBMEHA HAUBOJIEE
MHOOPMATHUBHO

WccnenoBanue Mour U KPOBU Ha CBOOOTHBIE aMUHOKUCIIOTHI

[{uToreHeTMYECKOE UCCIICIOBAHUE

UccnenoBanue 6€TKOBOrO CIIEKTpPA IJIa3Mbl KPOBU

KnuHMKO-reHeanornyeckue UCeae0BaHue

183. TIPOMOTOPHA OBJIACTD - 3TO

PeryJIsATOPHBINA y4aCTOK I'eHa

Y4acTOK I'eHa, 00ecneunBaloINi YHUKaIbHOCTh Oenka

y4acTOK TeHa, HeoOxoaumMbli s ¢pyHknuonupoanust PHK-nonmumepassr;
MEXT'€HHasi CTPYKTypa C aHOHUMHOW (pyHKIIHEH.

184. CTPYKTYPHBIE I'EHbI PACITIOJIOJKEHBI B OCHOBHOM
B DYXpOMaTHHE

MEXy YMEPEHHO IOBTOPSIFOIIMMHUCS [1OCIIE0BATEIbHOCTAMHU
CpeaH BBICOKOIIOBTOPSIOIIUXCS TOCIIE10BATEIbHOCTEN

B F€TEPOXPOMATHHE

185. METO/I JIABOPATOPHOM JTUATHOCTHKMU, TIO3BOJIAIONUN IIOATBEPIUTH
JMATHO3 HAPYHIEHN A OBMEHA OPITAHMYECKUX KUCJIOT

TOHKOCJIOIHAs Xpomarorpadus

ra3zoBasi XxpoMmarorpadus

TaHJEMHAasl MacC-CIIEKTPOMETPHUS

orpeziesieHue akTUBHOCTU ()EPMEHTOB B HPUTPOLIUTAX

186. IIOKA3AHUMA JJIA ITPOBEAEHNA BUOXUMHNYECKOI'O UCCJIIEJOBAHUA
OTCTaBaHue B (PU3MUECKOM Pa3BUTHUH, T€MIATOCINIEHOMET AN, HEIEPEHOCUMOCTh ONPEAeIEHHBIX
MUIIEBBIX IPOITYKTOB

MOBTOPHBIE CIIy4al XPOMOCOMHBIX MEPECTPOEK B CEMbE

MHO’KECTBEHHBIE BPOKICHHBIE TIOPOKH Pa3BUTHS

MOBTOPHBIE CLIOHTAHHBIE A00PTHI



187. BUOXMMHNYECKOE UCCIIEAOBAHUE HABHAYAETCA B CJIVHAE COYETAHUSA
MOBBIIIEHHON (POTOUYBCTBUTEIILHOCTH KOXKH U CHIKCHHSI 3pECHHS

YMCTBEHHO! OTCTaJIOCTH U BPOXKJIEHHBIX IIOPOKOB Pa3BUTHs BHYTPEHHUX OPraHOB

HU3KOT'O POCTa U IOPOKOB Pa3BUTHSA CEPALIA U KEITYJOUYHO-KHUIIEYHOTO TPAKTA

YMCTBEHHO! OTCTaJIOCTH U MPEXKIEBPEMEHHOIO II0JIOBOTO CO3PEBAHMS

188. IIOCTABUTH INMAT'HO3 HACJIEJJCTBEHHOI'O 3ABOJIEBAHN S OBMEHA
AMMWHOKHUCJIOT MOXHO HA OCHOBAHUNU

COHJIMBOCTH, 3aTOPMOXEHHOCTH, PBOTHI, HEOOBIYHOTI'O 1IBETA U 3araxa MOYU

BBICOKOI'0 POCTA, YCKOPEHHOI'O MOJIOBOTO Pa3BUTHUS, HPUIOI0HE3A

3aJIepKKH YMCTBEHHOTO PAa3BUTHS, THIIOTCHUTAIN3MA, OXKUPEHUSI

BPO’KIEHHOI'O IOPOKA pa3BUTHS, aJlbOMHU3Ma, CTpadu3ma

189. IMATHO3 MYKOBUCHNJO3A CTABUTHCA HA OCHOBAHUU

XapakTepa TeueHHs 3a00JieBaHus, UccienoBanue KoHmeHtpanuu nonos Na u Cl B motoBoit
KUJIKOCTH, TATOMOP(OITOTHUSCKUX JTAHHBIX

JlaHHBIX OCMOTpa OKYJIHCTa, KapAUOJIOra, MapaKIMHUYECKUX METO/I0B UCCIIEOBAHUS
broxuMuyeckoro anaau3za MOYM U KPOBH

XapakTepHbIX MaTOMOP(POIOTHIECKIX CUMITOMOB, NaHHBIX Jx0-KI" 1 onpenenenus ypoBus KOK
B IIJITa3M€ KPOBU

190. AMATHOCTUKA MYKOBUCLJI0O3A BO3MOXHA HA OCHOBAHUU AHAJIN3A
COZIEpKaHUs IEKTPOJIUTOB B IIOTE

COZIepKaHUs TPUTIINLEPUIOB B KPOBU

COZIEpKaHUA MEU B MOYE

COJIepKaHUsI aMUHOKHCIIOT B IUIa3M€ KPOBU

191. TIAITUEHTA, C KAKOU CUMITTOMATHKOM, HEOBXOJIUMO HAITPABUTH HA
BMOXMMHNYECKOE UCCIIEAOBAHUE

OTCTaBaHHE B (PM3MUECKOM Pa3BUTHUHU, T€TIATOCINIEHOMETANINS, HEEPEHOCUMOCTh MHUIIIEBBIX
IIPOJYKTOB

MOBTOPHBIE CIIy4al XPOMOCOMHBIX MEPECTPOEK B CEMbE

MHO’KECTBEHHBIE TOBTOPHBIE NIEPETTOMBI

MOBTOPHBIE CIOHTAHHBIE A00PTHI

192. COCTOAHUA, ABJIAIOIIMECSH IIOKASAHWEM JJIA ITPOBEJIEHU A
BMOXNUMHNYECKOI'O NCCJIEJJOBAHUMA

MBIIIIEYHasl TUIIEPTOHMSI, TUITONUTMEHTALMS, 3a1€PKKAa MOTOPHOTO M PEYEBOT0 Pa3BUTHS
CHIDKEHUE CIIyXa U IIIyxoTa

JierKasi OMMroppeHrs B COUETaHUU C BPOXKJIEHHBIMU TOPOKAMU Pa3BUTHS

CHIDKEHUE 3PEHHUs U CIIENoTa

193. BUOXUMHNYECKOE NCCIIEAOBAHUE HASHAYAETCSH

B CJIVUHAE COYETAHUA

MOBBIIIEHHON (POTOUYBCTBUTEILHOCTH KOXKH U CHIKEHHSI 3pEHHS

YMCTBEHHON OTCTAJIOCTH M BPOKIEHHBIX TOPOKOB Pa3BUTHUS BHYTPEHHUX OPraHOB
HU3KOI'0 POCTa U ITOPOKOB Pa3BUTHSA CEPALIA U KEITYJOUYHO-KUILIEYHOT O TPAKTA
YMCTBEHHOW OTCTAJIOCTH U MPEKIEBPEMEHHOTIO ITOJIOBOTO CO3PEBAHMS

194. METOJ] IMATHOCTHWKH, HE OTHOCSIUNCS K MOJIEKVJISIPHO-
I'EHETUYECKUM
KaprorunupoBanue



[TonmumepaszHas 1enHast peakus
CexBeHUpOBaHUE
MuUkpo4uIsl

195. MOJIEKVJISIPHBIN 30H/I ITPEJICTABJISIET COBOI

CUHTE3UPOBAHHYIO MTOCIIEIOBATEILHOCTh HYKJICOTHIOB (PAIHOAKTHBHO U (PIIFOOPECIIEHTHO
MEUYEHYI0), KOMIIJIEMEHTAPHYIO MYTaHTHOMY HJIM HOPMAJILHOMY T€HY.

KoMIuIeMeHTapHbIi yyacTok JJTHK

yuactok JIHK, komriieMenTapubiii HykiaeoTuaHou nocienoBarensuoctu JJHK, conepxaniuit
MYTAHTHBIN T'€H

npoTsKeHHbIH yyacTtok PHK

196. KAKME 3ABOJIEBAHUA TUMATHOCTUPYETCS C TIPUMEHEHUEM
MOJIEKYJISAPHO-TEHETUYECKNX METO1OB

MOHOTECHHBIE 3a00JI€BaHUS

MyJIbTH(AKTOpUATBHBIE 3200ICBaHUS

0osie3HM, 00YCIIOBIICHHBIE H3MEHEHHEM YHCIIa XPOMOCOM

60J1e3HH, 00YCIIOBJICHHBIE H3MEHEHHEM CTPYKTYPBI XPOMOCOM

197. SOHAOHVYKIJIEA3HBIE PECTPUKTA3bI - 9TO

depmenTsl, «paspesatomue» JJHK B ctporo crnenudpuueckux Mectax
(bepMeHTBI, clIMBaroue pa3pbisbl MojeKybl JJHK

depmenTsl, obecnieunBatomme cuares u-PHK

OMOJIOTrMYECKH aKTUBHBIE COEMHEHMS, OcylIecTBIsAomue penapanuio JHK

198. 'EH PEI'YJIATOP

KOJIUPYET CUHTE3 OeJKa-pernpeccopa
0JIOKHpYET TPAHCKPHUIILUIO
BKJIIOYAET CTPYKTYPHBIE T€HBI
BBIKJIIOYAET CTPYKTYPHBIE TEHBI

199. OIIEPOH - 9TO

€MHHIIA CYNTHIBAHUS TeHETUYECKOM NH(OpMaLIUn

eIMHUIIA MyTaI[IH

y4acTOK Hauasiaa TPAHCKPHUIIIUU

OMOJIOTMYECKH aKTUBHBIC COCTMHEHUS, OCYIIECTRIISIONINE PENapaifio

200. KAKAA ITOCJIIEAOBATEJIBHOCTD ITPABUJIBHO OTPAXAET ITYTbh PEAJIN3ALIMA
T'EHETUYECKOU NTHOOPMAIUN

I'en — ne3penasg u-PHK — npoueccunr — 3penas u-PHK —06enok — npusnak

I'en — u-PHK — Genok — nmpusHak

I'en —npusnak —u-PHK — 6emok

[Tpuznak —6enok —ren —u-PHK — JIHK

201. UHAYLIMPOBAHHBI MYTAT'EHE3 HE BbI3BIBAIOT
Jlo3upoBaHHbIe (hU3HUECKHUE HATPY3KU

ComaTuueckue 3a00J1€BaHUs MaTEPH

OMOIMOHATIbHBIE CTPECCHI

Bupycsl

202. EAMHULIA TEHETUYECKOI'O KOA
Tpuruter



Junykineotunn
IInpuMHUIMHOBOE OCHOBAHHE

Nutpon

203. KAKOU 13 METOJIOB HE [TPUMEHSIETCS B TEHETUKE YEJIOBEKA
['ubpugonoruueckuit

I'eneanmornueckmii

bmm3HenoBwIi

[TonynsiMOHHO-CTATUCTUYECKU I

204. CUMIITOMBI, ABJIAIOUIMECA ITOKA3AHWEM JUUIA ITPOBEJIEHU A CIIELIMAJIBHBIX
BUOXMMHNYECKHUX TECTOB

PacTOPMOXKEHHOCTb, HApyLIEHUE TIOBEJEHUS, UMOCLIMIIBHOCT, HEOOBIUHBIH 3aax MOYH
YMCTBEHHAsI OTCTaJI0CTh

BPOJKICHHBIE IIOPOKH Pa3BUTHS Pa3IMYHBIX OPIaHOB U CUCTEM

IIPUBBIYHOE HEBBIHAIIIMBAHUE

205. METO/J1 MOJIEKYJISIPHOM TEHETUKH, TIPUMEHSIEMBIN JUISI JMATHOCTUKU
BFOJIE3HEN, OBYCJIOBJIEHHBIX MYTAHTHBIM 'EHOM M3BECTHOM
[TOCJIIEJOBATEJIbBHOCTH

npsiMasi IETEKLUA C UCTIOIb30BAaHUEM CTIEHU(DUUHBIX MOJIEKYISIPHBIX 30HI0B

MCIIOJIb30BaHUE CIIENU(PUUHON PECTPUKTA3I

CEMEIHBIN aHalIu3 paclpeesieHrs HOPMAIbHOT0 TOJUMOp(hU3Ma TMHBI PECTPUKIIHOHHBIX
¢dbparmMeHToB

NPSIMOM CUKBEHC

206. BUIOXMMHNYECKOE UCCJIEJOBAHUE HABHAYAETCA B CIIVUHAE
MOBBIIIEHHON (POTOUYBCTBUTEILHOCTH KOXKH U CHIDKEHHSI 3pEHHS

YMCTBEHHOU OTCTAJIOCTH U BPOXKIEHHBIX TIOPOKOB PA3BUTHS

BBICOKOT'O POCTa U TUTIOTOHAIM3MA

HelpopuOpoM U nATeH «Kodhe C MOTIOKOM»

207. MIPOUECCHUHI" OBECIIEYUMBAET
"BbIpe3aHue" UHTPOHHBIX oOsacTeit
TPAHCKPHUIILIHAIO

TPAHCIIALUIO

y4acTOK Hayaja TPaHCKPUILIUH

208. TIPOMOTPOHAA OBJIACTDb —9TO

y4acTOK TeHa, HeoOXoauMbli ais pyHkimonuposanus PHK-nonmumepassl
Y4acTOK T'eHa, 00eCreunBaoINi YHUKAIbHOCTh Oenka

MeE)XTe€HHas CTPYKTypa ¢ aHOHUMHON (hyHKIME

PErYIATOPHBIN PETUOH T'eHA

209. CEKBEHMPOBAHUE JIHK - 9TO

uaeHTU(UKAIMS TTociIeIoBaTeIbHOCTH ocHOBaHmid JJHK
MHOT'OKpaTHOE MOBTOpeHue kakoro-i1bo yyactka JJHK
BoieneHue pparmenta JIHK, conepxaiiero nsydaemblii ren

210. ITOHATUE I'EHA BKJIFOYAET B CEBA
yuactok JIHK, oTBeTCTBEHHBIN 32 CHHTE3 MOIUMNENTH 1A
TOJIBKO UHTPOHHBIE YYaCTKU I'e€Ha



TOJIBKO 3K30HHBIC YYaCTKHU I'€Ha
KOMIIJICKC 9K30HHBIX YYaCTKOB I'CHA

211. KAKHME CUMIITOMBI SABAIOTCS [TIOKA3AHUWEM JIJIA BUOXUMUYECKOI'O
NCCJIEJOBAHUA

MBIIIEYHAS TUTICPTOHMS, TUTIONUTMEHTAIINS, 33]IeP’KKa MOTOPHOTO U PEUEBOTO PA3BUTHS
JIeTKast OJIMroQpeHHs, 3aJIepKKa IMOJIOBOTO CO3PEBAHHS

onuropeHust B COYETaHUH C OOIICH TUCTUIACTUIHOCTHIO

OJIUTO(PPEHUS B COUCTAHUU C IIOPOKAMH PA3BUTHS

212. 9TUOJIOTMYECKUM ®AKTOPOM MOHOT'EHHOM HACJIEJICTBEHHOI
ITATOJIOTUU ABJIAETCA

MyTanuuu reHoB

IlepeHoc y4acTka OHONW XPOMOCOMBI Ha JPYTYIO

B3anMoieficTBre reHeTHUECKUX U CPEIOBBIX (PAaKTOPOB

Jenenus, 1yruivkanus, UHCEpPLMs y4aCTKOB XpOMOCOM

213. KJIETKW OPTAHU3MA UEJIOBEKA, KOTOPBIE JIETYE BCEI'O UCTIOJIB30BATD JUIS
BBIJIEJIEHUS JIHK C LEJIbIO JUATHOCTUKHW HACJIEICTBEHHOI [TATOJIOT U
KJICTKN KpOBI/I

KJICTKHW KOCTHOI'O MO3ra

KJICTKHU KOXN

ITIOJIOBBIC KIICTKHU

214. CUHAPOM MAP®AHA XAPAKTEPU3YETCA BCEM IIEPEYUCJIEHHBIM, KPOME
3aJI€P’KKON YMCTBEHHOT'O Pa3BUTHS

apaxHOJAKTUIIMEH

AHEBPU3MOU a0PTHI

MOABBIBUXaMHU XpYyCTaJIMKa

BCEMH IIEPEYUCIICHHBIMA CUMIITOMAMU

215. METO/IbI IMATHOCTUKU 'EHHBIX HACJIEJICTBEHHBIX BOJIE3HEM
broxuMnyecknii, MOJIEKyJIIpHO-TEHETHYECKUI

MONYJIALUOHHO-CTATUCTUYECKU I

JIepMaToraIupuKu

LUTOT€HETUYECKU I

216. TEHHOE 3ABOJIEBAHUE, [IPUYMHON KOTOPOT'O SIBJISIETCSI OTCYTCTBUE B
OPTAHU3ME ®EPMEHTA ®EHWJIIAJIAHUHI'MIPOKCHUJIA3bI

DeHUNKETOHYpHUs

AMaBpoTHYECKAS] HIUOTHUS

I'anakTo3zemus

CeprnoBUIHOKIIETOYHAS] AHEMUS

217. 11TPU DEHUJIKETOHYPUU OTCYTCTBYET ®EPMEHT
DeHWITATaHUHTUAPOKCUIIa3a

Komaza

JlakTaza

I'excozammamna3a

218. TEHEAJIOI'MYECKHI METO/I - 9TO METO/]
CocraBieHus 1 aHaJIN3a POJOCIOBHBIX



BrisiBrieHns reHeTnyeckux AeeKTOB Y TIoa
JIMarHOCTHUKU MOJUTCHHBIX 00JIe3HEH
N3yuenus penbeda KoxKu Ha Taiblax, JaJ0HIX U MOIOIIBAX CTOII

219. TOJIAHAPUYECKUE I'EHBI ITEPEJJAIOTCA
OT OTLA K CBIHY

OT OTLIA K I0Y€epH

OT MaTEPH K CbIHY

OT MaTepHu K J0YepH

220. DEHUJIKETOHYPUA — HACJIEJCTBEHHOE 3ABOJIEBAHUE, CBA3AHHOE C
OTCYTCTBUEM ®EPMEHTA, YHACTBVYIOLIEI'O B I[TPEBPAIIIEHVN ®EHUJIAJIAHUHA
B TUPO3UH, 5TO ITPUMEP

TE€HHBIX MyTallWi

MoauUKaITIH

T€HOMHBIX MYTalHil

XPOMOCOMHBIX MyTaIli

221. KAKOU TUIT MYTALIUU, TIPOUCXOIAIINN Y YEJIOBEKA, UMEET HAUBOJIBIINE
LIIAHCBI ITIPOSIBUTBHC S B CJIEAVIOIIEM IIOKOJEHNI?

ayTOCOMHO-JOMHWHAHTHAA

ayTOCOMHO-PEILIECCUBHASA

CICINICHHAA C ITOJIOM JOMHWHAHTHAA

CHCIIJICHHAA C I1O0JIOM PEIECCUBHAA

222. MOHOT'EHHAS TTATOJIOT' S HACJIEAYETCSA
COIJIaCHO 3aKOHaM MeHens

TOJIbKO ayTOCOMHO-TOMHUHAHTHO

TOJIbKO ayTOCOMHO-PELECCUBHO

TONBKO Y-CIIEIIEHO

223. BEPOSITHOCTbD POXJIEHUS BOJIBHOI'O ChIHA Y OTLIA, CTPAJIAIOIIELO
TEMO®UJINEN

0%

25%

50%

100%

224. TUATHO3 MYKOBUCLIJJO3A CTABUTCA HA OCHOBAHNHA

KJIIMHUYECKUX CUMITOMOB, HCCIe10BaHus KOHIIeHTpauu HoHOB Na u Cl B TOTOBOH KUAKOCTH
OMOXMMHUYECKOT0 aHaIN3a MOYU U KPOBH

JAHHBIX OCMOTpA OKYJIMCTOM, KapIMOJIOTOM M MapaKIMHUYECKUX METOJ0B UCCIIETOBAHMS
XapaKTEPHBIX KIMHUYECKUX CUMIITOMOB, JJaHHBIX IEKTPOMUOTpadUu U ONpPEIEICHUs YPOBHS
KpeaTHHUH(POCHOKNHA3HI B CHIBOPOTKE KPOBU

225. CAMBIN XAPAKTEPHBIV ITPU3HAK YMCTBEHHOU OTCTAJIOCTH C JIOMKOM X-
XPOMOCOMOU

Mopddonornueckoe nsmenenne X-xpomocomsl (FRA-X) B 10-30% nccnenyembIx KIETOK

Yerkast KTMHUYECKAs KapTHHA 3a00JIeBaHUS

JledexT MHTEIIICKTA Y JIUII )KEHCKOTO 1oJja

Mopdonoruueckoe nzmenenne X-xpomocomsl (FRA-X) B 100% uccrenyemMbix KIETOK



226. J1JIA KIIMHUKU BOHE3HEI>1, OBYCJIOBJIEHHBIX OKCITAHCUEN
TPUHYKIIEOTU/IHBIX IIOBTOPOB HE XAPAKTEPHO
MHOKeCTBEHHbIE IOPOKU PA3BUTHS

denoMeH aHTUIUTIAIIUA

['unepmeTriiMpoBaHre B MPOMOTOPHOM 00J1acTH

N3MeHeHus: HEpBHO-TICUXUYECKOr0 CTaTyca

227. IMETOTEPAIINIO ®EHUJIKETOHYPU HAUYMHALIOT ITP1 YPOBHE
OEHUIIAJIAHMHA B KPOBU BBILIE

6 Mr%

4 mr%

20 mr%

15 Mr%

228. K MUTOXOHAPUAJIBHBIM BOJIE3HAM HE UMEIOT OTHOILIEHUE
HedexTsl pacuiemnyieHus rIuKoreHa

Hapyienne oKuciaeHust )KUPHBIX KHUCIOT

HedexTsl pepMeHTOB IbIXaTEIBHOMN 1IETH

Hapymienust nupyBataeruiporeHa3Horo KOMILIeKca

229. OCHOBHBIM METO/JOM JIEYUEHU S KJIACCUYECKOU ®EHUJIKETOHYPUU
ABJIAETCA

Juerorepanus ¢ orpaHMYeHUEM (EeHUIAIaHUHA

DH3UMOTEepanus

Jluera ¢ orpaHUYEHUEM THPO3UHA

Hasnayenue BuTaMuHOB rpynmsl B

230. BPOXXJEHHA A1 HEIIEPEHOCUMOCTD JIAKTO3bI KIIMHUYECKU ITPOABJIIAETCA
B nepuojie HOBOpOXA€HHOCTH

K KkoHIly IepBOTro rojia ;Xu3HH

B ny6epratHom nepuone

[Tocne 30 ner

231. CEPIIOBUIHOKJIETOYHAA AHEMUA OBYCJIOBJIEHA
HenocraTouHocThio cuHTE3a OeTa-1ieneil reMoraoOuHa
HenocraTouHocThio cHTE3a JenbTa-1eneil reMorioonHa
HedexTom MeMOpaHbl 3pUTPOLIUTOB

M3MeHeHrneM NepBUYHOM CTPYKTYpBI A€IbTa-11eTeld reMoriooOnHa

232. BPOXXJIEHHASI HETIEPEHOCUMOCTD JIAKTO3bI HACJIIEAYETCA
AyTOCOMHO-PELIECCUBHO

AyTOCOMHO-AOMHUHAHTHO

X-CLEMIEHHO-PELIECCUBHO

X-CIleIIIEHHO- IOMHHAHTHO

233. Y MOJIOAOTO YEJIOBEKA 24 JIET PA3BUJICA MHO®APKT MUOKAPIA. ITPUCTVYIIbI
CTEHOKAP/UU C 18 JIET. KCAHTOMBI B OBJIACTHU JIOKTEBBIX CYCTABOB.
YPOBEHb XOJIECTEPUHA B KPOBU 500 MI"%. ¥ OTLIA B BO3PACTE 30 JIET TAKXE
BbUI JIMATHOCTUPOBAH MH®APKT MHUOKAPJIA. HAUBOJIEE BEPOSTHBIN JUATHO3
CemeitHas TUIIEPX0JIECTEPUHEMHUS

Jleiikoguctpodus

bonesns ['ome



Crenokapaust

234, ITP1 BOJIE3HU BUJIbCOHA-KOHOBAJIOBA HAPYIIEH OBMEH
Memu

Kamus

Bunupy6una

Tpurnunepuaon

235. 1JIA MYKOBUCHUJO3A HE XAPAKTEPHO
Cnactuyeckue napajnuyu

HenocraTouHocTh nunieBapuTeNbHbIX (PEpMEHTOB
[TaTonorust OpOHX0JIETOYHON CUCTEMBI

HopMmanbHblii HHTEJUIEKT

236. PEBEHOK TPEX JIET 'TOCITMTAJIM31MPOBAH I10 ITOBOAY ITHEBMOHMU U,
BO3HUKIIEN Y HET'O VKE B TPETHI PA3. OTMEYEH ITPHCTYIIOOBPA3HbIN
KAILIEJIb, OJIbILLIKA, IIMAHO3, HU3KMI BEC. KAJI OBUJIBHBIN CEPOI'O LIBETA,
COJIEP’)KUT MHOI'O HEMTPAJIBHBIX )KMPOB. CTAPLINI BPAT BOJILBHOI'O YMEP B
BO3PACTE 5 JIET OT IHEBMOHUU. POJMTEJIU 3/I0POBBI. HAUBOJIEE BEPOSTHBIN
JANATHO3

MyxkoBucuno3

I'anakTo3emus

ANIpEHOTreHUTAIBHBIN CUHIPOM

Myxkononucaxapuaos

237. HOATBEPAUTDH JUATHO3 MYKOBUCLINAO3A BO3MOXHO
OnpeneneHueM MEKTPOIIUTOB B IIOTE

HcenenoBanuemM KpeaTUHNHA B MOYE

OnpeneneHneM ypoBHS JIMIIONPOTEUHOB B IIJIa3M€ KPOBU
UccnenoBanueM kapuoTuma

238. B JMATHOCTUKE MYKOBUCILMJIO3A UMEET 3HAYEHUE OITPEAEJIEHUE
DJIEKTPOJINTOB B IOTE

aMUHOKHCIIOT B IJIa3M€ KPOBU

MEAU B MOYE

XOJIECTEpUHA B KPOBU

239. KITACCHUUYECKA S ®OPMA ®EHUWJIKETOHYPUU JIEYUTCA C IIPUMEHEHUEM
JUETHI C HU3KUM COAEPXXAHUEM

denmmanannaa

OeHunTRApazuHa

DenmrnunHa

2,4-muHuTpod eHUITHAPA3UHA

240. 3A PA3BBUTUE CEMENHOU T'MITEPTPO®NYECKON KAPIUOMUOIIATUN
OTBETCTBEHHbBI T'EHBI

COKpaTI/ITeJ'IBHLIX 6CJ'IKOB MI/IOKapI[a

Cepneqﬁmx HanI/IeBBIX KaHaJI0B

Cep,[[e‘{HBIX KaJIMCBBIX KAHAJIOB

JInmonpoTenHOB HU3KOM MIIOTHOCTH



241. NIPOBAH/I C HECOBEPIIEHHBIM OCTEOI'EHE3OM UMEET MHOXECTBEHHbBIE
I[TEPEJIOMBI. EI'O POJAUTEJIN 31OPOBbBI. ¥ MAMBI ITPU OBCJIEAJOBAHNN
OBHAPY’>KEHA MHTEHCHUBHA I'OJIYBASI OKPACKA CKJIEP 1 HESHAUYUTEJIbHOE
CHIMKEHMUE CIIYXA. TAKUE XXE CUMIITOMBI BBIAABJIEHBI Y BPATA MATEPU, CECTPA
MATEPH 3JOPOBA. IEJ] [TPOBAHJIA IO MATEPUHCKO! JINHUN UMEJI
CHIDKEHHBIM CJIYX Y1 HECKOJIBKO ITEPEJIOMOB TPYBUYATBIX KOCTE.
IIOBTOPHBII PUCK POXIEHNSA BOJIbHOI'O PEFEHKA Y POJIUTEJIEN ITIPOBAHIA
COCTABIJIAET

50%

75%

10%

0%

242. TIPOBAH/I C HECOBEPIIEHHBIM OCTEOT'EHE30OM MMEET MHOXECTBEHHbIE
ITEPEJIOMBI. EI'O POJUTEJIN 3JOPOBbLI. ¥ MAMBI ITPU OGCJIEAOBAHNN
OBHAPYXEHA MHTEHCHUBHAA I'OJIYBAS OKPACKA CKJIEP 1 HEBHAUUTEJIBHOE
CHIKEHME CIIYXA. TAKHUE XE CUMIITOMBI BBISIBJIEHBI Y BPATA MATEPU, CECTPA
MATEPU 37JOPOBA. JEJ] [TIPOBAHJIA IT0 MATEPUHCKOM JIMHUY UMEJT
CHIDKEHHBIM CJIYX Y1 HECKOJIBKO ITEPEJIOMOB TPYBUYATBIX KOCTEN.

PUCK POXJIEHU S BOJIbHOI'O PEBEHKA V 3[JOPOBOM TETKU ITPOFAH/IA T10
MATEPUHCKOU JIMHUM COCTABJISET

0%

50%

75%

10%

243. 110 AYTOCOMHO-PELIECCUBHOMY THUITY HACJIEAYETCA
MykoBuCIHI03

CemeitHas runepxoyiecTepuHEMUs

Xouapoauctpodust

Heiipodpubpomaros

244, ®EHUJIKETOHYPUS - 3TO ITPUMEP
I'enHol MyTanuu

XpOMOCOMHOW MYTaluu

I'enoMHOM MyTanu

MoudukanoHHOM H3MEHUYUBOCTH

245. 110 AYTOCOMHO-IOMNHAHTHOMY THUITY HACJIEAYETCA
Cunnpom Mapdana

MyxkoBucuuI03

DEeHNIKETORYpHUS

I"amakTo3emus

246. AYTOCOMHO-IOMMNHAHTHO HACJIEAYETCA
HelipopubpomaTos

cungpoM Illepemesckoro-Tepuepa

muomnarus Jomenna

mu30(ppeHus

247. AYTOCOMHO-IOMNHAHTHO HACJIEAYIOTCA
HECOBEPILICHHBIN OCTEOreHEe3



reMouIus
cunapoM lllepemesckoro-Tepuepa
muonarus JroneHHa

248. PELIECCUBHBIM T'EH XAPAKTEPU3YETCS TEM, UTO
IIPOSIBJISIETCS. B TOMO3UTOTHOM COCTOSIHUM

IIPOSIBIIAETCS B T€TEPO3UTOTHOM COCTOSIHUH

IIPOSIBIISIETCS. B TOMO- U T€T€PO3UTOTHOM COCTOSIHUHU

[IOJIaBJISIET JIOMUHAHTHBIN I'€H

249. K [IPU3HAKAM, CHEIVIEHHBIM C I10JIOM, ¥ UEJIOBEKA, OTHOCATCSA
reMouIns

HOJUIAKTUIINS

MUOIHUS

THIIEPTPUX03

250. IPUYMHAMU BO3HUKHOBEHU I'EHHBIX MY TALIMI ABJISIOTCS
U3MEHEHUE B CTPYKTYpE TeHa

MU3MEHEHHUE YHCIIa XPOMOCOM, HE KPaTHOE raluIoOuAHOMY

U3MEHEHUE CTPYKTYPBI XPOMOCOM

YBEJIMUEHHUE YUCIIA XPOMOCOM, KPAaTHOE TraluIouAHOMY

251. B CEMBE CBhIH U OTEL] CTPAJIAIOT TEMO®WJIUEN, A MATB 3/JOPOBA. KAKOBA
BEPOSITHOCTDH POXKJAEHMS 3JIOPOBOIO ChIHA, ECJIM U3BECTHO, YTO TEMO®WIIN S
HACJIEJYETCS KAK X-CLIETUIEHHBIN PELITECCUBHBIN ITPU3HAK

50%

25%

10%

2,5%

252. B CEMBE ChIH CTPAIJAET TEMO®UJIMEN, A MATH 1 OTEIL] 3JIOPOBBI. KAKOBA
BEPOATHOCTDH POXJIEHNA 3]JOPOBOI'O MAJIBYUKA, ECJIM U3BECTHO, UTO
TEMO®WINSA HACJIEJYETCS KAK X-CHEIUIEHHBIN PELITECCUBHBIN ITPU3HAK
50%

100%

0%

75%

253. BPAK MEXY POACTBEHHUKAMMU I CTEIIEHN PO/ICTBA HA3LIBAETCA
WHLECT

MOpPraHUYECKHUI

UHOPUIUHT

MIOJINTaMUs

254. TIPOJOJDKUTEJILHOCTD JJMETOJIEYEHUS BOJIBHOI'O C ®EHUJIKETOHYPUEN
COCTABIJIAET

BCIO JKM3Hb

oT 2 1o 6 MecsIeB

oT 2 Mecs1eB j1o 1 roma

OT 2 MecsIEB 10 5-6 JeT

255. AYTOCOMHO-TOMUHAHTHbIN TUIT HACJIEJJOBAHU ST XAPAKTEPEH JIJI



Xopes ['eHTUHTTOHA
DeHUIKETORYpHUs
CepnoBHUIHO-KJIETOYHAsl aHEMUS
Iuzodpenus

256. C X-XPOMOCOMOM CLIEIJIEH TEH
I'emodummu A

AJIpEHOT€HUTAIILHOTO CUHIpOMa
AXoHzporuia3us

Xopes I'eHTHHITOHA

257. V YEJIOBEKA T'EH, BBI3bIBAIOLIMI OJJHY 13 ®OPM HACJIEJCTBEHHOM
'TYXOHEMOTBI, PEHECCUBEH I10 OTHOHIEHNIO K 'EHY HOPMAJIBHOI'O CIIYXA.
KAKOE IIOTOMCTBO MOXHO OXUJIATb OT BPAKA T'ETEPO3UT'OTHBIX POJIUTEJIEI?
75% ¢ HOpMaJIbHBIM CITYXOM, 25% € IIIyXOHEMOTOMN

25% ¢ HOpMaAIBHBIM CITyXOM, 75% C TITyXOHEMOTOU

50% c HOpManbHBIM ciyXoM, 50% ¢ IIIyXOHEMOTOR

100% c HOpMaJIbHBIM CIIyXOM

258. ECJIM 3[I0POBBII MYKUNHA XXEHAT HA )XEHIIIUHE C AYTOCOMHO-
PELIECCMBHOU ®OPMOI BPOXKIEHHO! I'JTYXOTBL, M 9TOT BPAK HE SBJISIETCS
POZICTBEHHBIM, TO PUCK POXXJIEHUS BOJIbHOI'O PEBEHKA COCTABJISIET
bmusko x 0%

25%

50%

100%

259. BIIOTOMCTBE OT BPAKA JIBYX I'ETEPO3UT'OT (ITPU AYTOCOMHO-
JOMHWHAHTHOM THUITE HACJIEJJOBAHUW ) AHOMAJIbHBIV TEHOTUII BYJIYT UMETbD
75% He3aBUCHUMO OT I10JIa

25% He3aBUCHMO OT 10Ja

50% He3aBHCHUMO OT I0JIa

100% He3aBHCHMO OT mOJIa

260. TETEPO3UT'OTHBIN HOCUTEJIb AHOMAJILHOI'O AYTOCOMHO-PELIECCUBHOI'O
I'EHA X XEHMJICA HA HOCUTEJIbBHUILIE TAKOI'O XXE TEHA. BEPOSITHOCTD
3ABOJIEBAHU S U151 UX JETE COCTABJISIET

25% He3aBHCHMO OT 10Ja

50% He3aBHCHUMO OT IT0JIa

100% wHe3aBHCHMO OT oA

75% He3aBHCHUMO OT I10J1a

261. MYXXUMHA, TOMO3UT'OTHBIN 110 TEHY TAJIACCEMUU (AYTOCOMHO-
PELHECCUBHOE 3ABOJIEBAHUE), )KEHWJICA HA HOCUTEJIbHULIE TOI'O XE
ITATOJIOTMYECKOI'O TEHA. BEPOSITHOCTH POXKJIEHMS 3JIOPOBBIX JETEN B 3TOM
BPAKE COCTABJIAET

50%

100%

75%

25%



262. Y 3I[OPOBOfI CVYIIPYKECKOM ITAPBIPOIMJICA PEBEHOK C
XOH/IPOJMUCTPO®UEN. BEPOSITHOCTD TOI'O, UTO Y BTOPOM PEBEHOK BYIET
BOJIEH COCTABJISIET

00LIeNONyIALUOHHBINA PUCK

50% He3aBHCHUMO OT I10JIa

100% HEe3aBHCHUMO OT I10JIa

75% He3aBHCHUMO OT I10JIa

263. TUIT HACJIEAOBAHUM S BOJIE3HU BUJIBCOHA-KOHOBAJIOBA
AyTOCOMHO-PELIECCUBHO

AyTOCOMHO-IOMHUHAHTHO

ClerieHo ¢ X-XpoMOCOMOM JIOMUHAHTHO

CLeruieHo ¢ X-XpOMOCOMOH PEIECCUBHO

264. U1 MAJIBYUKOB C AAIPEHOTI'EHUTAJIBHBIM CUHIPOMOM XAPAKTEPHbBIM
SABJIAETCA

[IpexxneBpeMEeHHOE M0JI0BOE Pa3BUTHE

NHTepcekcyanbHOE CTPOCHUE T€HUTATUI

3azepKa KOCTHOI'O BO3pacTa

Hwuskuii poct

265. AIPEHO-TEHUTAJIBHOMY CUH/IPOMY COOTBETCTBYET OAHO UX
CJIEAYIOIIMX YTBEPXIEHUI

Yy HOBOPOXKJIEHHBIX JEBOYEK C BBIPAXKECHHON BUPUIIM3aLMEN HAPY/KHBIX [TOJIOBBIX OPIaHOB CTPOEHUE
BHYTPEHHUX M€HUTAINI HE HAPYLICHO

y OOJIBIIMHCTBA J1eTell HaOII0Aat0TCs BPOXK/IEHHBIE TOPOKU PA3BUTHS

y MaJIbYUKOB Ha0JII0JaeTCsl MAaKPOOPXUIU3M

JIETH, KaK IPABWIIO, POXKAAKOTCSA ¢ HU3KOM Maccou

266. HAUBOJIEE XAPAKTEPHBIM BO3PACTOM MAHU®ECTALIMU JJ15 ITIPOCTOM
BUPUJILHOM ®OPMbI AJIPEHOT'EHUTAJILHOI'O CUHJIPOMA Y MAJIbBUMKOB
SABJIAETCA

IlepBoe necstunerue

ITepro HOBOPOXKAEHHOCTH

IlepBbIil rof )KU3HU

3penblii BO3pacT

267. IEBOUKA 15 JIET HAXOJIWJIACH B OTJEJIEHWU IJTAHOBOM XUPYPTIUU B CBSI3U
C JIEBOCTOPOHHEN ITAXOBO! I'PbIKEN. TEJIOCJIO)KEHUE ITPABUJILHOE,
MOJIOYHBIE XEJIE3bI PASBUTHI COOTBETCTBEHHO BO3PACTY, BBIPAXKEHO
OBOJIOCEHME HA JIOBKE. MEHCTPYALIWI HET. IICUXUYECKOE U1

NHTEJUIEKTY AJIBHOE PA3BUTHUE B HOPME. ITPU OITEPALIMU I'PBDKECEUEHU A
OBHAPYXXEHO SIMUYKO C ITPM3HAKAMU O3JIOKAYECTBJIEHM . ITPEJIIIOJIOT AEMBIIA
JAMATHO3

CuHApOM TeCTUKYISApHOHN PpemuHu3anuu (noiaHas popma)

CuHzpoM TeCTUKYISIpHON (eMuHu3aluu (HeronHas Gopma)

AJPEHOTeHUTAILHOTO CHHIPOMA

Cungpom TepHepa

268. TP ®PEHUJIKETOHYPUU BBIABJISAETCA
['unep-3,4-nuruapodenmnanaHnHeMUs
I'unotnpo3nHeMus



['unodennnanannaeMus
['unouepyionnazMuHEMUs

269. HECOOTBETCTBUE I'EHETUYECKOI' O ®EHOTUITMYECKOI'O ITOJIA
HABJIIOJAETCA ITPU CUH/IPOME

TectukynsapHoil peMuHU3aAIIH

Krnaiindenprepa

TepHepa

Hynaun

270. ITOPA’)KEHUE MBIITEYHOI'O BOJIOKHA XAPAKTEPHO JJIA
[Tporpeccupytomied MpiteyHol auctpodun romenHa

Jetckoro nepedpanbHOro napaania

Cunapoma Jlayna

CnunanpHoM amuoTpoduu Bepaaura- ['opmana

271. TUII HACJIEAOBAHUA ITPOI PECCHPYIOLL[EPI MBIIIEYHON JAUCTPODOUN
JIOILIEHHA

PenieccuBHBIN cliemIeHHbINH ¢ X-XpOMOCOMOM

JIOMUHAHTHBIN CUEIUICHHBIN ¢ X-XpOMOCOMOM

AyTOCOMHO-PEIIECCUBHBIN

AyTOCOMHO-OMHUHAHTHBIN

272. YMCTBEHHAA OTCTAJIOCTD ABJIAETCA HAUMBOJIEE XAPAKTEPHBIM
[TPU3HAKOM IIPU

Cunapome ¢pparmiibHON X-XpOMOCOMBI

MyxkoBucuuo3ze

Hetipodubdpomarose

AJIpEHOT€HUTAIbHOM CHHIPOME

273. TIPM BUPUJIbHOM ®OPME AJIPEHOTEHUTAJIBHOI'O CUHIPOMA Y MAJILUNKOB
NCIIOJIB3YETCA

3aMecTUTENbHAs TepaIus

XHUpypruyeckoe JeUeHNne

CuMnromaTHyeCcKOE JICYEHHUE

IlcnxoTepanus

274. TIOPAXKEHUE CEPJIEYUHO-COCYJIUCTOM CUCTEMBI SABJISETCS OBJIMT ATHBIM
[TPU3HAKOM IIPA

Cunapome Mapdana

AXoHJIpoIIa3suu

HeiipodubpomaTose

ApEeHOreHUTAIbHOM CHHJIPOME

275. X-CUEIIJIEHHBIN-PELIECCUBHBIN TUIT HACJIEJOBAHUS XAPAKTEPEH JIJIA
Cunnpoma pparnibHON X-XpOMOCOMBI

MyxkoBucuuo3a

Heiipopubpomarosa

AJIpEHOT€HUTAIBHOIO CUHAPOMA

276. IIOBBIIIIEHHA S1 JOMKOCTb KOCTEM, OTOCKJIEPO3 1 I'OJIVEBIE CKJIEPBI
XAPAKTEPHBI JIA



HecoBepiienHoro ocreorenesa
AxoHApomIazuu

Cunapoma Dnepca-Jlanno
Ocreonerposa

277. CAMOCTOSTEJIbHO HACJIEJIZYEMBIN IIOPOK C AYTOCOMHO-JOMUHAHTHbBIM
TUIIOM ITEPEJAYU U CUMIITOM ITPU IPYTUX CUHIPOMAX — 3TO

OKTPOJAKTHIINS

Kpunropxuzm

Kpunrodraasm

IMuaponedanus

278. HAUBOJIEE BEPOATHBIM JIMAT'HO30M I1PU 3AJEPKKE OU3NYECKOI'O
PA3BUTHSA, PEHUAVMBUPYIOINX JIETOUHBIX MTHOEKIMAX, [TOBBIIIEHM YPOBHA
HATPH U XJIOPA B IIOTOBOM XXUJKOCTH, OBUJILHOM XUPHOM CTVJIE,
SABJIAETCA

MyxkoBucuno3

Heiipopubpomaros

AJIpEHOr€HUTAIILHOI'O CUHIPOM

Cunnpoma GpparuibHONH X-XPOMOCOMBI

279. HEIIEPEHOCHUMOCTSG ITPOAYKTOB, COAEPXAIIINX 3JIAKOBBIE ITPOTEWHBI,
XAPAKTEPHA 1JI51

Lenmakuu

Myxkonunuaosa

MyxkoBucumio3a

Myxkononucaxapuaosa

280. Y ITIPOBAH/IA C AXOH/IPOITJTIABMEN BCE BJIMXAUIIUE POJCTBEHHUKU
3J10POBBLI. ECJIM YUECTD, UTO ITIEHETPAHTHOCTB 'EHA TTPAKTUYECKIM PABHA
100%, TO PUCK POXJIEHMS ELLE OJJHOI'O BOJIBHOI'O PEBEHKA V POJUTEJIEN
IMPOBAHJIA COCTABJISIET

Memnee 1%

100%

50%

25%

281. JIA HACHEI[CTBEHHOﬁ I'JIVXOThI XAPAKTEPEH
AyTOCOMHO-AOMHHAHTHBIA TUIT HACTIEAOBAHUS
AyTOCOMHO-PEIIECCUBHBIN THIT HACJIEIOBAHUS

PeneccuBHbIl cuemuieHHbI ¢ X-XpOMOCOMOM THII HACJIEI0BaHUS
JIOMUHAHTHBIN CIIETUICHHBIN ¢ X-XpOMOCOMOM THUTI HACJICTOBAHMS

282. TUIT HACJIEJOBAHIA OTOCKJIEPO3A
AyTOCOMHO-ZOMUHAHTHBIN C HETIOJTHON IIEHETPAHTHOCTBIO
AyTOCOMHO-PEIIECCUBHBIN

PenieccuBHBIN CLETUIEHHBIN ¢ X-XPOMOCOMOMU
JIOMUHAHTHBIN CLETUIEHHBIN ¢ X-XpOMOCOMOM

283. V YEJIOBEKA T'EH, BBI3bIBAIOIIMI OJJHY 13 ®OPM HACJIEJCTBEHHOM
[JTYXOHEMOTHI (a), PEHECCHUBEH I10 OTHOIIEHUWIO K TEHY HOPMAJIBHOI'O CIIYXA



(A). OT BPAKA [JIVXOHEMOM JKEHIIMHBI C HOPMAJIBHBIM MY KYUHOI POONJIICA
[JIVXOHEMOM PEBEHOK. OIIPEJEJIUTE TEHOTUIIBI POJUTEJIEN.

['enoTumnel poaureneit maTh - aa U oTel - Aa.

I'enoTunsl pogureneil math - Aa u otel; — Aa

I'enoTunel poaureneit math - Aa U oTell — aa

['enotumnsl poguTeneit maTh - aa u otely — AA

284. KOHTPOJIb AUETOTEPAITUU TP ®EHUJIKETOHYPUU [TPOBOAUTCA
10 YPOBHIO (heHHIIaIaHWHA U TICHXOMOTOPHOMY Pa3BHUTHIO

110 YPOBHIO OMIIMPYOHHA B KPOBU

10 YPOBHIO FeMOTJIOONHA B KPOBH

110 YPOBHIO OEITKOB KPOBU

285. I'EHBI, HAXOJAUIMECA B Y-XPOMOCOME ITEPEJAIOTCA
OT OTILIa CHIHOBbSIM

OT OTLA K 104epsAM

OT OTLIa KO BCEM JETAM

286. IIJI IABOPATOPHOM JTUATHOCTHUKY MYKOBUCILMIO3A HE [IPUMEHESETCSI
Kapuorunuposanue

OnpeneneHne UNMMYHOPEAKTUBHOTO TPUIICMHA

OnpeneneHue 3IEKTPOIUTOB MOTA

OnpezneneHyne akTUBHOCTH MUIIEBAPUTENbHBIX (PEPMEHTOB B KaJie

287. IOTOBAS [TPOBA OCHOBAHA HA OITPEJIEJIEHUU B [TOTOBOM XXUJIKOCTU
KOHILIEHTPAILIMIM NOHOB

Nau ClI

Nau Mg

CauP

Ku Mg

288. ObIIM BUOXNMUNYECKUM ITOKA3ATEJIEM JIJIS1 BCEX ®OPM
OEHWJIKETOHYPUU ABJIAETCAH

[ToBbileHe ypoBHS (heHUTaTaHuHA

[ToBbIlIEHNE YPOBHS TUPO3HHA

CHMKeHue aKTUBHOCTHU ACTUAPOPOTIATPEYKTa3bI

Hedext BoccranoBnenuss BH4

289. IMATHOCTUYECKUM JIABOATOPHBIM KPUTEPUEM ®EHUJIKETOHYPUN
SABJIAETCA

['unepdennnanaHnHeMHS

JlerikonnTo3

I'uneptupo3zuHeMust

[ToabeM ypoBHS TOMOT€HTU3UHOBOW KUCIOTHI

290. 1J1A TTIPAMBIX METOAOB JHK-TUATHOCTUKN HEOBXOMUMO 3HATD BCE,
KPOME

[Tomumopdubx IHK mapkepon

Jlnarnosa 3aboseBaHus

[TocnenoBaTenbHOCTH T€HETHUECKOTO KO

Tumna HacnenoBaHus 3a00JI€BaHUs



291. KOCBEHHbIE METO/IbI IHK-ANATHOCTUKHN UCIIOJIB3YIOTCA UIA
Onpenenenus (akra HACIETOBAHUS XPOMOCOMBI, HECYIITHI MOBPEKICHHBIN I'eH
[ToaTBepxIeHNs TuarHosa

[TonTBeprk1eHUs TUIA HACIIEIOBAaHUS aTOJIOIMH

Perucrpanuu myranuu de novo

292. TOYHOCTDb KOCBEHHbBIX METO0OB JHK-AMAT'HOCTUKHU 3ABUCHUT OT BCEI'O
KPOME

Tuna Hacien0BaHMs NATOJIOTUN

Uwcna uCoab30BaHHBIX MOTUMOPGHBIX MapKEPOB

YacToThl peKOMOMHAIIMOHHBIX COOBITUN HA YYaCcTKE JIOKAIU3AI[MK reHa

Pacrionoxxenust MapkepoB 0 OTHOIICHUIO K TeHY 3a00JIeBaHUS

293. METOJ10M, ITO3BOJIAIOLINUM OITPEAEJIUTH ITOCIEAOBATEJIBHOCTD
OCHOBAHUI B HYKJIEOTUHOM LIEIU, ABJIAETCA

Annenb-cienuduyeckas THOPHU I3 AL

MHoxecTBEeHHAs! aMIUTA(UKAIHS

CexBeHUpOBaHUE

broT-rubpuanzanms

294. TIIP UCTIOJIB3VYIOT JJIA
Onpenenenust MyTalmii B reHax
N3mepeHnst akTUBHOCTH (DEPMEHTOB
N3yuenus XxpOMOCOMHBIX ITOJIOMOK
BrnoxuMu4eckoro CKpuHUHTa OEpEeMEHHBIX

295. ITILHP ITPUMEHSETCS B MEAULIMHE [1J1A

Onpenenennst mytanuii B JJHK, npuBoasmux kK HaciaeACTBEHHBIM 3a00JIEBAHHUSIM
OrnpeneneHnst MO3auYHOTO0 XPOMOCOMHOTO KJIOHA

Uccnenoanus xpomocom

Omnpenenenust KOHIEHTPALUU OETKOB B CHIBOPOTKE

296. TILIP CTAJIA BO3MOXHOM BJIATOJAPS OTKPBITHIO
Tepmocradbunsuoit JJHK-nmonumepassl

Tenomepassl

JHK-nonumepasbl

PHK-nonumepassl

297. B PE3YJIbTATE ITPAMOI JIHK IMATHOCTUKU OITPEJIEJIIETCS
Myrtauuu, IpUBOJSIINE K HACIEICTBEHHOMY 3a00JIEBaHUIO

bonbmme XpoMOCOMHBIE IEPECTPONKH

WNHBepcnu 1 TpaHCIOKaMu

['pynmel cuemieHus

298. B PE3YJIbTATE KOCBEHHOU JTHK JIMATHOCTHUKH OITPEJEISETCS
[TaTonornyeckuii ajnsesns, ONPEAESIONINNA IPOSIBICHUE HACIEACTBEHHOTO 3a00JI€BAHUS B CEMbE
bonbmme XpoMOCOMHBIE IEPECTPONKH

WNHBepcnu 1 TpaHCIOKaMu

['pynmel cuemieHus

299. JIJII OCYILECTBJIEHUS KOCBEHHOH JIHK TUATHOCTHUKH HEOBXOUMO
HAJIMYUE



JHK npob6anna, otiia, Mmatepu, uxX OOJBHBIX U 3JI0POBBIX POJCTBEHHUKOB
JHK npobGanna

JHK oTua u marepu

JIHK 310pOBBIX pOICTBEHHUKOB

300. [JIE Y UEJIOBEKA PACIIOJIOXEH I'EH, BBI3BIBAIOILMI TEMO®UIINIO
B X-XpoMocome

B Y-XpOMOCOME

B 1-1 mape ayrocom

B 18 nmape ayrocom

301. OJIVH I'EH ITOJIHOCTBIO ITOJABJISIET JJEUCTBUE JIPYIOI'O:
II0JIHOE€ JOMUHHUPOBAHHE

HEIOJIHOE JOMUHUPOBAHKE

KOJOMUHUPOBAaHUE

CBEPXIOMUHHUPOBAaHUE

302. JJ1s1 AJMATHOCTHUKHW MOHOI'EHHBIX 3ABOJIEBAHUM UCTIOJIB3YETCS METO/]
OHMOXHMUYECKHI

WCCJICIOBAHMSI II0JIOBOTO XPOMATHHA

(GyHKIIMOHATBHOU JUArHOCTUKH

[IATOTSHETHYECKHI

303. MYKUMHA, CTPAJIAIOIINI HACJIEACTBEHHON BOJIE3HBIO, JKEHUJICST HA
3JIOPOBOM XKEHIIIUHE. B TOM CEMbBE POJUJIOCH 5 JIETEM: 2 MAJIBUMKA U 3
JEBOUYKU. BCE JEBOYKHM (HO HYA OAVH 13 MAJIbYNKOB) YHACJIEAOBAJIN BOJIE3Hb
OT OTLA. OIIPEJIEJIMTE TUIT HACJIEJJOBAHUS 3TOM BOJIE3HU

JIOMAHAHTHBIN, CUETUICHHBIN ¢ X-XpOMOCOMOM

ayTOCOMHBIN JOMUHAHTHBIN

ayTOCOMHBIN PELeCCUBHBIN

JIOMUHAHTHBIH, CUEIUICHHBIN ¢ X-XpOMOCOMOM

304. B KAKOM BO3PACTE ITPOABJIAIOTCA ITEPBBIE CUMIITOMBI ®EHUJIIKETOHYPU
B [IEPBBIC HEEIIN KU3HU

B SMOPHOHAJILHOM IIEpUO/IE

B 3pEJIOM BO3pacTe

305. KJIMHUYECKAS KAPTUHA TUITMYHOM XOPEU TEHTUHT TOHA, KPOME
XOPEMYECKOI'O IT'MITEPKMHE3A, BKIIIOUAET

JIEMEHITUIO

MJIACTUYECKYIO IKCTpAaNupPaMUAHYI0 PUTHIHOCTD

AKUHE3UIO

THIIOMUAMHUIO

306. IMATHO3 MBIIITEYHOM JITUCTPODUU JIOIEHHA CTABUTCS HA OCHOBAHUN
XapaKTEPHON HEBPOJIOTMYECKON CUMIITOMAaTUKHN, BDEMEHH Havalla U XapaKkTepa TeUeHUs,
ompezieNieHus] yPOBHs KpeaTHHUH(OCPOKUHAZHI B CBIBOPOTKE KPOBU

JIAaHHBIX OmpeesieHns KoHeHTpannu noHoB Na u Cl B mOTOBOM KHAKOCTH

OCMOTpa OKYJIMCTA, HEBPOJIOTA, TAHHBIX YJIBTPa3ByKOBOI'O MCCIIEI0BAHUS

PE3yNBTATOB THCTOJIOTMYECKOTO UCCIIETOBAHMS



307. K 9TUOJIOTUMYECKUM METOJIAM JIEUEHM S MOHOTEHHOM [MATOJIOT MU
OTHOCHAT

TEeHHYIO HHKEHEPUIO

AHTUOMOTUKOTEPAITHUIO

OTpaHHYEHUE BBEICHUS BPEIHOTO MPOIYKTa

3aMECTUTENIBHYIO TEPaIUI0

308. K I'PVIIITE HACJIEJJCTBEHHbBIX BOJIESHEN OBMEHA HE OTHOCHUTCS
AXoHzporuia3us

Myxkononucaxapuao3sl

bonesns [Nomie

DeHUIKETORYpHUs

309. KAKHUE ®OPMbI MYKOBUCHU/IO3A BBIJAEJISAIOT
BCE MEPEUUCIICHHOE

KkuimeyHas popma

OponxoJsierounas gopma

cMmemanHas popma

MEKOHUAJIBHBIN UIICYC

310. MUOITATHS JIOLLIEHHA PA3SBUBAETCS B PE3VJIBTATE MYTALIMI B T'EHE
Hucrpodpuna

DeHnIaTaHUHTUIPOKCUITAa3BI

DnacTrHa

Konnekxcuna

Pazgea 2. XPOMOCOMHBIE BOJIE3HHU

1. PUCK POXIEHMSI PEBEHKA C XPOMOCOMHOM ITATOJIOTMEN YBEJIMUMBAETCS
I1P1

[Tpu Bo3pacTe marepu 110 18 net

MHoroaetHocTH

KpoBHOpOIcTBEHHBIX Opakax

Tokcuko3e 6epeMeHHOCTH

2. PUCK POXJIEHN S PEBEHKA C XPOMOCOMHO! ITATOJIOTMEN YBEJIMUMBAETCS
[TPU

[Tpu Bo3pacTe matepu 35 NeT U cTapiie

MHoroaeTHoCTH

KpoBHOpoOICTBEHHBIX Opakax

Toxcuko3e 6epeMeHHOCTH

3. Y HOBOPOXJJEHHOI'O PEBEHKA HABJIIOJJAETCSA MUKPOLEDAJINA, AEDEKTHI
CKAJIBITA, PACIIEJIMHA I'YBbI M1 HEBA, ITOJIMJAAKTUINA 1 [TIOJIMKMCTO3 ITOYEK.
BAIII ITPEJIBAPUTEJILHBIN JIUATHO3

Cungpowm Ilatay

Cungpom DnBapaca

Cunnpom Jlayna

Cunnpom Bonbda-XupuxopHa

4. BAI ITPEJIITOJIOXUTEJIbHBIN JUATHO3 ITPU CJIEJYIOIUX KIIMHUYECKUX
CUMIITOMAX - YMCTBEHHA OTCTAJIOCTb, JOJINXOUEDAJINA,



JEO®OPMUPOBAHHLIE YIIIHBIE PAKOBUHBI, ®JIEKCOPHOE ITOJIOKEHUE ITAJIBLIEB
PVK, BPOXXJIEHHBII IIOPOK CEPJILIA

CUHAPOM DBapjca

cunapoM [layna

cunjapoM Ilaray

CHUHJIPOM «KOIIAQYbero KPUKa»

5. MY>XYHMHA 27 JIET, BBICOKOI'O POCTA, C OXKUPEHUEM 1-OM CTEITEHU I10
XKEHCKOMY TUITY IMIPEABABJIAET XXAJIOBBI HA BBICTPYIO
YTOMIIAEMOCTb.OBPAZOBAHME HEOKOHYEHHOE CPEJHEE. )XEHAT B TEUEHMUE 3
JIET, BEPEMEHHOCTbD V XXEHbI HE HACTVYIIAJIA. ITPU OBCJIEJJOBAHUN
CYIIPYXXECKO ITAPbI YCTAHOBJIEHO, UTO JKEHA ITPAKTUYECKM 3[JOPOBA, A Y
MVYXA BBISABJIEHA AB00CIIEPMUS. [TIOCTABBTE ITPEJBAPUTEJIBLHBIN JUATHO3
YHUCJIOBBIC aHOMAJIMH ITOJIOBBIX XPOMOCOM

YHCIIOBBIC aHOMAIIUHU ayTOCOM

cuHApoM Mapodana

CHHJIPOM TECTHKYJISIPHOH (heMHHU3AINN

6. IOCTABBTE ITPEJIBAPUTEJILHBIN IMATHO3 ITAIIMEHTKE 13 JIET, CO
CJIEAVIOIEN CUMITTOMATHUKOM: HU3KUI POCT, TUTIEPCTEHUYECKOE
TEJIOCJIOXKEHHUE, OTCYTCTBUE BTOPUYHBIX [1OJIOBBIX ITPU3HAKOB, KOPOTKA
LLIES C HU3KOM JIMHUEN POCTA BOJIOC, KPBIJIOBHIHBIE CKJIAJIKU HA ILIEE
cungpom lllepemreBckoro — TepHepa

curapom Kmaiingensrepa

cunapoM [layna

CUHAPOM J100aBOYHON Y XPOMOCOMBI

7. HA KAKOE OOITOJIHUTEJIBHOE UCCJIIEJOBAHUWE HEOBXO/IUMO HAIIPABUTDH
ITALIMEHTA CO CJIEJYIOIIEN CUMITTOMATHKOM — JIULIO «COPUHKCA», IITO3,
HU3KUI POCT, KPhIJTOBUJIHBIE CKJIAJIKM HA IIEE, 3AJEPXKA ITOJIOBOI'O
PA3BUTHUA

[{utorenernueckoe

buoxumnueckoe

MonexkyIsipHO-TEHETHUECKOE

Ceponornueckoe

8. KAPUOTHUII ITPEJJCTABJISIET COBOM

XPOMOCOMHBIN HAOOP, XapaKTEPHBIN JIJIST KaXKI0TO OMOJIOTUYECKOT0 BUIA
COBOKYITHOCTb BCEX '€HOB OpraHu3ma

rarIouIHBIN HAabOp XpOMOCOM

COBOKYITHOCTH Bcex ydacTkoB JJHK, komupyromumx 6enku

9. KAPUOTUIIMPOBAHUE UCIIOJIB3VIOT JIJIAA JUATHOCTHUKHA
Ooe3Hel, 00yCIIOBIEHHBIX H3MEHEHHEM YHCIIA U CTPYKTYPBl XPOMOCOM
MyJIbTU(AKTOPUATBHBIX 3a00JI€BaHUI

HACJIEJICTBEHHBIX /1e()eKTOB OOMEHa BEIIEeCTB

CepAEeYHO-COCYTUCTHIX 3a00IeBaHUI

10. IIOKA3AHUEM K KAPUOTUITMPOBAHUIO HE ABJIAETCA
renaTo-CIyIEHOMET NS

MOBTOPHBIE CIIOHTaHHbIE A00PTHI

MHOYECTBEHHBIE IOPOKH Pa3BUTHS



Oecrutonue

11. QUTOI'EHETUYECKHUE METO/bI UCTIOJIB3YIOTCA JJIA AMATHOCTUKHU
XPOMOCOMHOM MaTOJIOTUH

MOHOT'€HHOM NaTOJIOTMH

MYJIbTU(AKTOPHATEHOM MATOIOTHH

MaTOJIOTUU COEIMHUTEIbHON TKaH!

12. KTEHOMHBIM MYTAILIUAM HE OTHOCATCS
N30xpoMocoMbl

Tpucomuu

MoHocomuu

Ionmunmonnauu

13. K U CJIOBBIM XPOMOCOMHBIM AHOMAJIMAM OTHOCAT
AHeyruioniuu

Tpancnokamuu

WNuBepcun

JuiieHTpruyecKre XpoMOCOMBI

14. HA OCHOBAHMH TTPEJICTABJIEHHBIX KAPUOTHUIIOB TTIOCTABBTE JUATHO3
CUH/IPOM KJIAUH®EJILTEPA

47, XXY

47, XYY

46, XX, 5p-

45, X0

15. HA OCHOBAHWU TIPEJICTABJIEHHBIX KAPUOTHUIIOB, TOCTABLTE JTUATHO3
CUHJIPOM TTATAY

47, XY, +13

47, XX, +18

46, XX, 5p-

47, XXY

16. KAKOI KAPMOTHUIT HE OTHOCUTCS K CUHIPOMY JIAYHA
47, XXX

47, XX, +21

46, XX, t(21/21)

46, XY/47, XV, +21(40/60)

17. HU3KUI POCT HAUBOJIEE XAPAKTEPEH JUUISI CHHJIPOMA
45, X0
47, XXX
47, XXY
47, XYY

18. TALITMEHTOB C KAKOM I[TATOJIOI' MEI1 BBl HAITPABUTE HA
KAPUOTUIIMPOBAHUE

XPOMOCOMHOM

MOHOI'€HHOH

MYJIbTH(GAKTOPUATHHOM

UHQEKIIMOHHON



19. IOKA3AHUWEM K ITPOBEJIEHUTIO IUTOT'EHETUYECKOI'O UCCJIEAOBAHWIOA HE
SABJISIETCA

M30JMPOBAHHBIN MOPOK PAa3BUTHUSL Y HOBOPOKIEHHOTO

MHO>KECTBEHHBIE ITOPOKU PA3BUTHUSL Y HOBOPOKIACHHOTO

YMCTBEHHAs OTCTaJIOCTh HEM3BECTHOU STUOJIOTHH

POACTBEHHUKH C XPOMOCOMHOM MEPECTPOUKOI

20. HUTOTEHETUYECKOE NCCJIEJOBAHUWE HASHAYAETCA JJ1A IIOATBEPXXIEHU A
JANATHO3A

3a0oeBaHui, 00YCIIOBJICHHBIX H3MEHEHHUEM YUCIIa U CTPYKTYPBl XPOMOCOM
MyJIbTU(AKTOPHATLHBIX 3a00JIEBAaHUN

HacJIeACTBEHHBIX 3a00j1€BaHNs 0OMEHA BEILECTB

HACJICICTBEHHBIX 3a00JICBaHMI COCUHUTEILHON TKAHU

21. HA OCHOBAHUNHN KAKNX KIIMHUYECKUX ITPU3HAKOB MOXHO ITOCTABUTDH
[IPEJIBAPUTEJILHBIN JUATHO3 XPOMOCOMHOI'O 3ABOJIEBAHIA

YMCTBEHHAsI OTCTAJIOCTh U IIOPOKHU PA3BUTHS PA3JIMYHBIX OPTaHOB U CUCTEM

IIOPOKU Pa3BUTHS U HOPMAJIbHOE YMCTBEHHOE Pa3BUTHE

YMCTBEHHAsI OTCTaJIOCTh U OTCYTCTBUE IIOPOKOB Pa3BUTHSA

M30JIMPOBaHHbBIE TIOPOKHU PA3BUTHS

22. KAPUOTHII XKEHIIIMHBL, HE CTPAJIAIOIIEN 3ABOJIEBAHUEM, CBAA3AHHBIM C
HAPYUIEHMEM YUCJIA TTOJIOBBIX XPOMOCOM:

46, XX

47, XXX

45, X0

45, X0

23. BPAY OBA3AH HAIIPABUTH HA LIUTOI'EHETUYECKOE UCCIIEAOBAHUE
I[TAITMEHTA YV KOTOPOI'O HABJIIOAAIOTCA

YMCTBEHHAsI OTCTaJI0CTh, MUKPOAHOMAJIMU PA3BUTHSI I BPOKICHHBIEC TOPOKH Pa3BUTHUSA
renaToCIICHOMETallks, KaTapakTa U yMCTBEHHAsl OTCTAJIOCTh

HEIIEPEHOCUMOCTh HEKOTOPBIX MUIIEBBIX POAYKTOB U FEMOJIUTHYECKUE KPU3bI
MBILIEYHAasi TUTIOTOHUS U HEOOBIYHBIH LIBET U 3arax MOYU

24. TIOKA3AHUMEM JJI1 HUTOT'EHETUYECKOI'O UCCIIEAOBAHUMA CYIIPYT'OB
nBa 1 0oJiee CIIOHTaHHBIX abopTa

poxJieHre peOeHKa ¢ MyKOBHCLUA030M

poXxeHne pedbeHkKa ¢ BpOKICHHON KOCOIAMOCThIO

npreM OOJIBIINX J103 MYKOJUTHUYECKUX MpenapaToB

25. ITOJIMTIJION A 3TO

YBEJIMUYEHHUE YUCIIa XPOMOCOM, KPaTHOE TraruionHOMY Habopy
YMEHBIIEHNE KOJIMYECTBA XPOMOCOM B HaOOpe Ha HECKOJIBKO Iap
YBEJIMYEHHE XPOMOCOM B HaOOpe Ha YEThIPE Maphbl

yBEJIMYEHUE XPOMOCOM B Habope Ha BOCEMb Tap

26. KAKMMU [TPU3HAKAMUM B OCHOBHOM XAPAKTEPU3YIOTCA XPOMOCOMHBIE
BOJIE3HU
YMCTBEHHAsI OTCTaJI0CTh, IOPOKHU PA3BUTHS PA3JIMYHBIX OPraHOB U CUCTEM



YMCTBEHHasl OTCTaJIOCTh, OTCYTCTBHE MMOPOKOB PA3BUTHUS CKEJIETHON CUCTEMbI M BHYTPEHHUX
OpraHoB

MOPOKU Pa3BUTHS U HOPMaJIbHOE YMCTBEHHOE Pa3BUTHS

HOPMaJIbHOE YMCTBEHHOE Pa3BUTHUS U CHUXKEHUE POCTO-BECOBBIX MOKa3aTenei

27. 111 KAKOI'O XPOMOCOMHOI'O CUH/IPOMA XAPAKTEPEH CJIEJIVIOILI HABOP
CUMIITOMOB - YMCTBEHHAS OTCTAJIOCTbD, JOJIMXOLEDAJINAI,
JED®OPMUPOBAHHBIE YIIIHBIE PAKOBUHEBI, ®JIEKCOPHOE ITOJIOXXEHUE ITAJIBIIEB
PYK

CHUHJIpPOM DjiBapjica

cunjapoM Ilaray

cunapoM [layna

cunapom KmaitHdpenpTepa

28. KAKME METOJIbl OKPACKU ITPUMEHSOTCA B HIUTOI'EHETUKE J1JIA
JIMATHOCTHKU TEHOMHbBIX MYTALUIA

pYTUHHAs OKpacka

meTo; G-okpacku

MetoJ C-okpacku

METOJI C HCIIOJIb30BaHUEM (DITyOPECIIEHTHBIX KpacuTeeH

29. JIA TIPOBEAEHU A HUTOI'EHETUYECKOI'O UCCIIEJJOBAHUA HE
NCIIOJIB3YIOTCA

KJIETKH TIEYCHU

KJIETKU niepudeprudeckoil KpoBu

OuonTaT XOpUOHa

SMOPUOHANIbHYIO TKaHb

30. ITPU ITOBTOPHbIX CITOHTAHHBIX ABOPTAX (BOJIEE3-X) HA PAHHUX CPOKAX
BEPEMEHHOCTU U CJIVHAEB MEPTBOPO)KI[EHHVI B AHAMHE3E
HUTOI'EHETUYECKOE UCCJIIEAOBAHUWE HA3BHAYAETCS

o0ouM cynpyram

OJIHOM KEHIIMHE

POAMTEIISIM >KEHIIUHBI

OJIHOMY MYKUHHE

31. K COBPEMEHHbBIM LIUTOT'EHETUYECKUM METOJIAM OTHOCATCA
MOJIEKYJIIPHO-IITUTOT€HETUYECKUM METO

UCCJIEI0BAHKE I10JI0OBOT'O XpOMaTHHA

METOJ] pyTUHHOM OKPaCcKH

MeToa TU(PepeHIINaTLHOI0 OKpaIIuBaHHs

32.YTO HE JIEXXUT B OCHOBE COBPEMEHHO! KJIACCU®UKAITNN XPOMOCOM
MHTEHCUBHOCTH OKPAIIUBAHUS

XapakTep NOMepeyHON NCUePUEHHOCTH NpH U depeHIInaIbHONR OKpacKe

pa3Mep U pacroiokKeHHe LIEHTPOMEPHI

JUIMHA IJIEY XPOMOCOM

33. OV XPOMATHUYECKHUE YHACTKU XPOMOCOM COAEPXAT
TEHBI

MHO>KECTBEHHBIE TOBTOPHI NocneaoBarenbHocTed JJHK
HETPaHCKpUOHpPYEMBbIE JIOKYChI



PETYIATOPHBIE 00IaCTH

34. KAK HA3BIBAIOTCS XPOMOCOMBI C KOHLIEBBIM PACIIOJIOXXEHUEM
LHEHTPOMEPBI

AKPOIECHTPUKHU

METaICHTPUKH

CyOMeTaleHTPUKHU

JTUTICHTPUKH.

35. MUKPOXPOMOCOMHGBIE I[TEPECTPOMKHN (MUKPOIEJIELINU,
MUKPOAYIUIMKALIMN, TPAHCJIOKALIUM HEBOJIBIIINX YYACTKOB XPOMOCOM)
BBISBJIAKOTCS C IIOMOILBIO

npomMeTadazHOro aHanu3a XpoMoCoOM

MeToga C-oKkpaliBaHus

aHaJIM3a MOJOBOI'O XPOMATHHA

metona G-okpammBaHus

36. KAKME MYTALIMN OTHOCATCA K TEHOMHbBIM
HOJUIIOUIUH, aHEYTIIIOUTHH

MHBEPCHUH, TPAHCIOKALINH

BHYTPUXPOMOCOMHBIE U MEKXPOMOCOMHBIE IIEPECTPONKHU
TYTIMKALUY, 1eJIelUn

37. OBJIACTBIO UCTIOJIB3OBAHMA HUTOT'EHETUUYECKNX METO/J10OB ABJIAAETCA
JUAarHOCTHKA XPOMOCOMHBIX CHHIPOMOB

BBISIBJICHHE [IEPBUYHOIO OMOXMMHUYECKOTO 1e(peKTa MyTaHTHOI'O T€Ha

BBISIBJICHHE F€TEPO3UTOTHOTO HOCUTEIBCTBA T€HOB

JIMarHOCTHMKAa MOHOTE€HHBIX CHHJIPOMOB

38. METO/] TOYHOM JTNATHOCTUKN XPOMOCOMHBIX BOJIE3HEN
[uTtorenernueckui

Knuanaeckui

Jepmarornuduueckuit

Knuauko-reneanornyeckuii

39. YMCTBEHHASA OTCTAJIOCTbD HE ABJIAAETCA XAPAKTEPHBIM CUMIITOMOM JUJIA
CUHAPOMOB, 00YCIIOBICHHBIX MYTAlIUSIMHU MOJIOBBIX XPOMOCOM

CHHJIPOMOB, 00YCJIOBJICHHBIX YHCIOBBIMU MYyTallUSIMH ayTOCOM

CUHAPOMOB, 00YCIIOBICHHBIX CTPYKTYPHBIMH MYTAIlUSMU ayTOCOM

MYJIbTH(AKTOPHATBHBIX 3a00JI€BaHUI

40. HYKJIEOCOMBI ITPEJICTABJISIFOT COBOM
KOMIUIEKC TUCTOHOBOTO OKTaMepa 1 ydactka JJTHK
BUJMMbIE€ B CBETOBOM MHUKPOCKOIIE IJIBIOKM XpOMaTHHA
WHAaKTUBUPOBaHHAas X-XpOMOCOMa

KOMIUIEKC SIIPBIIIKO0OPa3yIOIUX PErHOHOB

41. K XPOMOCOMHBIM MYTALMAM OTHOCATCA
CTPYKTYpPHBIE U3MEHEHHSI XPOMOCOM

HapyleHUEe KPaTHOCTHU TalUIOUAHOT0 Habopa XpoOMOCOM
HOJTUTIION TUST

YHCIIEHHbIE HApYIIEHUS 110 OTAEIbHBIM XPOMOCOMaM



42.YTO SBJISIETCS BEAYIIUM B KJIMHUKE XPOMOCOMHBIX BOJIE3HEN
HapyIIeHWe YMCTBEHHOT'O Pa3BUTHS B COYETAHHUH C IIOPOKAMHU PA3BUTHS M MUKPOAHOMAJTUSIMHU
pa3sBUTUA

3a/iepKKa B ICUXOMOTOPHOM Pa3BUTHH Y JIeTEeH MJIAAIIECTO BO3pacTa U YMCTBEHHAS OTCTAJIOCTh Y
JIETEH cTaplIero Bo3pacra

HapyeHue (U3NIECKOTO Pa3BUTH

CHUCTEMHOCTh TTOPaXKEHUS

43. AHEYIUIOMUA — 9TO

M3MEHEHHE YHCIia XPOMOCOM B pe3yJibTaTe YTepU WK 100aBIEeHUS OJJHON MM HECKOIbKUX
XpOMOCOM

YBEJIMYEHUE XPOMOCOMHOTO Habopa Ha IeJIbli rariouaHbINH Habop

M3MEHEHUS YUCIIa XPOMOCOM B pe3yJIbTaTe JOOABICHHS OJTHON WIIM HECKOJIBKUX XPOMOCOM
M3MEHEHHE YHciia XPOMOCOM B pPe3yIbTaTe yTepy OJHOM MM HECKOJIBKUX XPOMOCOM

44. 3ATIMCb HOPMAJIbHOI'O KAPUOTHUIIA XXEHIIIMHBI 1 MVY>KUMHbBI U 3AITNCH
KAPUOTUIIA YEJIOBEKA C UICTUHHBIM '’EPMA®PO/IUTU3MOM

46, XX. 46, XV. 46, XX/46, XY

46, XX. 47, XXV, 46, XX/47, XXY

45, X0. 46, XV. 46, XX/46, XV

46, XX. 46, XV. 45, X0/46, XY

45. KAPUOTHII ITPY CUH/IPOME IIEPEIIEBCKOI'O-TEPHEPA
45, X0

46, XY, 5p-

47, XXX, 47, XXY

47, XXX

46. KAPUOTMUII [TPU CUHJIPOME 5/IBAP/ICA
47, XX, +18

46, XY, +21

47, XXY

47, XX, +13

47. KAPUOTHUII ITPU CUHJIPOME I1ATAY
47, XX, +13

46, XY, +21

47, XXY

47, XX, +18

48. KAPMOTHII ITPY CUHIPOME KJIAMH®EJIbTEPA
47, XXY

46, XY, +21

47, XX, +13

47, XX, +18

49. KAPUOTMUII ITPU CUHJIPOME JIAYHA
46, XY, +21

47, XXY

47, XX, +13

47, XX, +18



50. KAPUOTHUII TIPYT CUHJIPOME JJAYHA
47, XX, +21

47, XX, +13

47, XXX

47, XXY

51. KAPUOTHII ITPY CUH/IPOME «KOIIIAULEI'O KPUKA»
46, XX, 5p-

45, X0

46, XX, 9p+

46, XX/45 X0

52. B KAKMNX BO3PACTHBIX MHTEPBAJIAX PE3KO ITOBBIIIEH PUCK POXJIEHWA
PEBEHKA C XPOMOCOMHOMU ITATOJIOTUEN

15-18 u 35-45 ner

20-23 u 24 - 28 net

19 -22 1 30- 33 ner

24 — 28 u 31-34 ner

53. B KAKX BO3PACTHBIX MHTEPBAJIAX PE3KO ITOBBIILIEH PUCK POXJIEHUS
PEBEHKA C XPOMOCOMHOM IMATOJIOTUEN

15-18 xer

20-23 et

24-28 ner

19-22 rona

54. B KAKUX BO3PACTHBIX NHTEPBAJIAX PE3KO ITOBBIILIEH PUCK POXIEHUS
PEBEHKA C XPOMOCOMHOMU ITATOJIOTUEN

35 ner u crapuie

20-23 ner

24-28 ner

19-22 rona

55. BITPOLIECCE ITOAI'OTOBKU K JEJIEHNIO XPOMOCOMbBI YKOPAUYNBAIOTCA
Bbonee uem B 10000 pa3

ITpumepno B 100 pa3

[Tpumepno B 250 pa3

ITpumepno B 500 pa3

56. KAKUE USMEHEHUA CTPYKTYPBI XPOMOCOM JIEXXAT B OCHOBE
XPOMOCOMHBIX BOJIEZHEN

NuBepcun, nymmvkanuu, TpaHCIOKALUH, AJICIUN

TpucoMun, MOHOCOMHH,

Honcenc, Mmuccenc myrauuu

[Monmumaonauu

57. AJIs1 KAKOT'O XPOMOCOMHOI'O CUHAPOMA XAPAKTEPHA CUMIITOMATHUKA -
MUKPOLIE®AJINA, PACIIEJIMHA I'YBbI U HEBA, ITOJIMAAKTUIIVA 1 [TOJIMKUCTO3
[TOYEK

Cunnpowm Ilatay

Cungpom DnBapica



Cungpom Jlayna
Cunapom Bonbda-XupnxopHa

58. Y OJJHOI'O U3 POJIUTEJIEM PEBEHKA C CUHJIPOMOM JIAVHA BBISIBJIEHA
CBAJTAHCUPOBAHHAA TPAHCJIOKALIMA 21/21(OBUIEE YN CJIO XPOMOCOM 45).
PUCK IIOBTOPHOI'O POXJIEHMS BOJIbBHOI'O PEFEHKA B JAHHOW CEMbE
COCTABIJIAET

100%

10%

25%

50%

59. ¥V MATEPU PEBEHKA C CUH/IPOMOM JIAYHA BbISIBJIEHA CBAJIAHCHPOBAHHASI
TPAHCJIOKALIMA 21/13. PUCK ITOBTOPHOI'O POXJIEHM A BOJIBHOI'O PEBEHKA B
JTJAHHOM CEMBE COCTABJISET

10-11%

3-5%

15-20%

25%

60. Y OJHOI'O 13 POJUTEJIEM PEBEHKA C CUHJIPOMOM ITATAY OBHAPY)XXEHA
TPAHCJIOKALIMA 13/13. PUCK ITOBTOPHOI'O POX/IEHIM A BOJIBHOI'O PEBEHKA B
JTJAHHOM CEMBE COCTABJISET

100%

10%

25%

50%

61. MAJIBUHMK C BOJIE3HBIO TAYHA UMEET KAPUOTMUII 46, XY (14.21) KAPUOTUIIT
POJIUTEJIEM B HOPME PHICK ITOBTOPHOI'O POXIEHI S FOJIbHOI'O PEFEHKA B
JTJAHHOM CEMBE COCTABJISET

1%

100%

25%

50%

62. Y MOJIOJIBIX POIUTEJIEN C HOPMAJIBHBIM KAPUOTHUIIOM POJINJICS PEBEHOK
C CUHAPOMOM JIAYHA (PET'YJIAAPHAA TPUCOMUA 10 21 XPOMOCOME). PUCK
TIOBTOPHOI'O POXXJIEHMA BOJIbHOI'O PEFEHKA B IAHHOM CEMBE COCTABJISIET
1%

100%

25%

50%

63. PUCK POXIEHIMA PEBEHKA C CMUHIPOMOM JAYHA Y MATEPU CTAPIIE 40 JIET
COCTABIJIAET

1:50

1:10000
1:1000
1:10



64. YITAKOBKA MOJIEKYJI JHK B MET®®A3HON XPOMOCOME SIBJISETCS
®YHKLUEN

HerucrtonoBbix 6CJ'IKOB

I'mcronos

PaCTBOpI/IMBIX MUTOINIA3MATHYCCKUX 66J‘IKOB

65. KOHCTUTYTUBHBIU TETEPOXPOMATUH JIOKAJIN30OBAH B
LlenTpomepHbIX 00MaCTsIX

TenoMmepHbIX 001acTIX

YHUKaILHBIX TeHax

JnuHHOM 1Ieue Y-XpOMOCOMBI

66. MEIO3 1 MUTO3 OTJIUMYAIOTCSA JIPYT OT JIPYTA
Penyknueii unciaa XxpoMocoM

OCOOEeHHOCTAMU PEIUIMKALUU

[TepexoMOuHaIMEN Fr€eHETUUECKOTO MaTepuaa
Mopdoorueit xpomMmocom

67. XUMNYECKHNIN COCTAB HYKJIEOCOMBI
JHK u 6emox

JAHK

PHK

benok

68. ®A3A MEHO3A 1 B KOTOPOM ITPOMCXOJIUT KPOCCUHI OBEP
ITaxuTena

JlenToTreHa

3uroreHa

Jlumnotena

69. ABOTUCTBIE OCHOBAHUA, BXOJIAIIWME B COCTAB PHK
VYpanun, afeHuH, TyaHuH, IUTO3UH

TuMuH, afileHUH, TyaHUuH, [IUTO3UH

['yanuH, IUTO3UH, THMUH, YPaIlAI

TuMuH, afileHuH, TyaHUH,ypalui

70. AJUIEJIBHBIE T'EHbBI — 9TO

I'ensl, HaxoAIIMECS B OJHOM M TOM K€ JIOKYCE TOMOJIOTUYHBIX XPOMOCOM
I'ensl, HaxoaAIIMECA B PA3HBIX XPOMOCOMAX

I'ensl, HaxoaAIIMECS HA Pa3HBIX YPOBHAX F'OMOJIOTMYHBIX XPOMOCOM
I'ensl, HaxOaAIIMECS B HETOMOJIOTHYHBIX XPOMOCOMaxX

71. MUTO3 - 5TO

JIeJIeHNe SApa U KIETKH, IPUBOJIALIEe K 00pa30BaHUIO IBYX JOUYEPHUX KJIETOK C UIEHTUYHBIMU
Habopamu xpomocom u JJHK

(bopMa KJIETOYHOTO JIeJIEHUs], KOTOPasi CONPOBOXKIAETCS YMEHBIIEHUEM YK CIIa XPOMOCOM C
JUIIJIOUTHOTO [0 TaIljIOUHOTO

MIPOLIECC JIeJIeHMsI, 00€CTIeUNBAIOIINI TPEEMCTBEHHOCTh B PSITy KJIIETOUHBIX MTOKOJIEHUIN
MIEPUOJ MEXKIY AEICHUSAMU KIIETKU

72. HUTOI'EHETUYECKHE METO/bI UCIIOJIB3VIOT U AMATHOCTMKU
Ooe3Hel, 00yCIIOBIEHHBIX H3MEHEHHEM YHCIIA U CTPYKTYPhl XpPOMOCOM



HaCJIEJICTBEHHBIX Je(heKTOB OOMEHa BEIIECTB
MyJIbTU(AKTOPUANBHBIX 3a00JIeBaHUII
MOHOTEHHBIX 3a00JIEBaHUI

73. MUKPOXPOMOCOMHBIE ITEPECTPONKU BBIABJIAIOTCS C ITIOMOILBIO
MOJICKYJISIPHO-ITUTOT€HETHYECKUX METOIOB

npomMeTadazHOro aHanu3a XpoMoCoOM

MmeToga C-okpaliuBaHus

aHaJIM3a MOJOBOI'O XPOMATHHA

74. KAKOE 3ABOJIEBAHUE CBA3AHO HAPYIIEHMEM UYHCJIA TTOJIOBbIX XPOMOCOM
cunapom Kmaitndensrepa

6ose3ns Jlayna

reMopuIns

JATbTOHU3M

75. HECOOTBETCTBHUE 'EHETUIIMYECKOI'O U ®EHOTUITMYECKOI'O ITOJIA
HABJIOJAETCS TP CUHIPOME

TectuxkynspHoit eMuHU3aLUN

Knaitagensrepa

Tepuepa

Jloypenca-Myna-bapae-buis

76. KAPUOTHUII )KEHILIMHEI, HE CTPAAIOIIEN HACJIEJCTBEHHOM BOJIE3HEIO,
CBS3AHHOM C HAPYIIEHUEM YHCJIA XPOMOCOM

46, XX

47, XXX

45, X0

46, XY

77. JEJIELWA JJIMHHOI'O IUVIEYA XPOMOCOMBI 13 - 9TO
Cunnpom OpOenn

CungpoM "Komaubero kpuka"

Cunnpom Bonbda-XupmxopHa

Cunnpom Jlayna

78. BOJIE3Hb, BBI3BBAHHA S XPOMOCOMHON MYTALIUEN
CI/IHI[pOM «KOHIIAYbECro KpI/IKa»

TaJIaKTO3CMUA

xopes ['eHTuHITOHA

cunapoM Ilaray

79. TPAHCIIOKALIAA — 3TO

pa3pbIB XpOMOCOM U 00OMEH (parMeHTaMu
M3MEHEHUE KOJIMYECTBA XPOMOCOM B KApUOTHUIIE
nepeMenieHre (pparMeHToB XpoMOCOM
yIBOEHUE PparMeHTOB XPOMOCOM

80. BALLl JUATHO3 - HEBOJIBIIIA S KPYTJIASI TOJIOBA CO CKOIIEHHBIM 3ATBUIKOM,
MOHI'OJIOMIHBIN PA3PE3 I'JIA3, SIIMKAHT, KOPOTKHNI HOC C ILIMPOKOU IVIOCKON
[IEPEHOCHLIEN, MAKPOTJIOCCH S, JTE©OPMIPOBAHHBIE VIIIHBIE PAKOBUHBI,
MBILIEYHA ST TUTTOTOHU L.



6ose3ns Jlayna

curapom Kmaiingenrepa

cunzpoM lllepemesckoro — TepHepa
cunapoM Ilaray

81. JUISI KIIMHUYECKOM KAPTUHBI CUHPOMA KJIAMH®EJIBTEPA Y
HOBOPOXJIEHHBIX MAJIBUMKOB XAPAKTEPHO

Hopmanbhsrii peHoTHT

Jlumparraeckuit orex

Pacmenuna ryosr 1 HeOa

AHOMaNIMu Hapy>KHBIX T€HUTAIUI

82. TIP1 CUHAPOME KJIAMH®EJILTEPA ¥ BOJIbHOI'O HAXOJAT
I'mnexkomacTuio

["'oHazabl, UMEIOIIKE THCTOJIOTHYECKYIO KAPTHHY SIMYHHUKA

Hapy»Hble reHuTaIny NpoMeKyTOYHOro TUIa

AHOManuu ayTocom

83. POANJICA PEBEHOK C I'EHUTAJIMAMU ITPOMEXYTOYHOI'O TUITA. IUTA
OINMPEAEJIEHU A TEHETUYECKOI'O ITOJIA PEBEHKA HEOBXOMMO
HccnenoBath kKapuoTHI peOeHKa

Ornpenenutb ypoBeHb 17 — KETOCTEPOUIOB B MOUE

HccnenoBaTh KapuOTHI MAaTEePH

Uccnenosars kapuoTun otua

84. U1 CUHAPOMA IIEPEIIEBCKOI'O - TEPHEPA HE XAPAKTEPEH
Bricokuii poct

[IIeWHbIi NTEPUTHYM

JIumparuueckuit otex

CHM)KEHHBI UHTEIIEKT

85. YACTOTA CMHJAPOMA HEPEIIEBCKOI'O — TEPHEPA CPEJM HOBOPOXIEHHBIX
JEBOYEK COCTABJIAET

1: 3000

1: 1000

1: 5000

1: 15000

86. YACTOTA CUHJIPOMA KJIAUH®EJIbTEPA CPEJ1 HOBOPOXXJIEHHBIX
MAJIBYUKOB COCTABIJIAET

1: 1000

1: 3000

1: 5000

1: 15000

87. YACTOTA CUHAPOMA 5/1BAPJICA CPEAM HOBOPOXAEHHbBIX COCTABJIAET
1: 7000

1: 2000

1: 500

1: 15000

88. HACTOTA CUHJIPOMA ITATAY CPEJA1 HOBOPOXIAEHHBIX COCTABJIAAET



1: 7000
1: 2000
1: 500
1: 15000

89. ITPU CUHAPOME ITATAY B KAPUOTHUIIE BOJIBHOI'O HAXOJAT
47 xpoMocoM

[TaTon0rUI0 MOJIOBBIX XPOMOCOM

Heneuuto 5-oif XpoMOCOMBI

Tpucomuto no 21 xpomocome

90. MO3ANIN3M X0/XX XAPAKTEPU3YETC:I

Bo3MOXHBIMU KJIMHUYECKUMHU MposBiIeHUAMEU cunipoma lllepemeBckoro- TepHepa
PasButreM HapyKHBIX MY>KCKUX T'€HUTAIIUN

3HAYUTEIbHOU YMCTBEHHON OTCTAIOCTHIO

Bricokum pocTtom

91. CHHIPOM, BBI3BAHHbBII AHOMAJIMIMU ITOJIOBBIX XPOMOCOM - 3TO
CHUH/IPOM

[lepemeBckoro- TepHepa

6one3up layHa

cunapoM [laray

CHUHAPOM DnBapica

92. HOPMAJIbHBII XPOMOCOMHBIM HABOP HAXOJIAT V BOJIbHBIX C CHUHJIPOMOM
Mapdana

Hayna

DnBapjaca

ITaray

93. VIS CUHAPOMA HIEPEHIEBCKOI'O - TEPHEPA XAPAKTEPHbBI KIIMHUYECKUE
CUMIITOMEBI. KPOME

CHMKEHHBIN UHTEIIEKT

[IleiHbIi NTEPUTHYM

Koapkranus aopTsl

Hwuskuii poct

94. ¥V XEHIIIVH C CUHIPOMOM XXX HABJIIOJAKOTCA KIIMHUYECKUE CUMIITOMEI.
KPOME

HopmanbHblil HHTEIUIEKT

CHM)KEHHBIN UHTEIIEKT

ITopoku cepaua

Hopmanshelii pocTt

95. CUHAPOM ITATAY XAPAKTEPU3YETCA BCEM I[IEPEUNCJIEHHbBIM, KPOME
OTcyTCTBHEM ITOPOKOB Pa3BUTHUSA

CHM)XEHHBIM UHTEIIJIEKT

Pannei cMepThio

IHomupakTunuei

96. Y BOJIbHBIX C CUH/IPOMOM 3/IBAP/ICA OBHAPYXMBAIOT BCE, KPOME
I'epmadpoauTtuzma



Homuxonedanuu
CTonbl — Ka4aJiku
DJIEKCOPHOTO MOJI0KEHHUS MAJIBIIEB PYK

97. Y BOJIbHbBIX C CUHIAPOMOM 5/IBAP/ICA ObHAPYXNBAIOT BCE, KPOME
HopMmainbHOM npOIOIKUTENBHOCTH KU3HU

Mukporsatuu

ITopokoB cepaua

Homuxonedanuun

98. JUIS1 KAKOI'O HACJIEJICTBEHHOI'O 3ABOJIEBAHUS ITPUUYMHOM [TATOJIOT U
SABJIAETCA AEJIELINA KOPOTKOI'O ITVIEHA XPOMOCOMBI 5

CHHJIPOM «KOIIIAYbeTO KPUKa

0one3np Jlayna

XPOHUYECKUI MUEIIOUIHBIN JICHKO3

MBIIIEYHAs TUCTpodus JronieHHa

99. BABOJIEBAHUE, BBI3BBAHHOE TEHOMHOM MY TAILIMEI
cunapom lllepemreBckoro-Tepuepa

remopunus

TajacceMus

CHHJIPOM «KOLIAYbEro KPUKa»

TUIIEPTOHUS

100. BALLI JUATHO3 - KOPOTKA IHEA, HU3KAS JIMHUA POCTA BOJIOC HA LIEE,
KPBHIJIOBUTHBIE KOXKHBIE CKJIAJIKU (JINLIO COMHKCA), HU3KU POCT

cunapom lllepemreBckoro — TepHepa

cunapom KmaitHdpenbtepa

6one3np layna

YABOCHHE 4nciaa Y XpOMOCOM

101. AVIUIMKALIA - 9TO

YABOEHHE y4aCTKa XPOMOCOMBI

BBIIAJICHUE YYaCTKAa XPOMOCOMBI

[IepeCcTaHOBKA HYKJICOTUIOB

U3MEHEHHUE KOJIMYECTBA XPOMOCOM B KapUOTUIIE

102. ITPY1 KAKOM 3ABOJIEBAHMN KAPUOTUITMPOBAHUE ABJIAETCA METO/I0OM
JMATHOCTHUKHA

CHUHIpPOM DBapjica

rajJjakTo3eMus

beHnnKeTonypus

bpyxTO3eMus

103. 3ABOJIEBAHUE, CBA3AHHOE C UBMEHEHUEM UMCJIA AYTOCOM
cunapoM [laray

JalIbTOHU3M

6one3ss ['ome

cunapoM Illepemesckoro-Tepuepa

104. XPOMOCOMHBIE MYTAIINUN BBI3bIBAIOT
CTPYKTYPHBIE H3MEHEHHSI XPOMOCOM



HN3MCHCHHUEC YHCJia XpOMOCOM
MOJIUIIIIONIUH
T'CHHBIC MyTallun

105. CTAJJVA KIIETOYHOI'O AEJIEHW S, HAUBOJIEE YIOBHAS J1J151 U3YUEHU A
XPOMOCOM

Mertadaza

[Tpodaza

Amnadaza

WuTepdaza

106. [TPU KYJIbLTUBMPOBAHUNU B [TPUCYTCTBUU OT'A(PETATEMATJIIOTUHIMHA)
HAYUHAIOT JEJIUTBCA

JIumbonuTh

MOHOIIUTHBI

DPUTPOLIUTHI

Hetitpodunsl

107. KOJIXULIUHOBA I UTHAKTUBAILIMA BEPEEHA JIEJIEHUS OCTAHABJIMBAET
MUTO3 HA CTAJJN

Mertadassr

AHada3zbl

Tenodasbr

WnTepdass

108. YMCJIO XPOMOCOM B 3UT'OTE U COMATHUYECKOU KJIETKE HA3BIBAETCS
IUIIIOMIHBIM

AQHEYTUIOUTHBIM

TrarIOMJHBIM

MMOJTUILIOUTHBIM

109. [TIOJIOBBIMU XPOMOCOMAMU HA3BIBAIOTCA

XPOMOCOMBI, HAJIMUUE KOTOPBIX B KAPUOTUIIE ONIPEIENSET MI0JI OpraHu3Ma
XPOMOCOMBI MOJIOBBIX KJIETOK

XPOMOCOMBI, yYaCTBYIOIINE B KDOCCUHIOBEPE

XPOMOCOMBI, COJIEprKalie TOIBKO Fe€HbI, IETEPMUHHUPYIOIINE Pa3BUTHE T0JIa

110. TETPATIJIOUIHAS KJIIETKA YEJIOBEKA COAEPXKXUT
92 XxpoMOCOMBI

23 XpOMOCOMBI

46 xpomocoMm

69 xpomocom

111. TEHETUYECKUI MEXAHN3M BO3HUKHOBEHMS BOJIBIIIMHCTBA
AHEVIUIOUJUI- 3TO

HEPACXOKACHHUEC XPOMOCOM

TpaHCJ'IOKaLII/Iﬂ

MHBEPCHU

pI(SA) (00560

112. TAIJIOWIHBI HABOP YEJIOBEKA COJIEPXKUT
23 XpOMOCOMBI



46 xpoMocoM
47 xpomocom
69 xpomocom

113. KJIETKA C OJHOU OTCTCTBVYIOILEN NJIX OHOM JIMIITHEX XPOMOCOMOU
HABBIBAETCS

AHDYIUIOUTHOU

JuninougHoun

INammiongaon

3uroroit

114. TIOJIHASI MOHOCOMUA - 3TO
OTcyTCcTBUE BCEl XPOMOCOMBI
OTcyTCTBHE KOPOTKOTO TI€Ya XPOMOCOMBI
OTcyTCTBUE AJIMHHOTO I1JIeYa XPOMOCOMBI
[TosiBneHME TONMOIHUTEIBLHONW XPOMOCOMBI

115. OBJIACTBIO UCIIOJIB3OBAHUA HUTOT'EHETUYECKNUX METOZAOB ABJISAETCA
JUAarHOCTHKA XPOMOCOMHBIX CHHIPOMOB

BBISIBJICHHE [IEPBUYHOIO OMOXMMHMUECKOTO Ie(peKTa MyTaHTHOI'O T€Ha

JMarHOCTUKA MYJIbTU(AKTOPUATIBHBIX 3a00J1€BaHUM

BBISIBJICHHUE FE€TEPO3UTOTHOTO HOCUTEIIBCTBA T€HOB

116. XPOMOCMBI C KOHIHEBBIM PACTIOJIOXKEHUEM HIEHTPOMEPEI HA3BIBAIOTCA
AKPOLICHTPUKHU

METalEHTPUKH

cyOMeTaIeHTPUKH

TUTICHTPUKH

117. YMCTBEHHAA OTCTAJIOCTbh MEHEE XAPAKTEPHA J1JI4
CHHJIPOMOB, 00YCJIOBJIEHHBIX MyTallUSIMHU MOJOBBIX XPOMOCOM
CUHAPOMOB, 0O0YCIIOBJIIEHHBIX YMCIOBBIMU MYTallUSIMU ayTOCOM
CHHJIPOMOB, 00YCJIOBJIEHHBIX CTPYKTYPHBIMU MYTAIMSIMUA ayTOCOM
MOJIUTUIOU T

118. K XPOMOCOMHBIM MVYTALIMA OTHOCATCA
CTPYKTYpPHBIE U3MEHEHHSI XPOMOCOM

HapyLIEHUE KPATHOCTHU TaIIOUAHOT0 HabOpa XpOMOCOM
YHCJICHHBIE HAPYIIECHUS ayTOCOM

YHCJIEHHBIE HAPYIIEHUS ITOJIOBBIX XPOMOCOM

119. KTEHOMHBIM MYTALIUA OTHOCATCA

YucneHHble HApYLIEHUS 110 OTAEIBHBIM XPOMOCOMaM

Henemuu

Tpancnokanuu

N3MeHeHne HopMaIbHOM MocaeaoBaTebHOCTH ocHOBaHuid B JIHK

120. XPOMOCOMHBIE AHOMAJINU, HE BCTPEHAIOIINECA Y X KUBOPOXJEHHBIX
MoHnocomuu 1o ayrocomam

Tpucomun no ayrocomam

TprucoMuu 1o MOJIOBBIM XPOMOCOMaM

MoHOCOMHHM MO X-XPOMOCOME



121. IOKA3AHUA 1J1A UICCIIEJOBAHUA KAPUOTUIIA

HAJIMYYE B aHAMHE3€ YMEPIIHX JIETeH C MHOYKECTBEHHBIMU TIOPOKAMU Pa3BUTHS

XPOHUYECKUI MPOTPEIMEHTHBIN XapaKTep TCUCHHUsT OOJIE3HN C HauaIloM B JIETCKOM BO3pacTe
HEBPOJIOTMYECKHUE MPOSIBIICHUSI (CYIOPOTH, CHIDKEHHE MITH TIOBBIIIIEHHUE MBIIIEYHOTO TOHYCA, CIACTUYECKHIE
napesbl)

JIeTKasi CTETICHb YMCTBEHHOW OTCTAIOCTH 0€3 BPOXKIICHHBIX TIOPOKOB PA3BHUTHSI

122. TIOKA3AHWA 1A ITPOBEJIEHA HUTOI'EHETUYECKOI'O NCCIIEJOBAHMA
YMCTBEHHAsI OTCTaJIOCTh, MUKPOQHOMAIMH PA3BUTHS WIIH BPOXK/ICHHbIE TOPOKH Pa3BUTHS
reNaToCIUICHOMETANINs, KaTapaKTa, yMCTBEHHAsl OTCTAJIOCTh

HEBPOJIOTMYECKHUE MPOSIBIICHUSI (CYA0POTH, CHIXKEHHE WITH TIOBBILIEHHUE MBILIEYHOTO TOHYCA, CHACTUYECKHE
napesbl)

HENePEHOCUMOCTh HEKOTOPBIX MHUILIEBBIX IPOAYKTOB, FEMOIMTHYECKHE KPHU3bI

123. JIETAJIbHBIMU HAPYIIEHWAMU KAPMOTUIIA ABJEAIOTCA
MOHOCOMHH 10 ayTOCOMaM

MOHOCOMMH I10 X-XpOMOCOME

TPUCOMMH T10 TIOJIOBBIM XPOMOCOMaM

TPUCOMUHU I10 ayTOCOMaM

124. BEAYILM B KJIMHUYECKOU KAPTUHE XPOMOCOMHbIX BOJIE3HEN
SBJIETCA

HapyIICHHE YMCTBEHHOTO Pa3BUTHUS B COUCTAHHUH C TOPOKAMU PA3BUTHSA U MUKPOAHOMAIIUSIMU
pa3BurTus

3aJiep>KKa B ICHXOMOTOPHOM Pa3BUTHUH Y JI€TeH MIIAJIIIIET0 BO3pacTa W YMCTBEHHAs OTCTAJIOCTh y
JIETEH cTapllero Bo3pacra

HapylIeHue (U3NUECcKOro pa3BUTHS

CUCTCMHOCTH nopameHI/m

125. IOKA3AHHMEM K KAPUOTUIIMPOBAHUWIO HE ABJISITCS
renaTo-CIyIeHOMErajans

HOBTOpHBIG BBIKHWIBIIITN

MHO>KECTBEHHBIE TTOPOKU PA3BUTHS

Oecrionue

126. HOCUTEJIM POBEPTCOHOBCKUX TPAHCJIOKALIWM

KJIMHUYECKH 3/I0pPOBBI M UMEIOT PUCK POKICHUS peOeHKa ¢ XPOMOCOMHOM 00JIe3HBIO

UMEIOT KapHOTHII, COCTOAIIUHN U3 45 XpoMocoM

MMEIOT PUCK Pa3BUTHS OIIyXOJIeH

UMEIOT KapHOTHII, COCTOAIIUHN 13 46 XpOMOCOM, OJIHA M3 KOTOPBIX SIBJISIETCS CIUSTHUEM JTMHHBIX
IJIEY aKPOLIEHTPUUECKHUX XPOMOCOM, a BTOpasi — KOPOTKHUX

127. IOKA3AHUWEM JIJIAA HUTOT'EHETUYECKOI'O UCCJIEJOBAHUMS CYIIPYT'OB
SIBIISIETCA

nBa 1 0oJiee CIOHTaHHBIX abopTa

reMoJinTudeckasi 6071e3Hb HOBOPOXKJIEHHOTO (B aHAMHE3E)

poXeHre pebeHKa ¢ MyKOBUCITHI030M

pOXeHHE peOCHKA ¢ BPOXKICHHON KOCOJIAIIOCTHIO

128. AIMATHOCTUKA KAKOT'O MOHOI'EHHOI'O 3ABOJIEBAHUSA OIIMPAETCA HA
AHAJIN3 XPOMOCOM



YMCTBEHHAsI OTCTAIOCTh C JIOMKON X-XpPOMOCOMOM
HelipoguOpomaros

cuHpoM Diepca-/lano

cunapoM Ilaray

129. JUISI IUTOI'EHETUYECKUX UCCJIEJOBAHMI UCIIOJIB3YIOTCS
TuM(OIUTHI TIEpUEPHUIESCKON KPOBH

HEUPOLUTHI

SPUTPOLIUTHI

rameThbl

130. AJ1A 3AITYCKA MUTO3A ITPU HUTOT'EHETUYECKUNX NCCIIEJOBAHUAX
NCIIOJIB3VIOT

(duTOreMarriIfOTHHUH

ButamuH C

METHUJIOBBIM CIIUPT

azyp — D03UH

131. OCTAHABJIMBAET MUTO3bI HA OTIPEJEJIEHHON CTA U
KOJIXULIUH

METOTpeKcaT

¢uTOoreMarriIroTHHUH

METUJIOBBIM CIUPT

132. JUJIA ITOJIYUEHUA JOCTATOYHOI'O KOJIMYECTBA MUTO30B I1PA
HUTOI'HETUYECKOM NCCIIEJOBAHUN OIITUMAJIbBHBIM CPOKOM CUUTAETCSA
72 4

12 g

24 4y

364

133. JUUTS JIVUILEM BU3Y AJIU3AIIIM XPOMOCOM IEPE]] OKPAILIMBAHUEM
NCTIOJIB3VIOT

TUIIOTOHUYECKUIA PacTBOP

bykcuH

METUIIOPAHK

TUIIEPTOHUYECKUHN pacTBOP

134. CAMBII PACITIPOCTPAHEHHbBI AYTOCOMHbBIN CUHIPOM
Hayna

ITaray

DnBapzaca

«Komaqbero KpHukKa»

Knaitngensrepa

135. TATOI'HOMOHUWYHBIE TTPU3HAKUA 1JI1 CUHIPOMA HBOIZHOﬁ V-XPOMOCOMBI
BBICOKHI POCT, arpeCCUBHOCTb

YMCTBEHHAs OTCTAJIOCTh

Oecruioaue

eBHYXOI/I]II/ISM

136. XPOMOCOMHA S HECTABUJIBHOCTb XAPAKTEPHA JIUIA



Cunnpowma Jlyn-bap
Cungapoma Knaitndensrepa
Cunapowma Ilpanepa-Buiuiu
Cunnpoma beksura-Bunemana

137. IIEPBAS CIITEHHUOHUYECKASA HUTOT'EHETUYECKAS KAPTUHA BbUIA OITMCAHA
[TPU CUH/IPOME

Hayna

«Komaubero kpuka»

[TepemeBckoro-TepHepa

Krnaiindenprepa

138. JIJIA BOJIE3HU TAYHA HE XAPAKTEPEH OJIVH 13 IIEPEUMCIIEHHBIX HUXE
I[TPU3HAKOB

Ta3oBas mmouka

JedopmupoBaHHble yiIu

[Topok cepania

MOHroI0MAHBIN pa3pes rias3

139. ITPU CUHAPOME «KOILIAYBETI'O KPUKA» B KAPUOTHUIIE BOJIBHOI'O HAXOJAT
YacTUUHYI0O MOHOCOMMIO 5 XPOMOCOMBI

YacTUUHYIO TPHCOMUIO 5 XPOMOCOMBI

AHOMaJuu NOJIOBBIX XPOMOCOM

MHOKeCTBEHHBIE Pa3pbIBbl XPOMOCOM

140. CUHIPOM, BBI3BAHHbII 1 AHOMAJIMEN ITOJIOBBIX XPOMOCOM — 3TO
CHUH/IPOM

[ITepemeBckoro-TepHepa

«Komaubero kpuka»

Opb6enu

ITaray

141. AOITOJIHUTEJIBHASA Y-XPOMOCOMA Y MYKXKUNH HABJIIOAAETCA TTPU
CHUH/IPOME

[Tonmucomun-Y

Knaiindensrepa

Hayna

[Taray

142. BECIUIOAUE OBbIYHO HABJIIOAAETCA ITPU
TectukynsapHoil peMuHU3aAIIH

AxoHApoIIazun

Cunnpome Dnepca-/lanno

Cunapome Mapdana

143. V BOJIBHBIX C UCTUHHBIM TEPMA®POUTU3MOM MOXET BBITh OBHAPYKEH
KAPUOTUIT

46, XX/46, XY

47, XX, 13+

47, XX, 21+

45, X0/46, XX



144. «DPUIAJIEJIbOUNCKA ST XPOMOCOMA» MOXET BbITh OFHAPYKEHA B
KJIETKAX BOJIBHOI'O TTPH

XPpOHUYECKOM MUEIIOJIEHKO3€

CunipoMe «KOIIAYbero KpUKa»

Cungpome biroma

Cunapowme Ipanepa-Bunnu

145. KAPUOTUII YEJIOBEKA B 1956 I'. YIAJIOCH OIIPEJAEJINTD, BJIAI'OZJAPA
YIPAaBIAEMOCTH ITPOLECCAMH KIETOYHOIO JACICHUS

YCOBEPIIECHCTBOBAHUIO TEXHUKH MUKPOCKOIINH

HOBOW METOJIMKH OKpalllMBaHUs

BO3MOXKHOCTH pabOTHI ¢ KJIETKAaMU KOCTHOTO MO3Ta

146. Y MOJIOJIOI'O MYKUYNHbBI C BEICOKMM POCTOM U TEHUKOMACTUEN
BBISIBJIEHA A3O0OCIIEPMUA. YTOUYHUTD AMATHO3 IIOMOXET
KApUOTUIIMPOBAHUE

CEJIEKTUBHBIA OMOXUMHUYECKUI CKPUHUHT

PEHTTEHOJIOTHYECKOE HUCCICI0BaHUE

MMMYHOJIOTMYECKOE UCCIIEJ0OBAaHUE

147. HEJIECOOBPA3HO OTIIPABUTH HA KAPMOTUIIMPOBAHUE

JEBYIIKY C IEPBUYHON aMEHOPEEH U OTCYTCTBUEM BTOPUYHBIX ITOJIOBBIX IPU3HAKOB
JKEHIIUHY ¢ | cIoHTaHHBIM a0OPTOM B aHAMHE3e

JIEBYIIKY C TUCHYHKIHUEH STHUHUKOB

JKEHIIMHY CO BTOPUYHON aMeHOpeei

148. Y MOJIOJIOM CYIIPYXXECKOM ITAPBI [TPOU3OIIJIO 5 CTIOHTAHHBIX ABOPTOB.
JIUIS1 VCTAHOBJIEHM S TIPUYMHBI CAMOITPOM3BOJIBHBIX TTPEPEIBAHUN
BEPEMEHHOCTEN HEOBXOJIUMO HA3HAYUNTH CCJIEJJOBAHUE

KapUOTHUIIA y CYTIPYTOB

OMOXMMUYECKOE UCCIIEJOBAHUE KEHIIMHBI

KapUOTHUIIA Y KEHIIIUHBI

KapHOTHIA Y MY>KUUHBI

149. MYTALIA ITPU MO3ANLIU3ME ITPOUCXOAUT HA YPOBHE
paHHEM MTOCT3UTOTUYECKOM YPOBHE

raMeTUYECKOM YPOBHE

3UTOTUYECKOM YPOBHE

MIO3JHEM ITIOCT3UTOTHYECKOM YPOBHE

150. IIOKA3AHUEM JIJIAA HUTOI'EHETUYECKOI'O NUCCJIEJJOBAHU A HE ABJIAAETCSA
HETIEPEHOCHMOCTb JICKAPCTB WM THIIEBBIX MPOTYKTOB

OTATOLICHHBIN aKyIIEpCKUN aHAMHE3

MHOXECTBEHHBIE BPOKJICHHBIE TOPOKH Pa3BUTHS

ONUTOppeHust

151. BOJIE3Hb TAYHA HE MOXET BbITbh PE3YJIbTATOM
MHBEPCUU

TpaHCIOKAUU

MO3aulIi3Ma

PEryJIIpHOM TPUCOMUU



152. JJJIA CUHAPOMA JAYHA HE XAPAKTEPEH
CIIACTUYECKUMN ITapanny

JIENKO3

CKOIIICHHBIN 3aThLIOK

MOHTOJIOUJIHBINA pa3pes a3

153. TTIPU CUHAPOME IIEPIIEBCKOI'O - TEPHEPA HE BCTPEUAETC:I
CIIMHHOMO3I1roBas FpBI)Ka

KPBUIOBHJIHAS CKJIAJIKA IICH

Oecrionue

MIOPOK Pa3BUTHS JIMM(DATHICCKOU CHCTEMBI

154. IOKA3AHUMEM JUJIA ITPOBEJAEHUA IIUTOI'EHETUYECKOI'O OBCJIEJOBAHIMS HE
SIBJETCS
aHdsHIedanus
MHO>KECTBEHHBIC TTIOPOKU PA3BUTHS
Oecruioaue
repMadpoIuTU3M

155. B XAPAKTEPUCTHUKY BOJIE3HU JAYHA BXOIUT BCE ITEPEUNCIIEHHOE, KPOME
MUPAMUTHON HEJIOCTATOUHOCTH

MOHTOJIOMHOTO pa3pesa ria3

oMropeHun

HAPYIICHUS PeUn

BPOXKJICHHBIX TIOPOKOB Cep/IIia

156. KAKOE 3AGOJIEBAHUE CBA3AHO C HAPYHIEHWUEM YHMCIIA ITOJIOBBIX
XPOMOCOM

Cungapom Knaitndensrepa

I'emodunms

JaneroHnsm

Cunnpom Jlayna

157. JJIA BOJIE3HU JAYHA XAPAKTEPHO COYETAHME CJIIEAYIOINX ITPU3HAKOB:
MUKpoLedanus, TMITOTOHUS MBIIIL, BPOKACHHBIM OPOK cep/iia, CHIKEHNE HHTEJUIeKTa
nonuxonedanus, paciierieHne Heba, apaxHOAAKTUIIUS, TUIIEPTOHYC MBIIII]
KPaHMOCTEHOTUYECKUI Yeperl, 3as4bs I'y0a, HaTnuue 6-ro najblia, XOpeoaTeTos

HaOJIIOJaeTCsl COUETaHUe JTIOOBIX MEPEYHCIICHHBIX MPU3HAKOB

158. CUH/IPOM 3/IBAP/ICA OBYCJIOBJIEH
U3MEHEHUEM YHCIIA ayTOCOM,

n3mMeHeHueM cTpykrypsl JJHK

U3MEHEHUEM CTPYKTYPBI XPOMOCOM
M3MEHEHUEM YHCIIA TTOJIOBBIX XPOMOCOM

159. KAKOI 113 KAPUOTUIIOB BYJIET UMETb JXXEHII[MIHA, HE CTPAJIAIOLIAS
HACJIEJICTBEHHO! BOJIE3HBIO, CBA3AHHON C HAPYILIEHMEM YUCJIA XPOMOCOM
46, XX

46, XV

47, XXX

45, X0



160. KAKOE 3ABOJIEBAHUE CBA3AHO C HAPYIIEHWEM UMCJIA AYTOCOM
cungpoM Ilaray

cungpoM lllepemesckoro-Tepuepa

curapom Knaitndensrepa

6one3ub ['omre

161. BABOJIEBAHUE ITPUYMHOM KOTOPOT'O ABJIAIOTCS CTPYKTYPHBIE
HAPYIIEHUA XPOMOCOM

CHUHJIpOM "KOlIaybero Kpuka'

curapom Knaitngensrepa

cunjapoM Ilaray

cunapoM Illepemesckoro-TepHepa

162. K HAUBOJIEE YACTHIM XPOMOCOMHBIM ABEPPALIUAM B MATEPUAIJIE
CIIOHTAHHBIX ABOPTOB ITEPBOI'O TPUMECTPA BEPEMEHHOCTHU OTHOCATCA
Tpucomun 21 XpoMOCOMBI

Tpucomuu 15 XxpoMocoMbl

Terparonauu

CrtpykrypHble abeppauuu

163. 3ABOJIEBAHUEM, BBI3BAHHBIM XPOMOCOMHbBIMU AHOMAJIUAMMU ABJIAETCSH
Cunapowm Ilepemesckoro-TepHepa

AnkanTtoHypus

['unoxpomHas anemus

Bupunusupyromas runepriaszus HaAno4euHuKOB

164. KAKOE 3ABOJIEBAHUE HACJIEAYETCA OTJIIMYHO OT OCTAJIbHBIX
Cunapom Teprepa

AJIpEHOT€HUTAIIbHBIN CUHAPOM

AXoHapoIIa3us

Xopes ['enTuHIrTOHA

165. ITIOJIMIJAKTIINA XAPAKTEPHA JIJISI CHH/IPOMA
[Taray

ITepemesckoro-TepHepa

Hayna

Komrausero kpuka

166. CUH/IPOM LIEPEHIEBCKOI'O-TEPHEPA ITMATHOCTUPYETCA YAIIE
B nybepratHoMm nepuone

B nepuone HOBOpOXKJI€HHOCTH

ITocne 20 et

[Tocne 40 ner

167. KAKOE 3ABOJIEBAHUE MOXHO ITPEJIIOJIAT'ATE ¥V JEBOUYKHN HU3KOI'O POCTA
C KPBUJIOBUJIHBIMU CKITAAKAMU HA HIEE, TMITEPTEJIOPM3MOM COCKOB, C
HOPMAJIbHBIM MHTEJUIEKTOM U HOPMAJIBHBIM CTPOEHUEM HAPYVY>XXHBIX
[TOJIOBBIX OPTTAHOB? KAKOE OBCJIEAOBAHUE HEOBXOJANMO HA3HAYUYNUTD JIJIA
I[TOATBEPXIAEHWA TUATHO3A?

Cunpapowm lllepemesckoro-TepHepa, kapuoTunupoanue, Y 31 maoro tasza, aHaau3 Ha MOJOBBIE
TOPMOHBI



AZIPEeHOT€HUTAIBHBIN CUHIPOM - KapuOTUIIUpoBaHue, Y 31 Manoro tasza, aHaau3 Ha TOPMOHBI
HAJIIIOYEYHUKOB

Cungpom Hynan, kapuotunupoBanue, Y31 manoro taza, 9xo-KI'

Cunnpom KnaitHdenbrepa - kapuotunupoBanue, Y 3U manoro Ta3a, aHaau3 Ha MOJIOBBIE TOPMOHBI

168. MYTALIMU, CBA3AHHBIE C USMEHEHWEM YNCIIA XPOMOCOM
TCHOMHBIE

TEHHBIC

XPOMOCOMHBIE

LUTOIUIA3MaTUYECKUE

169. XPOMOCOMHBIE MYTALIMN — OTO

M3MeHeHne CTpYKTYpbl XpOMOCOM, pa3IMuUMOe IPU IOMOIIM CBETOBON MUKPOCKOIIUH
N3MeHeHue yncna XpoMocoM

[TepemerieHre HEHTPOMEPHI IO XPOMOCOME

JlucbanaHc 1o rerepoxpoMaTuHy

170. KJIMHUYECKUE ITPUBHAKU CUHJIPOMA KJIAMH®EJIBTEPA
MHKPOOPXH3M

MIepBUYHAS aMEHOPEs

noymxornedanus

apaxHOIAKTUIIHUS

171. K XPOMOCOMHBIM MYTALUAM HE OTHOCATCSA
I'ereporutonaus

Tpancnokaus

Jeneuus

Hynnukanus

172. TPAHCJIOKAIIUA - O9TO

IIEPEMELIEHNE YaCTH XPOMOCOMBI Ha APYTYI0 XPOMOCOMY
YJIBOCHHE y4acTKa XPOMOCOMBI

MIOBOPOTHI y4acTKa XpoMocoMbl Ha 180 rpaxycos

MOTEPs YaCTU XPOMOCOMBI

173. AYIUIMKALUA - 9TO

YABOCHHE YYaCTKa XPOMOCOMBI

noTeps 4aCTu XpOMOCOMBI

NepeMEIICHUE OJJHOI XpOMOCOMBI WJIM €€ YaCTH B APYT'YIO XPOMOCOMY
yTpaTa BCeil XpOMOCOMBI

174. KAKWE HACJIEACTBEHHBIE 3ABOJIEBAHU S IMATHOCTUPYIOTCS C
IMTOMOIIBIO HUTOI'EHETUYECKOI'O UCCJIIEJJOBAHU S

XpOMOCOMHBIE

MynbTudakTopHaibHbIe

HacnencrBennsie 3a001eBannsa OOMEHA BEIIECTB

X-CIIeTIJICHHEIC

175. HA IUTOI'EHETUYECKOE NCCIIEJOBAHMNE HAITPABJIEH MAJIBYMK C
I[MOAO3PEHUEM HA CUHAPOM JJAVHA. ITP1 AHAJIN3E KAPUOTUITA
BBISBUJIA TPUCOMMIO T10 21 XPOMOCOME. CAEJIAUTE CUMBOJIMYECKYIO
3AIIMCH KAPUOTUITIA MAJIBYNKA



47, XV, +21
47, XX, +21
46, XX, +21
47, XV, +22

176. K KAKOMY THUITY MYTAI_II/II7I OTHOCHUTCA KPATHOE 'EHOMY YBEJIMYEHUE
YUCJIIA XPOMOCOM B I'EHOTHIIE (3N, 4N, 5N)

IMomunmonnus

Monocomust

Tpucomus

ITomucomus

177. B BOJIbBHIMHCTBE CIIYHAEB CUH/IPOM JJAYHA OBYCJIOBJIEH
T€HOMHOW MyTaluen

T€HHOW MyTaluein

TOYKOBOW MyTaIuen

XPOMOCOMHOM MyTaluen

178. 47, XY, +13 — 3TO KAPUOTUII
MaJlbuMKa ¢ cuHapomoM Ilaray
MaJlbuuKa ¢ CHHAPOMOM DJBap/ica
JIEBOUYKM ¢ cMHJIpoMoM JlayHa

MaibuuKa ¢ cuaapomoM Knaitudensrepa

179. UTO SABJIAETCS ITPUYMHON ®EHNJIKETOHYPUU

MyTalus B I'CHC, OTBCYAIOIICM 3a BI)Ipa6OTKy (beHI/IJIaJIaHI/IHFI/IIIPOKCI/IHaSI)I

MyTallys B T€HE, OTBEUAIOIEM 32 BRIPAOOTKY (PepMEHTA, OKHCIISIONIETO TTTMKO3aMUHTJINKAHbI
MOHOCOMUS O X-XpOMOCOME

MyTallis B T€HE, OTBEUAIOIEM 3a BRIPAOOTKY 2 1 -TUIpOKCHIIA3bI

180. Y KAKOH BOJIE3HU CHIELIU®GNYECKHUM CUMIITOMOM SBJISIETCS «CTOIIA-
KAYAJIKA»

CHHJIpOM DjBapjca

CHHJIPOM «KOIIIAYbET0 KPHKaY

COUHTOIUIN103

cuHapomoM Jlayna

181. 45, X0 — 9TO KAPUOTHUII

skeHIMHBI ¢ cunapomoM lllepemeckoro-Tepuepa
MY>KYHHBI C CUHAPOMOM JlayHa

JKEHIIUHBI ¢ cuHapoMoM Krnaitndensrepa
MYXYUHBI C CHHIPOMOM DJiBapca

182. C KAKMM W3 HWXKE ITEPEUMCJIEHHBIX CUHJIPOMOB V JIETE CAMAS
BBICOKAA ITPOJOJDKUTEJIBHOCTD )KM3HU

cuHapoM [layna

CUHAPOM DBapica

cuHapoM [laray

CHUHAPOMOM «KOIIAYbEro KpUKa»

183. XPOMOCOMA, OJTHO IJIEYO KOTOPO 3HAUMTEJILHO KOPOYE JPYT'OI'O
HA3BIBAETCHA



aKpOLIEHTpUYECKast
MeTalleHTprUYecKas
cyOMeTaneHTpu4ecKas
ayrocoma

184. PASMHOXEHUE KJIETOK HA IIMTATEJIBHBIX CPEJJAX — 3TO
KyJIbTHBUPOBAHUE

ruOpuIu3aus

KJIOHHPOBaHHE

CeJIeKLUs

185. ITPUU KAKOM 3ABOJIEBAHUU JTUATHOCTUYECKHUM METOJOM ABJISAETCA
HUTOT'EHETUYECKOE UCCIJIEJOBAHUE

Cunapom Jlayna

Hetipopubpomaros

DEeHUIKETORYpHUs

IManakrozemus

186. OBCJIEJIYETCSI MAJILUHK 13 JIET. [TPM OCMOTPE BBISIBJIEHBI THHEKOMACTUS,
BBICOKU POCT U TUIOTJIA3US TTOJIOBBIX OPTAHOB. TIPM KAPUOTUITMPOBAHUU
BLISIBUJIM TPUCOMMIO T10 X XPOMOCOME. V-XPOMOCOMA TAKXE
[TIPUCYTCTBYET BO BCEX KJIETKAX. CAEJIAUTE CUMBOJIMYECKYIO 3ATIUCH
KAPUOTUIIA MAJTLUMKA.

47, XXY

46, XY

48, XXXX

47, XY, +21

187. BPAU-TEHETUK HATIPABWJI IEBOUKY C 3AJIEPYKKOU TIOJIOBOTO PA3BUTUS
HA IIMTOTEHETUYECKOE NCCJIEJOBAHUE. TIPU KAPUOTUITMPOBAHUN
BBLISIBJIEHO OTCYTCTBUE X-XPOMOCOMbI BO BCEX KJIETKAX. CAEJIAWUTE
CHUMBOJIMYECKVYIO 3ATINCH KAPMOTHUIIA TAIIMEHTKH

45, X0

47, XXY

47, XXX

46, XX

188. HOPMAJIbHBII XPOMOCOMHBI HAFOP HAXOJAT Y ITALIMUEHTOB C
JMATHO30M

Muonatus romenHa

Cunnpom Jlayna

Cungpowm llepemesckoro — Tepuepa

Cunapom Knaitndensrepa

189. UCCIIEAOBAHUE KAPMOTUIIA [HEJIECOOBPA3HO ITPOBECTH
PebGenky ¢ MHOKECTBEHHBIMU MTOPOKaMU PA3BUTHS

Pebenky ¢ pacuienuHoi ryOsl

Kenmne ¢ gucyHKIMeNH SUYHUKOB

Pebenky ¢ M301MpOBaHHBIM BPOXKICHHBIM ITOPOKOM CepAlia

190. BUJ] AHEYIIJIOWUU, ABJISIOINICS JIETAJIBHBIM
MoHocoMuM Mo ayrocomam



TpucoMuu Mo MOJIOBBIM XPOMOCOMaM
Tpucomuu 1o ayrocomam
Monocomust mo X-XxpoMocome

191. BSUTOTA JIETAJILHA TTPY KAPUOTHUIIE
45, XX, -21

47, XY, +13

47, XXX

46, XY

192. MOHOCOMMU U TPUCOMUNHN BO3HUKAIOT B PE3VIJIBTATE
Hapymenus cerperanu XpoMocoM B MUTO3€ WJIM B MEHO03€

Hapymienus onnogoTBopeHus

Pa3pbIBOB B OJTHOM MJIM HECKOJIBKUX XPOMOCOMAxX

HepacxoxxaeHus cecTpUHCKMX XpoMaTh] B aHadasze

193. BOJIEE JIET' KHUE KIIMHUYECKUE [TPOABJIIEHMA UMEIOT XPOMOCOMHBIE
BOJIE3HU, OBYCJIOBJIEHHBIE

MozaunmsmMomM

[Tonummonauei

COanancupoBaHHOM TpaHCIOKaluen

Tpucomueit

194. HAJIMYUE B KAPUOTMUIIE 69-1 XPOMOCOM HA3BIBAETCSI
Tpunnoungueit

Terparutonauen

MozaunmsmMomM

AHeymonnuen

195. TPAHCJIOKALIA MEXY IBYMSA AKPOLIEHTPUYECKNMU XPOMOCOMAMU
HA3BIBAETCAA

PoGepTconoBckas

HepenunpoxkHas

CmexHas

[Tepunentpuueckas

196. U1 HOCUTEJIEWM POBEPTCOHOBCKMX TPAHCJIOKAIINM HE XAPAKTEPHO
BposxieHHbIe TOPOKU pa3BUTHS

Kapuorumn, cocrosiiunii u3 45 xpomocom

KimHnuecku 310poBbI

HMmeroT puck poxaeHus: pebeHka ¢ XpOMOCOMHOM MmaTojoruen

197. IOJIATUION N — 9TO

VYBenuueHue ynciaa XpoMoCoM, KpaTHOE TarjIonIHOMY Habopy

YMeHblIeHHE YHClla XPOMOCOM Ha HECKOJIBKO Map

M3MeHeHne yncia XpoOMOCOM B pe3yJibTaTe 100aBJIeHUs OJTHOM UM HECKOJIBKUX XPOMOCOM
CrpyKTypHast XpOMOCOMHas IEPECTPONKa

198. AHEVIUIOUAUA — 3TO

N3menenune yrciia XpoMOCOM B PE3YJIbTATe YTPAThl WM T00ABICHUS OJTHON MM HECKOJIBKUX
XpPOMOCOM

M3MeHeHne yncia XpoOMOCOM B pe3yJibTaTe 100aBJIeHUs OTHOM UM HECKOJIBKUX XPOMOCOM



KousnbiieBast xpomocoma
M3meHenue yuciia XpoOMOCOM B PE3YyJIbTATe YTPAThI OJHON UJIM HECKOJIIBKUX XPOMOCOM

199. IIPUYMHA BO3HUKHOBEHU S TPHUCOMMIA
Hepacxoxnenne xpoMocom

To4KOBbIE MyTaLILU

OnHOpOANTENBCKAS IUCOMUS

OTtcraBanue XxpoMocoM B aHadase

200. PE3YJIBTAT JIABOPATOPHOI JIUATHOCTUKU CUHPOMA TTATAY
Tpucomust o 13 nape ayrocom

Tpucomus no 21 mape ayrocom

Tpucomust mo X-xpoMmocome

OtcyTcTBHE pepMenTa ranakTo3o-1-pocharypununrpanchepasst

201. PE3YJIbTATBI IABOPATOPHOM JTUATHOCTUKH CUHJIPOMA DJIBAP/ICA
OBHAPYXXEHUE

Tpucomus no 18 mape ayrocom

Tpucomus no 21 mape ayrocom

Tpucomus o X-xpomocome

OtcyrcTBue depMenTa ranakro3o-1-bocdarypununrpancdepass

202. BABOJIEBAHUE, CBA3AHHOE C JIEJIELIMEX KOPOTKOT'O ITJIEYA 5 ITAPBI
AYTOCOM, HA3BIBAETCA

CHHJIPOM «KOIIIAYbET0 KPHKa

cunapom Tes-Caxkca

xopest ['eHTHHrTOHA

CHUHIpPOM DBapjica

203. KAKHME KJIETKW OBbIYHO UCIIOJIB3YIOTCA ITPY TPOBEAEHNN
[LIUTOI'EHETUYECKOI'O AHAJIN3A

JIumdouuTs! KpoBU

Knerku kocTHOrO MO3ra

DpUTPOLHUTHI

MBel11e4HbIe KIIETKH

204. HA IIMTOTEHETUYECKOE VCCJIEJJOBAHUE HATIPABJIEH MAJTLUMK C
TTIOJO3PEHUEM HA CUHIPOM DABAPIICA. ITPY AHAJIN3E KAPUOTHUIIA BBEISIBIJIN
TPUCOMMUIO T10 18 XPOMOCOME. CAEJIAMTE CUMBOJIMYECK VIO 3AIUCH
KAPUOTUIIA MAJTLUMKA.

47, XX, +18

47, XY, +18

46, XX, +18

46, XY, +18

205. BPAU-TEHETHK HATIPABUJI JIEBOUKY C 3AJIEP)KKOI ITOJIOBOT'O PA3BUTHUS
HA [TUTOTEHETUYECKOE UCCJIEJIOBAHUE. TIPU KAPUOTUITMPOBAHUU
BBLISIBJIEHO OTCYTCTBUE X-XPOMOCOMBI BO BCEX KJIETKAX. CJIEJAUTE
CUMBOJIMYECKVIO 3ATIUCEH KAPUOTHIIA CJIEAYIOUIETO UHAUBUIYYMA

45,X

47, XXY

46, XX



47, XXX

206. IOKA3AHMEM UL HUTOI'EHETUYECKOI'O UCCJIEJOBAHNA CYIIPYT'OB
SABJISAETCA

IBa 1 0oJiee CIIOHTAHHBIX BBIKU/IBIIIA

poxkJeHne peOeHKa C BPOXKICHHOM KOCOIAMOCTHIO

npueM OOJIBIINX 103 JIEKAPCTBEHHBIX MIPENapaToB BO BpeMs OEPEMEHHOCTH

poxkaeHne peOeHKa C MYKOBUCIHI030M

207. TIOKA3AHMEM JIJIS1 HAITPABJIEHUSI BEPEMEHHOU HA MTHBA3UBHYIO
JIMATHOCTUKY XPOMOCOMHOU ITATOJIOT' MU ABJISIETCS

cHmkeHue ypoBHs ADII B cbIBOpOTKE KPOBU OEpEMEHHOI

aH3HUedanus y miona

HAJIMYHME YPOTCHUTAIBHOW MHPEKINH Y OepeMEeHHO

CaMOIPOM3BOJIbHBIN BBIKU/IBIII B aHAMHE3€

208. ITOJIMCOMHMU 110 X-XPOMOCOME BCTPEUAIOTCA
YV My>XYUH U )KECHILNH

Tonbko y MyK4rH

TonbKO y )KEHIIUMH

Tonbko y nereit

209. XPOMOCOMHBbBII1 HABOP B COMATUYECKUX KJIETKAX MY>XUYUH COJAEPXKUT
44 ayTocoMmbl, 0JIHY X-XpOMOCOMY U OJITHY Y-XpOMOCOMY

44 ayTocoMmsbl U B€ X-XpOMOCOMBI

22 ayTOCOMBI U OJIHY X-XPOMOCOMY

44 ayToCcOMBI, 1B€ Y -XPOMOCOMBI

210. 3UTOTA JIETAJILHA TPV TEHOTUIIE
45,0Y

45, X

47, XY, +21

47, XXY

211. ®EHOTUITMYECKUMMU ITPUSHAKAMU XPOMOCOMHBIX BOJIE3HE! SIBJISIFOTCS
MHOKE€CTBEHHBIE IOPOKH PA3BUTHS

HapyILIEHUs IICUXUYECKOT0 Pa3BUTHSA

HapyieHus (PU3nYecKoro pa3BUTH

3aJIEPKKA IICUXOMOTOPHOI'O Pa3BUTHS

212. CHHAPOM KJIAUH®EJILTEPA BCTPEUAETCS
TOJIBKO Y MY>KYHH

TOJIBKO y KEHIIUH

yainie y My>K4HH, 4YeM y KEHIUH

yaile y )KCHILWH, YeM Yy MY>XYUH

213. K XPOMOCOMHBIM MVYTALIUAM OTHOCAT
WHBEPCHS

TpaHCIALUS

penospr3anus

AKCTPAMOISLIM



214. CUHAPOM IIEPIIEBCKOI'O - TEPHEPA BCTPEYAETCA
y A€BOYEK

y MaJIbYHKOB

y au1 000ero moja

TOJIBKO y B3POCIIBIX

215. CHUH/IPOM "KOILIAYBEI'O KPUKA" - 9TO PE3VJIbTAT XPOMOCOMHOM
MYTALNU

bi (S (S 10707

WHBEPCHH

TpaHCIOKAITUH

JTYTUTAKAIUU

216. TPUCOMUA T1IO TTOJIOBBIM XPOMOCOMAM XXY HA3BIBAETCA TAKXE
CHUHAPOMOM

Knaitagensrepa

[MIepemeBckoro-Tepuepa

DnBapjaca

Hayna

217. AEJELUS SIBJISIETCS [IPUUUHON MYTALIMU
XPOMOCOMHOM

TeHOMHOM

TE€HHOM

MEXKXPOMOCOMHOM

218. METOJI, OCHOBAHHBIM HA MUKPOCKOITMYECKOM M3YUYEHNN KAPUOTHUIIA,
HA3BIBAETCA

LUTOT€HETUYECKUI

OMOXUMHUYECKUI

MOJETUPOBAHUSL

MOJIEKYJISIPHO-TEHETUYECKU I

219. Y TAIIMEHTKU C CUHAPOMOM HIEPEHIEBCKOI'O-TEPHEPA TTP1
NCCIEAOBAHNU ITOJIOBOI'O XPOMATHHA MOXHO OBHAPYXWUTDH
Tensa bappa oTCyTCTBYIOT

Tpu tensua bappa

Onno tenbie bappa

[Ba tenbna bappa

220. K MUKPOIEJIELIMOHHBIM CUHJIPOMAM HE OTHOCHUTCA
Cunapowm Ilaray

Cunapom uJlxopaxu

Cunapom Coroca

Cunapom bekBurta-Bunemana

221. ®OPMbI CUH/IPOMA JJAYHA, KPOME
MoHoreHHas

[Tonnas Tpucomus

TpaHcnokamoHHas

Mo3zanunas



222. CUHAPOMY NAYHA YACTO COIIYTCTBVYIOT
Bce nepeunciennoe

Jleiiko3

Lennakus

bonesnp ['mpmmpynra

Hwuuero u3 nepeuncieHHOro

223. KAPUOTHII ITPY CUHIPOME BOJIb®A-XUPIIXOPHA
46, XY, 4p-

49, XXXXY

47, XX, +9

46, XX, 13q-

224. JUATHOCTUKA MUKPOAEJIELIMOHHBIX CUHAPOMOB OCHOBAHA HA
NCITOJIb3OBAHNUUN METO/1OB

MoneKyJIapHO-UUTOT€HETUYECKHUX

[{uroreneTnueckux

MoneKyIapHO-TEHETUYECKUX

buoxumuueckux

225. TAKTUKA BPAYA-I'EHETUKA I1PU BBISIBJIEHUUN ¥V PEBEHKA
TPAHCJIOKALIMOHHOM ®OPMbI CUHJIPOMA JJAYHA
KapuotunupoBanue poaurenei

[ToBTOpHOE HCCIIENOBaHNE KApUOTUIIA peOEHKA
MonekynsapHO-TeHETUUECKOE HCCieI0BaHue pedeHKa

Junamuueckoe HaOIIOAeHIE

Paznen 3. MyabsTudakropuajibHbie 32001eBaHKs

1. OCHOBHOMU 3AJIAYEN ®APMAKOI'EHETUKU SIBJISIETCS

N3yyenue poiny reHETUYECKUX IETEPMUHAHT B BOSHUKHOBEHHUH PA3JIMYHBIX PEaKLUK Ha
IIPOBOJIUMYIO TE€PAIHUIO

N3yuenue BAusiHUA GU3NIECKUX (PAKTOPOB HA FEHETUUECKUH anmapar 4eaoBeKa

Nzyuenue 3¢(eKkToB BO3AEHCTBHUS XUMUYECKUX (DAKTOPOB HAa TEHETUYECKHI amnmapaT yeaoBeKa
N3yueHne reHOTOKCHYHOCTH (hapMaKOJIOTHYECKUX MpernapaToB

2. BABOJIEBAHU S, HE OTHOCSIIWECA K T'PYIITIE MYJIbTU®AKTOPUAJIBHBIX
reMo s, TAIACCEMHUsI, CEPIIOBUTHO-KIIETOUHAS aHEMHUSI

30 PeHus, SMUIETICHS], MAHUAKaITbHO-/IEIIPECCUBHBIN MCUX03

BPO’KJICHHBIE TIOPOKH CEP/Ila, MovekK, quadparmaibHas Tpbhka

pak KenyaKa, MoHKeyA0UYHOM Kelle3bl

3. METOJI UCTIOJIB3YIOLANCS JUTST JIOKA3ATEIBCTBA MYJIbTU®AKTOPUAJILHOI
ITPUPO/IbI BOJIE3HA

OIM3HEOBBIN

UCCIICIOBAaHKME aCCOIHAIINY TEHETHUECKUX MapKepOB ¢ 0OJIE3HBIO

[IUTOT€HETHYECKUHA ¥ OMOXUMHUYECKHUI

MOMYJISIIHOHHO-CTATUCTHUECKU I

4. METOJI UCTIOJIB3YIOLLIMICS JIJISI JOKABATEJILCTBA MYJIbTU®AKTOPHUAJILHOM
IMTPUPO/IbI BOJIE3H1



KJIMHHUKO-IeHeaJIOTHYECKU I

WCCJICIOBAHHNE aCCOIHMAIINY TeHETUYECKUX MapKEPOB C OOJIE3HBIO
UTOT€HETUYECKNI U OMOXUMUYECKUN
MONYJISLUOHHO-CTATUCTUYECKU N

5. MYJIbTUGAKTOPUAJIBHBIE BOJIE3HU XAPAKTEPU3YIOTCA
IMIMPOKUM CHEKTPOM KIMHUYECKUX MPOSIBICHUI

paszin4yreM OOJIBHBIX T10 IOy U BO3PACTY

MEH/ICTIPYIOIINM XapaKTepOM

MOMyJIAUOHHBIMHU PA3JIMIUAMHA B 4HaCTOTC

6. [IOBBIILIEHHBIN PUCK PA3BBUTHSA MYJIbTU®AKTOPHUAJIBHOI'O 3ABOJIEBAHU A
OLHEHMBAIOT HA OCHOBAHHWNU

JAHHBIX KIIMHUKO-T€HEaJOTHYECKOro aHaIu3a

OJIM3KOT0 POJICTBA CYIIPYTOB

[UTOTCHETHUECKUX UCCIIEOBAaHUMN

HAIUYUS CHEIUPUIECKOro OMOXUMHYECKOr0 MapKepa

7. STUOJIOTUYECKUE TEHETUYECKHUE ®AKTOPBI ITPU MYJIbTUPAKTOPHUAJIBHOU
I[TATOJIOT N

AnnntuBHbIN 3(p(PEKT MHOIMX T€HOB € pa3IMYHBIM OTHOCUTENIBHBIM BKJIA/1I0M KaKI0I0 B
IIaTOTE€HE3

JleiicTBue IBYX ajuienel reHa OQHOro JoKyca

Mukpozenenuu u Apyrue MUKpPOIepecTPOUKU KaKOH-JIn00 XpOMOCOMBI

OddexT enMHNIHOTrO TeHa

8. K DAKTOPAM, [TOBBIIIAIOIIMM PUCK MYJIbTUDAKTOPUAJIBHOM BOJIE3HU,
OTHOCISTCS

HAJIMYUE aHAJIOTUYHON O0JIE3HU Y KPOBHBIX POJICTBEHHUKOB

TeTePO3UTOTHOCTD M0 AyTOCOMHO-PEIIECCUBHOM O0JIe3HI

OJIM3KOTO POJICTBA CYNIPYTOB

0OJIBIIIOE YHUCIIO JETEH B CEMbBE

9. CTEIIEHb TEHETUYECKOM JETEPMUHALIMU MYJIbTUDAKTOPUAJIBHO
OBYCJIOBJIEHHOI'O ITPM3HAKA OTPAXAET

KOd(DPUITUEHT HACIIETyeMOCTH

K03 UIIMEHT UHOPUANHTA

MOKA3aTeNb MEHETPAHTHOCTH

JIOJTEO KJIETOK C MyTallMe XpOMOCOM TMPU MO3aUYHOM KapHOTHUIIE

10. BOJIE3HU, OTHOCAIINECH K MVIJIbBTU®AKTOPHUAJIBHBIM
OpoHXHabHas acTMa, HEMPOJAEPMUT, ATOHUUECKUN JepMaTUT
HelipodubOpomaros, cunapom Mapgana

CeMelHas TUIIEPXO0JIECTEPUHEMUS, aXOHIPOILIA3HS

MYKOBHUCIIH]103, (PEHUIIKETOHYpUS

11. BOJIE3HU, OTHOCAIIUECA K MYJIbTUGAKTOPUAJIBHBIM
QJIKOTOJIM3M, TICOpHa3

HelipodubOpomaros, cunapom Mapgana

ceMelHasi THTIePX0JIECTePUHEMHSI, aXOHIPOTUIA3HS

MYKOBHUCIIH]I03, (PEHUIIKETOHYpUS



12. TEMOJIMTUYECKHUE PEAKIIMHU OPTAHU3MA ITPOBOLIMPYIOTCS VY JINUL CO
CJIIEAYIOIIUMU SKOI'EHETUYECKHUMU BAPUALIUSIMU:

HenocrarouHocTh rimok030-6-hochataeruaporeHassl

ATUNHYHAS TICEBAOXOJIMHACTEPA3A

MytanTHas N-anetunrpancdepasa

Hu3zkast ak THBHOCTBH ITapaoKCOHA3bI CHIBOPOTKU

13. PE3KO ITOBBIIIIEHHA A CKJIOHHOCTbD K PA3BUTHUIO XPOHUYECKUX
BOCIIAJIMTEJIbHBIX 3ABOJIEBAHVI Y DM®U3EME JIETKUX ITPU 3ATPA3HEHUU
ATMOC®EPHI YAILIE PABBUBAETCS YV JIMI] C MYTAIIUEN

0-aHTUTPUIICHHA

HecTtabunbHbiil reMorioonH

mytaHTHas N-anetunrpancdepasa

aTUMUYHAs TICEBIOXOIUHACTEpa3a

14. DKOTEHETUYECKOI PEAKIIUEN OBYCJIOBJIEHA
OCTaHOBKaA AbIXaHUWA IIPpU IIPUMCHCHUHU MHUOPCIIAKCAaHTOB
cunapoM [layna

CPCAU3CMHOMOPCKas JIMXOpadKa

MYKOBHCIIHIO3

15. BABOJIEBAHUN A, OTHOCAIIUECSH K I'PYIIIIE MYJIbTU®AKTOPUAJIBHBIX
TUIEpTOHUYECKask 00JIe3Hb, UllIeMUYecKasi 00JIe3Hb cepAla

HECOBEPIIICHHBIN OcTeoreHes3, CHHApoM Mapdana, cuaapom Dnnepca-Jlanio
MOJUIAKTHIINSA, SKTPOJAKTUIINS, OpaxuIaKTUIIUS

(EeHUITKETOHYpHUSI. TATAKTO3EMHUSI

16. KAKME BHEHIHECPEJOBBIE ®AKTOPHI HE CITOCOBCTBYIOT PEAJIM3 AT
I[MPEJPACITIOJIO’)KEHHOCTHU K UBC

KonnuectBo nereit B cembe

Ilepeenanune

[Toxwunou Bo3pact

Kypenne

17. MOBBIIIEHHBIN PUCK T10 MYJIbTU®AKTOPHUAJILHOMY 3ABOJIEBAHUIO
HEBO3MO>XHO OIHEHUTH HA OCHOBAHUUA

bnu3koro ponctea cynpyros

I[aHHI)IX KIIMHUKO-T€HCAJIOTHYCCKOI'O aHaJIn3a

Bpennbix npodeccroHanbHBIX (HaKTOPOB HA IPOU3BOACTBE U MECTE KUTEIHCTBA
Hanuuus cnenuduaeckoro OMOXMMHUYECKOTO MapKepa

18. HA OCHOBAHUMU KAKUX JIABOPATOPHBIX I/ICCHEJIOBAHI/Iﬁ NHANBUIA MOXHO
OTHECTHU B «I'PYIIITY ITOBBIIIEHHOI'O PUCKA» ITO MYJIbTUD®AKTOPUAJIBHOMY
3ABOJIEBAHUIO

MonekyIapHO-TEHETUUECKUX UCCIIEIOBAHUI

CrnenraibHbIX UMMYHOJIOTHYECKUX MCCIIEA0BAaHUM

CreruaabHbIX OMOXUMHUYECKUX HUCCIIEI0OBAHUI

COBPEMEHHOT0 ITUTOI€HETUYECKOTO UCCIIETIOBAHUS

19. KOOOOUIIMUEHT HACJTEAYEMOCTH OTPAXAET
Bxnan renerndyeckux (pakToOpoB B MOABEPKEHHOCTH
Tsoxectsb 3a001€BaHUS



BeposiTHOCTD pa3BuTHs 3a007€BaHNs y POACTBEHHUKOB MPOOaH/Ia
Bpems manudecranun 3a001eBaHus

20. 3BABOJIEBAHU A, HE OTHOCSAIUIMECA K T'PYIIIIE MYJIbTU®AKTOPUAJIBHBIX
I'eModuius, TanacceMus, CEpIOBUIHO-KIETOUHAS AaHEMUS

Bpoxennbie TOpokU cepAna, movek, AuadparmanbHas Tpbika

HIn3odpenus, snuinencus, MaHuakaibHO-1EIPECCUBHbIN I1CUX03

Pak xenynka, mopKeny104HOM JKee3bl

21. K MVJIbBTU®AKTOPUAJIBHBIM 3ABOJIEBAHUAM HE OTHOCUTCA
BPOXJIEHHBIN cuduimc

PEBMATOUIHBIN APTPUT

JCCEHIMANIbHAS THIIEPTEH3US

BAapPUKO3HOE PACIIUPCHUE BEH

22. HACJIEACTBEHHAA ITPEJAPACITOJIO)KEHHOCTD ITPU MYJIbTUGAKTOPHUAJIBHBIX
BOJIE3HAX BOJIEE BCET'O CBA3AHA

C ceMeliHbIM HAaKOIUIEHUEM B 3aBUCUMOCTH OT CTEIIEHU POJCTBA C IPOOaHAOM

C reorpaduueckuMu pa3uuUsSIMU TPOKUBAHUS

C conuanbHO-3KOHOMHYECKUMHU Pa3IMYUIMU

C ce30HHOCTHIO 3200JI€BAEMOCTH U POXKIACHUS OOJIBHBIX

23. HACJIEACTBEHHA S HEJJOCTATOUYHOCTD I'JTFOKO30-6
OOCOATAEINAPOTI'EHA3BI OTHOCUTCA K
OpUTpOLUTAPHBIM (EepPMEHTONATUAM

Hapymenusm yrineBoaHoro ooMeHa

Hapymenusim MuHepaibHOro oOMeHa

bone3nsam HakonieHus

24, HAUBOJIBIIEN MYTATEHHOCTBIO OBJIAJAIOT
IIUTOCTATHKH

CHOTBOpHBIE

MPOTHUBOBOCHAIUTENbHBIE

aHTHUOMOTHUKHU

25. HA ®OPMHMPOBAHMUE ITPE/IPACITIOJIOJXKEHHOCTH K BOJIE3HSM BJIMAIOT BCE
DOAKTOPEI KPOME

MTOJIUTUYECKUE

¢duznueckue

XUMHYECKHE

OMOJIOTHYECKHE

26. CJIEJCTBUEM JIEKAPCTBEHHOI'O TEPATOI'EHE3A HE ABJISAETCA
TIOJTM TaK THITHST

«TeTPALMKIMHOBBIE)» 3yObl

TeTpadokoMenus (OTCYTCTBUE KOHEUHOCTEN )

pacuienuHa ryosl / HeOa

27. TEPATOI'EHHBIM 3®OEKTOM HE OBJIAJAET
dbonmeBast KHCIIOTa

AHAPOTEHHBIE CTEPOUTHBIE TOPMOHBI

AQHTUKOHBYJIbCAHT (PEHUTOUH



AHTUKOAryJsHT BapapuH

28. [IP1 ®ETAJIBHOM CUHIPOME KPACHY XU HE OITMCAH
MOJIMKHUCTO3 MOYEK

IIOPOKH cepua

MIOPOKH Pa3BUTHS HEPBHOU CUCTEMBI

BPOKJICHHAsI KaTapakTa

29. [IPU3HAKOM AJIKOT'OJIbHOM SMBPUO®PETOIIATHM HE SABJISETCS
aHsHUepanus

MUKpotedanus

nepuHaTaIbHas THIIOTPO(U

THITOTUIA3HS HIDKHEH YeIltoCTH

30. ITIPUBHAKOM OETAJIbHOI'O HUKOTHMHOBOI'O CUHAPOMA HE ABJIAETCA
YMCTBEHHas OTCTaJIOCTb

MpeHarajibHasi THIOTPOQUs

IPEKIEBPEMEHHBIE POJIbI

TUIIOKCHUS TLI0/1a

31. BBIPAXXEHHBIM TEPATOT'EHHBIM JIEUCTBUEM HE OBJIAJIAIOT
HUTPATHI

(dheHobI

CBUHEI]

napsl pTyTH

32. Y3 TPYIIIIbI JIETCKUX MHOEKIMI HANBOJIEE OITACHA BO BPEMSI
BEPEMEHHOCTU

KpacHyxa

KODb

BETpsIHKA

CKapJlaTuHa

33. IEHMIWJUIMH OTHOCHUTCA K ITPEITAPATAM
HEeTepaToreHHbIM

00JIMTraTHO — TE€PaTOr€HHBIM

YCIOBHO — T€PAaTOTCHHBIM

HE PEKOMEHAYETCS ISl IPUMEHEHUs B | TpuMecTpe OepeMeHHOCTH

34. ®©UBNYECKUM ®AKTOPOM MYTAI'EHE3A HE SABJISAETCA
UHEKIUSA

WHCOJISIINS

BUOpaIys

THIIEPTEPMUSI

35. XUMHNYECKUM GAKTOPOM MVYTAT'EHE3A HE SABJISIIOTCS
JUTONPOTEUIBI

MIECTULUIBI

JIEKapCTBEHHBIE TPEnapaThl

CBOOOJTHBIE paTUKAITBI

36. BUOJIOTUYECKUM ®AKTOPOM MYTAT'EHE3A HE ABJIAIOTCA



YTJIEBOIBI

BUPYCHI

CTEpPOUIHBIE TOPMOHBI
THCTaMUH

37. CJIEJICTBUEM TEPATOI'EHHOI'O BO3/IEMICTBUS HE MOXET BbITh
reMopuIus

paciienuHa ryosl/ HeOa

BPOXKICHHBIN TIOPOK Cepla

MUKpoLe]anus

38. MVJIbTUDPAKTOPUAJIBHBIE 3ABOJIEBAHUA 3BAHUMAIOT CJIEAYIOIIYIO JOJIIO
XPOHUYECKNX HEMHOEKIIMOHHBIX 3ABOJIEBAHMI YEJIOBEKA

90%

10%

20%

50%

39. PUCK PA3BUTUS MVYJIbTUDAKTOPUAJIBHBIX 3ABOJIEBAHUN PACCUNTHIBAIOT
HA OCHOBAHMUA

AMIIMPUYECKHUX JTaHHBIX

3HaHUI O MYTaHTHBIX JIOKYCax

3HAHUM O «TJTaBHOM) I'CHE

3HaHWH O paJMallMOHHOM (DOHE MECTHOCTH

40. I3BEHHA S BOJIE3Hb IBEHA IIIATUITEPCTHOM KUIIIKY BCTPEUYAETCS YAILE V
mozeit ¢ 0 (1) rpynnoit KpoBu

MYXYHUH

aroneit ¢ Rh+ rpynmoit kposu

JXOJIeH MOJIOJIOTO BO3pacTa

41. BOJIBIIMHCTBO 3JIOKAYECTBEHHBIX HOBOOEPA30BAHMI OTHOCUTCS K
BOJIE3HAM

COMAaTHUYECKUX KIIETOK

MOHOTE€HHBIM

XPOMOCOMHBIM

MHUTOXOHIPHAIBHBIM

42. «JIBOMHBIE BOJIE3HW» OTO

3aboneBanus, A Pa3BUTHUS KOTOPBIX HEOOXOAMMO YHACIEIOBaHNE MYTAaHTHOTO aJuiess u
BO3JIeHCTBHE crieu(pUIecKoro (pakTopa cpeapl

BoBne4eHHOCTh B MATOIOTMYECKU TIPOIECC IBYX OPTaHOB

BoOBIIe4EHHOCTD B TIATOJIOTUYECKUI TIPOIIECC IBYX U 00Jiee CHCTEM OPTaHOB

3aboneBaHus, pa3BUBAIOIIUECS TOIBKO MPU HACTIEAOBAHUHU ABYX MYTAaHTHBIX T€HOB

43. 3BABOJIEBAHUA, OTHOCAIIUECSA K I'PVIITIE MYJIbTU®AKTOPUAJIBHBIX
['mneproHnyeckas 001€3Hb, HIIEMUYECKast O0JIE3Hb Cep/Ia

Hacnencrennas maTojorusi COSMHUTENHHOM TKAHU — HECOBEPILIEHHBIN OCTEOTeHE3, CHHIPOM
Mapdana, cuaapom Diepca-Jlanno

[TonmuaakTuust, SKTPOJAKTUIHS, OpaxuaaKTHIINS



44, BHEILIHECPEJIOBBIE ®AKTOPLI, CIIOCOBCTBYOIIUE PEAJIU3ALINN
[IPEJIPACITIOJIOXKEHHOCTHU K MILIEMHWYECKOM BOJIE3HU CEPJILIA
Bpenusie npuBbIuky (KypeHue)

KommuecTBo nieTeit B ceMbe

[IpoxxuBaHUE B CEBEPHBIX MIUPOTAX

['eTepO3UroTHOCTH IO ayTOCOMHO-PEIIECCUBHOMY 3a00JIEBAHUIO

45. K DAKTOPAM, ITOBBIITAIOIIVM PUCK MYJIbTU®AKTOPHUAJILHOI'O
3ABOJIEBAHNMA, OTHOCATCS

Hanuyne ananoruanoro 3a00jeBaHus y KPOBHBIX POJCTBEHHHKOB
['eTepo3uroTHOCTH MO ayTOCOMHO-PELIECCUBHOMY 3a00JI€BaHUIO

KommuecTBo nieTeit B ceMbe

[IpoxxuBaHUE B CEBEPHBIX MIUPOTAX

46. DAKTOP TTPEIIATCTBYIOIIUE PEATTIU3ALIMNA HACJIEJICTBEHHOM
IIPEJIPACITIOJIOXXEHHOCTHU K TMITEPTOHUYECKOWM BOJIE3HU
3aHATUS PU3NUECKON KyJIbTypol

OMOIMOHATIbHBIE HATPY3KU

YnoTrpebaeHue ankorois (B MaJIbIX J103aX)

Pabota B HOuHOE Bpems

47. ACCOLIMALIUA MYIJIbTUDGAKTOPUAJIBHOI'O 3ABOJIEBAHUSA C
[MTOJIMMOP®HBIMU CUCTEMAMU O3HAYAET

Boree BRICOKYIO 4aCTOTY ONPEAEICHHOTO MapKepa cpeid OOJIbHBIX 110 CPAaBHEHUIO CO 3/I0POBBIMH
Pacnonosxenue rena, o0ycnaBiuBaroiero 00jie3Hb, U TeHa MApKEPHOTO MPU3HAKA HA OTHOMN
XpoMocome

Hanuuue pekoMOMHaIMK Mex a1y TeHOM 3a001eBaHus ¥ TeHOM MOJIMMOP(HOI crcTeMbl

48. IPABUJIBHASA XAPAKTEPUCTUKA TEPMHUHA «I[1IOABEPXXEHHOCTDb»
OTpakaeT reHeTUYECKHI KOMIIOHEHT 3THOJIOTHYECKHUX (PaKTOPOB MPHU MYJIbTH(HAKTOPHATBHBIX
3a00J1€BaHMIX

O3HavaeT eUHYI0 MOHOTCHHYIO MPUYHUHY MYJIbTH(PAKTOPHATIBHOM MaTOIOTHH

OTpakaeT HaJTMYUE aCCOLUAINH C TIOTUMOP(OHBIMA OHOXUMUYECKUMHU MapKepaMu

O3HavaeT eUHYI0 XPOMOCOMHYIO IPUYMHY MYJIbTH(AKTOPHATILHON MATOJIOTHH

49. TIPABUJIBHBIN KPUTEPUM MV JIbTUDGAKTOPUAJIBHBIX 3ABOJIEBAHUI

[Tpu npobanze, mpuHAJIeKAIIEM K HanOoJiee 4acTo MOpakaeMoMY MOy MPH TaHHOM MaTOIOTHH,
MOPaXCHHBIE POJICTBEHHUKH BCTPEYAFOTCS Yallle, YeM P MPoOaH/Ie pexke MopakaeMoro moJia
KoHKOpIaHTHOCTh AM3UTOTHBIX OJIM3HEIIOB BUETBEPO BhIIIE KOHKOPIAHTHOCTH MOHO3UTOTHBIX
OJIN3HELIOB

Jlonst mopakeHHBIX CHOCOB C HECKOJILKO pa3 BBIIIE B Opakax ¢ | MopakeHHBIM POJTUTENIEM, YEM B
Opakax ¢ 2 TOpa)KEeHHBIMU POIUTEIIMU

50. XAPAKTEPUCTUKA MYJIbTUDAKTOPUAJIBHBIX 3ABOJIEBAHUIA
MynbTHdakTopruanbHble 3a00J€BaHNU UMEIOT BHICOKUHN YAETbHBIN BEC CPEU HACIIEICTBEHHOM
[1aTOJIOTUU

MynbTH]akTopUantbHble 3a00J€BaHNs COCTABIISAIOT JIMIIH HEOOIBIIYIO YaCTh HACIIEICTBEHHOM
M1aTOJIOTUU

Bxutag MynbTH(aKTOpHATIBHBIX 3200J€BaHUN M XPOMOCOMHBIX CHHPOMOB B HACJIEICTBEHHOM
MATOJIOTUU MPUOIIU3UTETHHO OIMHAKOB

Bxutag MynbTH(aKTOPHATIBHBIX 32007€BaHUN 1 MOHOTE€HHBIX CHHAPOMOB B HACJI€JCTBEHHOU
MATOJIOTUU MPUOIIU3UTETHHO OIMHAKOB



51. TIOBBIIIEHHBIN PUCK I10 MYJIbTU®AKTOPUAJTILHOMY 3ABOJIEBAHHIO HE
OLIEHMBAIOT HA OCHOBAHUU YUETA

bimmskoro poxacrsa cynpyros

JIaHHBIX KIMHUKO-T€HEaJ0rMYeCKOro aHaIu3a

Bpennbix npodeccuonanbHbIX (aKTOPOB Ha MPOU3BOACTBE U MECTE KHUTEIHCTBA

Hannuusa cneunduyeckoro OMOXuMHUECKOro Mapkepa

52. KOHKOPJAHTHOCTDL - 3TO

IPOLIEHT CXOJICTBA y OJIM3HEIOB 10 U3y4aeMOMY IIPU3HAKY

CHOCOOHOCTh OJJHOT'O I'eHa MOJABIIATh ACHCTBUE IPYTroro reHa

THII MEKXPOMOCOMHOM IEPECTPOUKHU

SBJICHUE U3MEHEHUS ICHCTBUS TE€HOB B 3aBUCUMOCTH OT MX II0JIOKEHUS B XpPOMOCOME

53. KAKUE HACJIEJACTBEHHBIE 3ABOJIEBAHU A BCTPEHAIOTCA HAUBOJIEE YHACTO
MynbTr(daKkTOpHATEHEIC

XpOMOCOMHBIE

MoHoreHHbIe

C paBHOl yacTOTOM

54. TUITEPTOHUYECKAS bOJIE3Hb HACJIEAYETCA
MynbTH]aKTOpHUaNTEHO

AyTOCOMHO-ZAOMHUHAHTHO

AyTOCOMHO-PELIECCUBHO

CuerieHo ¢ X-XpoMoCOMOM

55. IN30®PPEHMA HACJIIEAYETCA
MynbTudakTopraabHO
AyTOCOMHO-IOMHUHAHTHO
AyTOCOMHO-PELIECCUBHO

Cuenneno ¢ X-XpoMOCOMOi

56. ICOPUA3 HACJIEAYETCA
MynbTudakTopranabHO
AyTOCOMHO-IOMHUHAHTHO
AyTOCOMHO-PELIECCUBHO
CuemuieHo ¢ X-XpoMOoCOMOM

57. AJIKOT'OJIN3M HACJIEAYETCHA
MynbTudakTopraabHO
AyTOCOMHO-IOMHUHAHTHO
AyTOCOMHO-PELIECCUBHO

CueruieHo ¢ X-XpoMocoMOM

58. ITPU IIM30PPEHNN KOHKOPATAHTHOCTH MOHO3UT'OTHBIX BJIM3HELIOB
COCTABJIAET 80%, A YV JU3UT'OTHBIX — 13%. 9TO CBA3AHO C TEM, UTO JAHHOE
3ABOJIEBAHUE OBYCJIOBJIEHO

@dakTopamMu BHEIIHEN CPebl IPH ONMPEACICHHOM F€HETUYECKOM IIPEIPACIIOIOKEHUN
['eneTnueckumu hakropamu

@dakTopamMu BHEIIHEN CpeIbl

ONUreHeTHYeCKuMH (hakropamu



59. K MYJIbTUD®AKTOPUAJIbBHBIM 3ABOJIEBAHUSIM OTHOCATCA
HNmemuueckas 007€3Hb cepia

CIIN/

Bpromnoii Tug

unra

60. MYJIbTUDGAKTOPUAJIBHBIE 3ABOJIEBAHMA BCTPEHAIOTCA YALIE CPEAA
BJIMKAMIINX POJICTBEHHHMKOB ITPOBAH/IOB 110 CPABHEHMIO C OBIIEN
[IOITYJISILIMEN

B xBagpaTu4HON ponopuuu

B 2 paza

B 10 pa3

B 100 pa3

61. HACJIEACTBEHHAA ITPEJIPACIIOJIOXKEHHOCTD ITPU MVYJIbTUGAKTOPHUAJIBHBIX
BOJIE3HAX BOJIEE BCET'O CBA3AHA C

CeMelHBIM HAaKOIIJICHHEM B 3aBUCMOCTH OT CTETMIEHH POJICTBA C MPoOaHI0M

['eorpadmaecKuMu pa3TuIHSIMHA YACTOTHI

Ce30HHOCTbBIO 3200I€BAEMOCTH U POKJICHUS OOTBHBIX

CounanbHO-?KOHOMHUYECKUMU Pa3TUUYHSIMU 4YaCTOThI

62. UBMEHEHUW S 'EHOB, CO3AAIOILMNX HACJIEACTBEHHOE ITPEAPACIIOJIOXXEHUE —
9TO

Hebnaronpusitaeie coueTanus NOIMMOP(HBIX TEHOB

[Taronoruyeckne MyTaiy TeHOB CTPYKTYPHBIX OSITKOB

[TaTonornyeckne MyTalllK PETYISATOPHBIX TEHOB

JluHamMHYecKre MyTaIiu

63. K KAKOMY THITY BOJIE3HEM OTHOCUTCS T'MITEPTOHMSA
MyJbTU(AKTOpUATIbHBIE

MOHOTEHHBIE

XPOMOCOMHBIE

HEHACJICACTBEHHBIC

64. ITIAPBI BJIM3HELIOB B KOTOPBIX HACJIEYEMBIH ITPU3HAK ITPOSIBJIISETCS
TOJIBKO VYV OJHOI'O U3 ITAPBI HA3BIBAIOTCH

JUCKOPJIaHTHBIMU

KOHKYpPCHBIE

KOHKODPJIaHTHBIMU

JTUCKOM(OPTHBIMH

65. IPUMEPBI MYJIbTUDAKTOPUAJIBHBIX 3ABOJIEBAHUIA
TUTIEPTOHHYECKast OONIE3Hb, aTEPOCKIEPO3

cuaapoMm Mapdana, cuaapom layna

CEPIIOBUIHOKIIETOUHAS] aHEMUS, MUETIOUTHBIN JIEHKO3
(beHUIKETOHYpHS, TITUKOTE€HO3

66. 3AJJAYEN BJIM3HELITOBOI'O METO/IA SIBJISIETCS
U3Y4YUTH POJIb HACIIEACTBEHHOCTH U CPEIbl B Pa3BUTHU IIPU3HAKA
OIPEIEIUTE XapaKTeP HACICIOBAHNS IIPU3HAKA
IIPOTHO3UPOBATH MPOSABICHUE IIPU3HAKA B [IOTOMCTBE
YCTAHOBUTB CTEIIEHDb POJCTBA MEXKY JIFOJAbMU



67. HAJIMYUE NU3YYAEMOI'O ITPU3HAKA YV ObOMX BJIIM3HELIOB HA3BIBAETCSH
KOHKOPIaHTHOCTBIO

JIMCKOHTapTHOCTBIO

['0OMO3UTrOTHOCTBIO

I'eTepo3uroTHOCTHIO

68. OJMHAKOBBIN TEHOTHUII, I'PYIIITBI KPOBU U PE3YC-®AKTOP UMEIOT
MOHO3UTOTHbIE OJIN3HEIbI

JU3UTOTHBIE OJIN3HEIIBI

JIBOIOPOJIHBIE CHOCHI

BCE€ JIETU OJTHOM IIapbl POJUTEIEN

69. PE3VJIbTAT U3YUYEHUS BJIN3HELOB ITPU HACJIE[JCTBEHHO! ITATOJIOI U1
[TporieHT KOHKOPIAHTHOCTH Y MOHO3UTOTHBIX OJIM3HELOB BBILIE, YEM Y JU3UTOTHBIX
[TpoLeHT KOHKOPAAHTHOCTH Y IU3UTOTHBIX OJIM3HEIOB BBIIIE, YEM Y MOHO3UTOTHBIX

Y MOHO3MI'OTHBIX U AU3UTOTHBIXOJIM3HEIIOB OJJMHAKOBAs IPyIIa KPOBU

[TponeHT AMCKOHKOPAAHTHOCTH Y MOHOZUTOTHBIX OJIM3HEIOB BHIIIIE, YEM Y TU3UTOTHBIX

70. TUII HACJIEAOBAHUWA BPOHXUWAJIBHON ACTMbI
MynbTudakTopuaIbHbINA

AyTOCOMHO-PEIIECCUBHBIN

X-CIIeTJICHHBIN PeleCCUBHBIN

AyTOCOMHO-OMHUHAHTHBIN

Pa3zaen 4. MPO®UJIAKTUKA HACJEICTBEHHOU MATOJIOIUA

1. BKJIAJT HACJIEJCTBEHHBIX 3AFOJIEBAHUI B CTPYKTYPY CIIOHTAHHBIX
ABOPTOB 1-I'O TPUMECTPA COCTABJISIET

50-60 %

10-20 %

20-30 %

30-40 %

2. BKIIAZL HACJIEACTBEHHBIX ®AKTOPOB B HEBJIAT OITPUATHBIE UCXO/IbI
KJIMHUYECKU 3APETUICTPUPOBAHHBIX BEPEMEHHOCTEN

oko0110 35%

0Ko0J10 15%

0K0110 25%

okoi10 1%

3. [IEPBBIN KPUTUYECKUI [TEPUOJ] SMBPUOHAJIBI'OI'O PA3BUTHS
IMPOAOJIDKAETCS

OT MOMEHTA 3a4aTHsl 10 KOHIIa 2 HeleTn OEPEeMEHHOCTH

ot 3-eii 10 6-0i1 Heenn OEpPeMEHHOCTH

OT KOHIIa 1-0#1 10 Havasna 2-i Heenu OEpeMEeHHOCTH

OT KOHIIa 2-0i1 10 Havana 3-i Hejenu 6epeMeHHOCTH

4. TEPATOI'EHHBIM TEPMHWHAIIMOHHBIM ITEPUOJIOM ABJIAETCH
Ctporo onpeeneHHblil nepruo sMOPHOHATIBLHOTO Pa3BUTHUS, BO BpEMSI KOTOPOI'0 KOHKPETHBIN
TEpaTOreH MOKET BBI3BATh CIIEU(PUUECKOE MOBPEXKICHHIE



[Tepuon BHYTpHUYTPOOHOTO pa3BUTHS, BO BPEMsl KOTOPOT'O SMOPHOH SIBJISIETCS] HAaMOoJee
YYBCTBUTCIIbHBIM K IMOBPCKAAOIIUM BO3[[€I>'ICTBI/I$IM

[IpenenbHBIN CPOK, BO BpEMsI KOTOPOTO IK30TCHHBIN (haKTOP MOXKET BHI3BATh (POPMHUPOBAHKE
BPOXKICHHOTO TTOPOKA B OpPTaHe

MUHHUMANBHBIA CPOK, BO BPEMsI KOTOPOTO SK30T'CHHBIH (DaKTOp MOXKET BbI3BATh (HOPMUPOBAHHE
BPOXKICHHOTO TTIOPOKA B OpPTaHe

5. DAKTOP, HE BJIUSIOLNI HA TEPATOI'EHHOCTb BHEIITHECPEIOBBIX
BO3/IEVCTBUN

TCHOTHII OTLA

T'CHOTHUII MaTCpPU

TCHOTHII IJI04a

BpEMs BOS,I[GfICTBI/IH

6. BHACTOSIEE BPEMSI YMCTBEHHAS OTCTAJIOCTb OBYCJIABJIOBJIEHA
T'EHETUYECKUMU ®AKTOPAMU B

80% cnyuaes

20% cnyyaes

10% ciy4aeB

100% cmy4aes

7. ITPU BBISABJIEHUN HACJIEJCTBEHHOI'O 3ABOJIEBAHUA Y PASBUBAIOLIETI'OCSH
[UIOJA, CYAbBY OTOI'O IUVIOAA (ITPOAOJDKEHUE BEPEMEHHOCTU MJIN ABOPT) B
[TPABE PEIIIATH

TOJIBKO POJUTENN

TOJIBKO Bpa4yu

TOJIbKO MaTh

peIUTHO3HbIE 00bETUHEHUS

8. KEM I[TPUHUMAETCSA PEHIEHUE O AETOPOXAEHUU [TPU HAJIMYNUA
HACJIEJCTBEHHOI'O 3ABOJIEBAHUA Y OAHOI'O 13 CYIIPYT'OB
CYNPYKECKOMW Mapoun

BpPa4OM-KOHCYJIbTaHTOM

3I0POBLIM CYIIPYTOM

OOJBLHBIM CYNIPYTOM

9. IPOBEJIEHUE ITPEHATAJILHOW IMATHOCTUKHN HACJIEJCTBEHHOI'O
3ABOJIEBAHM A B CEMBE C BBICOKUM 'EHETUYECKHM PUCKOM ITPU OTKA3E
POJIMTEJIEUN OT ITPEPBIBAHUSI BEPEMEHHOCTH, JOJKHA ITPOBOJIUTCSA

IIPU HAIMYNY MEIUIINHCKUX ITOKA3aHNUN U IIPH JKEJIAHUN CEMBH BHE 3aBUCUMOCTH OT OTHOLIEHUS K
pepbIBaHUIO OEPEMEHHOCTH

KaK MOXHO paHbllie, 4TOObI 0Ka3aTh 00JIbHOMY peOEHKY BO3MOXKHYIO METULIMHCKYIO TTOMOIIb

B TPEThEM TPUMECTpE OEPEMEHHOCTH

TOJIBKO IPH OIUIaTe MPOLEAYPHI

10. BOBMOXHBIE ITPUYNHBI YBEJIMYEHUA YPOBHA AJIbOA-OETOINPOTENHA B
KPOBU V BEPEMEHHON XEHIIHEI

nedeKT 3aKpbITHS] HEPBHOUM TPyOKH

MIOPOKH PA3BUTHS JKEITYJOUYHO-KUILIEYHOIO TPAKTa

yrpo3a mpepbIBaHusl 0EpEMEHHOCTH

MIOPOKU PA3BUTHS CEPAECUHO-COCYTUCTON CUCTEMBI



11. BO3BMOXHBIE ITPUYMHbBI CHKEH A YPOBHA AJIbOA-OETOIIPOTEMHA B
KPOBH Y BEPEMEHHO! )XEHIIIMHBI

Cungpom Jlayna

[Topoku pa3BUTHS KETYTOYHO-KUIIEUHOTO TPAKTA

VYrpo3a npepbiBaHus OepeMEeHHOCTH

[Topoku pa3BUTHS CEPACUHO-COCYAUCTON CUCTEMBI

12. BABOJIEBAHU A, IUATHOCTUPYEMBIE ITPEHATAJIBHO MOJIEKYJISAPHO-
I'’EHETUYECKMMU METOJAMU

MYKOBHUCIIH]I03, TaJaCCEMUS

cungapom layna, Cunapowm Ilatay

cunapowm lllepemesckoro - Tepuepa, cuaapom Knaitndensrepa

m3opeHus, mcopuas

13. METOJ] THBA3BVIBHO! ITPEHATAJIBHOM TUATHOCTUKHU JTAOIIMI
MAKCUMAJIBHBIN MTPOIIEHT OCJIOXKHEHUN

paHHss 110 (9-0i Heeau) XOPUOHOHOTICHUS

KOPJIOIICHTE3

YIBTPa3BYKOBOE HCCIICIOBAHHE

AMHUOIICHTE3

14. BHEOHATAJIbHBIN CKPMHUHI HE BKJIFOYEH
Hetipopubpomaros

['mnotupeos

ANIpEHOTreHUTAIBHBIN CUHIPOM

MyxkoBucun03

15. BHEOHATAJIbHBIN CKPMHUHI HE BKJIFOUEH
Cunapom Mapgana

['unotupeos

AJpeHOTeHUTANIbHBIA CHHIIPOM

MykoBuCIHI03

16. BHEOHATAJIbHBIN CKPMHUHI HE BKJIFOUEH
HecoBepiieHHbll ocTEOreHe3

['unotupeos

AJIpeHOT€HUTAIbHBIN CUHIPOM

DEeHUIKETORYpHUS

17. BHEOHATAJIbHBIN CKPMHUHI HE BKJIFOUEH
CHHApPOM TECTUKYJISIPHON (PeMUHU3ALUN

['mnotupeos

AJIpeHOT€HUTAIbHBIN CUHIPOM

DEeHNIKETORYpHUS

18. UCCJIEJOBAHUWE HEOBXO/JUMOE JJISI TPOOPUIIAKTUKHN ITOBTOPHOI'O
POXKIEHUS PEBEHKA C MUOIIATUEN JIOILLIEHHA

MHBA3MBHAas1 HpeHaTaJ’IBHaH AUArHOCTUKAa

KapUOTUIIMPOBAHUE POAUTEIEH

OMoXUMHUYECKOe 00CIIeTOBaHNEe POIUTETICH

HEWHBA3MBHAs MPEHATaIbHAs TUarHOCTUKA



19. YBAXKEHUE YACTHOM XU3HU YEJIOBEKA CO CTOPOHEI BPAUA TTPE/IIOJIATAET
COXpaHEHHE TallHbI O COCTOSIHUU €T0 370POBbs

nepegavy CBEACHUI 0 XapakTepe 3a00JeBaHui MalMeHTa ero paboToaaTesIM

UH(POPMHUPOBAHUE O COCTOSHUH 3/I0POBb MAIIMEHTA €T0 KPOBHBIX POACTBEHHHUKOB IO UX MPOCKOE
coOirofieHre ero u30upaTeabLHOro rnpana

20. MACCOBBII BUOXUMHWYECKHWI CKPUHUHI IIPEJIIOJIATAET

O6cnenoBaHre HOBOPOKJCHHBIX C LIEJIbIO BBISBICHUS ONPEAeICHHBIX (DOpM HACIEICTBEHHOM
[aTOJIOTHH B TOKJIMHUYECKOW CTaIuN

OO0cnenoBanue AeTel U3 YUPEXKICHUHN IS CIIA0OBHISIITUX

HccnenoBanue KpoBH M MOYM HOBOPOXKJCHHBIX Ha COJIEP)KaHUE TITMKO3aMHHOTIIMKaHOB
OO6cnenoBanue A€TeH ¢ CyA0POKHBIM CHHAPOMOM, NAparuIerHel ¥ ¢ OTCTaBaHUEM B
HICUXOMOTOPHOM Pa3BUTHH

21. 3BABOJIEBAHUE, ITOJJIEXXAIIEE MACCOBOMY BUOXVUMUYECKOMY CKPUHUHIY
(eHUNKEeTOHypus

HelpopudpomMaros

reMOXpOMaTO3

MYKOTIOJICaxapua03

22. VJIIbTPA3ZBYKOBOE UCCJIEJOBAHUE ITUIOAA C LEJIBIO BBIABJIEHW S [TIOPOKOB
PA3BUTHSA [TPOBOAUTCSA

Ha 14-20 Henee GepeMeHHOCTH

Ha 7-9 Henene OepeMEeHHOCTH

Ha 30-32 Henene OepeMEeHHOCTH

Ha 16-18 Henene OepeMEeHHOCTH

23. TIOKA3ZAHUWEM JIJI HATIPABJIEHVSI BEPEMEHHOM JXXEHII[THBI HA
MHBA3UBHYIO ITPEHATAJIBHYIO JUATHOCTHUKY XPOMOCOMHOM ITATOJIOT A
ABIISETCA

CHU)KEHHE YpOBHS alib(pa-heTonpoTerHa B CHIBOPOTKE KPOBU OepeMeHHOM

npreM OOJIBIIMX J103 JIEKAPCTBEHHBIX MIPENapaToB BO BpeMsi OEpeMEHHOCTH

HaJIMYue YPOreHUTAIbHOU NH(DEKINH Yy OepeMEeHHON

aHsHUedanus y miojaa

24. B KAKIX BO3PACTHBIX MHTEPBAJIAX Y XXEHIIIMH ITOBBILIEH PUCK POXIEHW S
PEBEHKA C XPOMOCOMHOM ITATOJIOTUEN

15-18 net u 35-45 ner

20-23 roga 1 29-34 rona

19-22 roma u 31-33 roma

21-24 rona u 26-29 ner

25. OIITUMAJIBHBIE CPOKM BEPEMEHHOCTU JJI4 ITPOBEAEHM A BUOIICH BOPCHUH
XOPHOHA

9- 11 megenn

3-5 Henmenn

14-16 venens

19-20 nenenn

26. HA KAKOM CPOKE BEPEMEHHOCTHU Bbl HATTIPABUTE XXEHIIIMHY HA
AMHUOILIEHTE3
15 — 17 uwenens



9 — 11 genensp
24 — 26 Henenb
28-30 "enenp

27. OITUMAJIbHBIMU CPOKAMUW BEPEMEHHOCTU JJ151 ITPOBEJIEHW A
AMHUOLIEHTE3A C LIEJIbIO JUATHOCTUKU HACJIEJICTBEHHOM TATOJIOTUU YV
IJIOJA SIBJIAAKOTCA

15-17 menenn

9-11 "Henenb

24-26 "Henenn

28-30 "enenp

28. B CBIBOPOTKE KPOBU BEPEMEHHOM! XEHIIIMHBI PE3KO CHUKEHO
COJEPXAHUE AJIbO®A-OETOITPOTENHA, TOI'IA KAK YPOBEHb XOPUOHUYECKOI'O
T'OHAJIOTPOITMHA PE3KO ITOBBIIIEH. [IOCTABBTE ITPEJIBAPUTEJILHBIN IMATHO3.
cuHapoMm [layna

CUHAPOM TECTUKYISIPHON (peMUHU3AINH

cuHapoM Dnepca-Jlanio

cuHapom Mapdana

29. UCCJIEJIOBAHME AJIb®ADPETOITPOTEMHA B KPOBU BEPEMEHHOM JXEHII[THbBI
SBJIIETCS CPUHUPYIOILEN CUCTEMOM JJOPOJIOBOM TUATHOCTUKU
XPOMOCOMHBIX O0se3HEelN

HACJIE/ICTBEHHBIX (DepMEHTOIATHIA

(hakoMaTo30B

HACJICJICTBEHHBIX O0JIC3HEH COCTMHUTEITHLHON TKAHU

30. HEMHBA3UBHBIE METO/IbI [IPEHATAJIBHOU JUATHOCTUKU

aHAJIN3 XOPUOHUYECKOTO TOHAIOTPONMHA U anbda-PeTonpoTenHa B CHIBOPOTKE OepeMeHHON
XOPUOHOHMOTICHS

KOPJIOLICHTE3

aMHHUOIIEHTE3

31. IOKA3AHUEM JUUTA ITPOBEJEHNA AMHUOLEHTE3A HE ABJISAETCA
peOeHOK CO CTUHHOMO3TOBOM IpbhKEi

BO3pAacCT MaTepH CBHIIIE 35 JIeT

peGeHOK ¢ XPOMOCOMHOM MaTOI0THeH

peOEHOK ¢ HaClIe[ICTBEHHBIM J1e(peKTOM MeTabonu3mMa

32. KAKOI METO/] THBA3UBHOI [TPEHATAJIBHOM TUATHOCTUKU
I[MPEAITIOYTUTEJILHEE ITPU HACJIEACTBEHHBIX 3AFOJIEBAHMAX KPOBU
Kopnouenres

AMHHOIIEHTE3

[TmanerToOmoncus

XopuoHbuoncus

33. B 1-OM TPUMECTPE BEPEMEHHOCTH ITPOBOJUTCA
XopuoHobuorcus

AmunoneHTes

Kopnouenres

[TnanerToOmonCUs



34. CPEJHEE 3HAUEHUE PUCKA TIOTEPH TUIOJIA Y OCJIOXKHEHMI ITPU
[TPOBEJJEHVN MHBA3MBHOM [TPEHATAJIBHOM TUATHOCTHUKU

1-2%

5-10%

0%

15%

35. 3ABOJIEBAHUE, JIUATHOCTHUPYEMOE IIPEHATAJIBHO MOJIEKVYJISIPHO-
I'’EHETUYECKMMU METOJAMU

MYKOBHCIIM/I03

cunjapoM Ilaray

cuHapoMm [layna

CUHAPOM DzBapjca

36. «PEBUCTEHTHOCTb» K TEPAIIMM HACJIEACTBEHHBIX BOJE3HEN O3HAYAET
HEa/IeKBaTHOCTh IPUMEHSEMbIX METOJIOB JIEUEHUSI IPUPOJIE 3a00IeBaHUS

NPUHIUIHAIBHYI HEBO3MOKHOCTB JICUEHUs HACIIEICTBEHHbBIX O0se3Hen

TPYJAHOCTH JIEYEHUS] KOHKPETHBIX (DOPM HACIIEICTBEHHOM 11aTOJIOTUN

He3(pPEeKTUBHOCTD MPEANPUHATHIX METOAOB JICUEHUS

37. OCHOBHbBIM [IOKA3AHUMEM J1JIs1 TIPOBEJAEHW A KOPAOLEHTE3A ABJISIETCA
TTIOBBIILEHHbIN PUCK T10

HacnencrBeHHbIM 320051€BaHUAM KPOBU

XPOMOCOMHBIM CHHAPOMaM, 00YCIIOBIIEHHBIM CTPYKTYPHBIMU MYTAIlHSIMU

ITopokam pa3BuTHs

XpPOMOCOMHBIM CHHAPOMaM, 00YCIIOBIIEHHBIM YHCIIOBBIMU MYTAIlHSIMU

38. ICCJIEJIOBAHUE AJIb®A-OETOITPOTEMHA B KPOBU BEPEMEHHO! XEHIIHBI
SIBJIIETCSI CKPUHUPYIOIIENA CUCTEMOM IOPOJIOBOI IMATHOCTHUKU:
XpOMOCOMHOM MAaTOJIOTUU

HacnencrBeHHsIx hepmMeHTONATHI

I'erepo3urorHoctu no 6omne3nu Tes-Cakca

MynbTrdakTopuanbHbIX 3a001€BaHHMA

39. KOPIOLIEHTE3 ITPOBOJUTCA B CPOKMM BEPEMEHHOCTHU
20-22 "enenu

20-23 wenenu

5-8 Henean

15-18 uwenens

40. K KATEI'OPMH BBICOKOI'O TEHETUYECKOI'O PUCKA OTHOCATCA CIIEAVYIOILINE
EI'O 3HAYEHUA

25-75%

5-10%

10-15%

15-20%

41. OIITUMAJIBHBIE CPOKM BEPEMEHHOCTH, B KOTOPBIE ITPOBOJJUTCSI
AMHUOLIEHTE3 C LEJIbIO TUATHOCTUKU HACJIEJICTBEHHOM ITATOJIOT' U V
IJIOJA

15-16 nenenn

7-8 Henenb



24-26 wenenn
11-12 "Henenn

42. OITPEAEJIEHUE IMTOHATUA TEHETUYECKOI'O PUCKA

BeposaTHOCTh BOSHUKHOBEHHSI HACTIEICTBEHHOTO 3a00I€BaHMs WK 3a00JI€BaHUS C
HACJIEJICTBEHHBIM MPEIPACIOIOKEHUEM Y YEIOBEKa

[ToBhilIeHHAs! BEPOSITHOCTH 3a00JI€Th OINPE/IeJICHHON NaTOI0rHel B TEUeHUH KU3HU
BeposiTHOCTS BHYTpHYTPOOHOM THOENH TUI0/1a BCIISICTBUE HACICCTBEHHOTO 32a00JIeBaHUS
BepostHocTb poxkaeHus pedeHKa C U30JUPOBAHHBIM TOPOKOM Pa3BUTHS

43. UCCJIEJJOBAHUS AJIb®A-PETOIIPOTEMHA B KPOBU BEPEMEHHO! JXKEHII[MHbI
SBJIIETCSI CKPMHUPYIOIIEN CUCTEMOM JOPOJOBOM JIMATHOCTHUKU

[TopokoB pa3BUTHS HEPBHON TPYOKH

HacnencrBenusix nedekToB 00MEHa aMUHOKUCIIOT

HacnencrBeHHOM MaTOJIOTMU KPOBHU

HacnencrBeHHBIX AeeKTOB 0OMEHA YTIICBOIOB

44. KEM ITPUHUMAETCS PELIEHUME O JAJILHEMIIEM JETOPOX IEHUU ITPU
HAJIMYNU HACJIEJCTBEHHOI'O 3ABOJIEBAHUA V OJITHOI'O N3 CYIIPYT'OB
Cympyskeckoit mapoi

BpauoM-koHCYJIbTaHTOM

3/10pOBBIM CYIPYTOM

BosibHBIM CyTIpyrom

45. COCTOSHHUE, IMATHOCTUPYEMOE C IIOMOIIBKO BUOIICHM XOPUOHA
Cunapowm Ilepemesckoro-TepHepa

MynbsTudakTopuagIbHas MaToJIOT s

AmndHiepanus

dokomenus

46. Y3U ITJIOJA C LIEJIBIO BBISIBJIEHW A ITIOPOKOB PA3BUTH A ITPOBOJUTCS B CPOKU
22-24 "enenu

7-9 Henenn

34-36 nenenn

30-32 uegenn

47. B ChIBOPOTKE KPOBY FEPEMEHHOM XXEHIIIMHBI PE3KO CHMXKEHO
COIAEPXXAHUE A®II, TOI'TA KAK YPOBEHb XOPUOHNYECKOI'O TOHAJJOTPOITMHA
TTOBBIIIEH. CJAEJIAMTE ITPEJBAPUTEJIBHOE 3AKJIFOYUEHME O BO3MOXHOM
I[TATOJIOTUU TUIOJA

Cunnpom Jlayna

MykoBucunmo3

AHanu3bl B HOpME

Nmeercs akyiiepckas maToJiorus

48. IOKA3AHWEM J1J151 HATIPABJIEHVSI BEPEMEHHOM HA MTHBA3UBHYIO
JIMATHOCTUKY XPOMOCOMHOU ITATOJIOI' MU SABJISETCS

cHmkeHne ypoBHs ADII B cbIBOpoTKE KPOBU OEpeMEHHO

aHsHUedanus y miojaa

npueM OOJBIINX J03 JIEKaPCTBEHHBIX MPENapaToB BO BpeMsi OepeMEHHOCTH

HaJIMYMe YPOreHUTAIbHOW MH(EKINH Y OepeMeHHO



49. K KATEI'OPUU CPEJHEI' O TEHETUYECKOI'O PUCKA OTHOCATCA CIIEAYIOIINE
EI'O 3HAYEHUA

10-20%

50%

6-10%

20-25%

50. COCTOAHUA, AIUATHOCTHUPYEMBIE V ITJIOJJA C IOMOIIBIO V31
AmndHIepanus

DEeHUIKETOHYpHUs

MykoBucCUH103

Cunapom Mapgana

51. 3ABOJIEBAHUE, KOTOPOE HEBO3MOXHO IMATHOCTUPOBATH IIPEHATAJIBHO
IIcopuaz

AJIpeHOTCHUTATBHBIA CHHIPOM

I'emodunms

N3onupoBaHHas paciiennHa Heba

52. IOKA3AHUEM IS HATTPABJIEHUA HA MEJIUKO-TEHETUYECKVYIO
KOHCVIJIBTALIMIO HE ABJISAETCA

CrnioHTaHHOE IpepbIBaHNE OEPEMEHHOCTU Ha CpOKe 28 HeleNb

KpoBHoe poacTBo cynpyros

Y cTaHOBJIEHHBIN JUAarHO3 HACJIEACTBEHHOTO 3a00IeBaHUS

3anepxka pU3NUECKOro pa3BUTHsL, OTUTOPPEeHHs ¢ WK 06€3 BPOXKAECHHBIX TOPOKOB Pa3BUTHS

53. BOJIE3HU, JMATHOCTUPYEMBIE ITPEHATAJIBHO C ITIOMOILBIO MOJIEKYJISIPHO-
'EHETUYECKNX METO/I0B

MYKOBHCLIITIO3

CHHJIPOM KOIIIaubero KprKa

cunzapoMm JlayHa

XPOHUYECKUH JTUM(]OTIENKo3

54. OITPEJJEJIEHME KOHIIEHTPALIMU AJIb®A-OETOITPOTEMHA 11 XOPMOHNYECKOI'O
T'OHAJIOTPOITMHA B KPOBU BEPEMEHHOM SIBJISIETCSI CKPUHUPYIOILIUM METOJIOM
JIOPOJIOBOI JUATHOCTHUKU

MOPOKOB Pa3BUTHS

HACJIEZICTBEHHBIX Je(heKTOB OOMEHA aMUHOKHUCIIOT

HACIIEJICTBEHHOM TTaTOJIOTUH KPOBU

HACJIEZICTBEHHBIX JIe()EKTOB OOMEHA YTIIEBOJIOB

55. TPEBOBAHUA, ITPEABABIIAEMBIE K METOAAM BUOXMMHWYECKOI'O CKPMHUHT A
JlnarHocTrdeckast 3HaYMMOCTh (HEOOJBIIIOH MPOLIEHT JIOYKHOTIONOKHUTEIBHBIX U OTCYTCTBHE
JIOXKHOOTPHIIATEIHBIX PE3YJIbTATOB)

CToMMOCTb IMAarHOCTHYECKOH TPOTPaMMBbl HE IOJKHA MPEBBIIIATE CTOMMOCTH COJEpPKAHUS 00IIECTBOM
OOJTBHBIX

HeB03M0XKHOCTB HCTIOIB30BAHHUS JIETKOJOCTYITHOTO OMOJIOTMYECKOr0 MaTepraja B MaJIoM KOJINYECTBE
OTcyTCTBHE HEOOXOMMMOCTH MPH MOJOKUTEIBHOM Pe3yJIbTaTe B POBEICHHUH OBTOPHOTO MCCIICTOBAHMS C
TIETTBIO TIOJTBEPKICHHS TMarHo3a

56. TPEBOBAHIS, ITPEABABJIIEMBIE K METOJJAM BUOXUMHWYECKOI'O CKPUHUHT'A
Bo03M0KHOCTB MCIIOIB30BaHMS JIETKOJOCTYITHOTO OMOIOTMYECKOr0 MaTepraa B MaJIOM KOJIUYECTBE



BomBII0# TIPOIICHT JIOYKHOITOIOXHUTEBHBIX 1 JIOKHOOTPHUIATENEHBIX Pe3y/IbTaTOB

CTouMOCTh IMarHOCTHYECKON MPOTPaMMBbI He JTOJKHA MPEBBIIATE CTOMMOCTH COJIEPKaHus 00IECTBOM
0O0JILHBIX

OrtcyTcTBHE HEOOXOAMMOCTH MIPH MOJIOKUTEILHOM PE3YIbTATe B IPOBEICHUH TOBTOPHOTO MCCIICIOBAHMUS C
IIEJIBIO TTOATBEPIKICHHS TUarHO3a

57. OCHOBHBbIMH TPEEOBAHMSIMU K 3ABOJIEBAHUSM, TIOUTEXKAILIIM MACCOBOM
[PEKJIMHUYECKOM JIMATHOCTUKE, ABJISIIOTCS

3¢ PEKTUBHOCTD MPOPUITAKTHICCKIX MEPOTIPUATHIA

yacToTta 0osie3HH cpenu HaceneHus 10 1%

Hajmure meroaoB JIHK-nuarnoctuku

JIETKOE TEUEHUE 3a00JIeBaHUs

58. COCTOAHUA, JMATHOCTUPYEMBIE C ITOMOIIBIO BUOTICUN XOPUOHA
HaCJIeICTBEHHBIE JIEPEKTH 0OMEHa BEIICCTB

MHOYKECTBEHHBIE BPOK/ICHHBIE TIOPOKH PA3BUTHS

B MyJbTH(aKTOpUANIbHEIE 3a00JIeBaHUS

M30JIMPOBAHHBIE BPOXKJICHHBIC TIOPOKU PA3BUTHS

59. COCTOSAHUSA, JMATHOCTUPYEMBIE C IIOMOUIBIO Y31
aXOH/IPOTLIA3US

(EeHUIIKETOHYpUS

rajaKkTO3eMUs

MYKOIOJINCAXapUI03

60. ITEPBUYHAS ITPODPUNIIAKTUKA — 3TO

Komruieke MeponpusaTiii, HalpaBJICHHBIX Ha MPEAYNPEKICHUE 3aUaTsl AeTel ¢ HaclIeACTBEHHBIMU
0o0JIe3HSIMU

Kommuiekc MmeponpusTuii, HalpaBJICHHBIX Ha MPEJOTBPAILLEHNE PA3BUTHSI YHACTIEJOBAHHOTO
3a00J1eBaHUS

®deHoTUITIYECKAsT KOPPEKIHS epexTa

Komriexke MeponpusiTuid, HalpaBJICHHBIX Ha MPEIYTPEXKICHUE POKIACHUS ACTEH ¢ HacIe -
CTBEHHBLIMHU O0JIE3HIMU

61. HEMHBA3UBHBIE METO/[bI IPEHATAJIbHOM TMATHOCTUKHA
VY bTpazByKOBOE HCCIIEIOBAHNE

@erockonus

XopuoHOuoncus

Kopnouenres

62. IIPEHATAJIbBHAS AIMATHOCTUKA — 3TO

JTMArHOCTHKA OOJIE3HHU Yy SMOPHOHA WITH TUIOIA

KOMIJIEKC MEPOTIPHATHH, HAITPABJIEHHBIX HA MPEIyIpeXIeHAE pa3BUTHS 3a00J1eBaHUs Y peOeHKa
MEpOIIPUSATHS TI0 IPEOTBPAILIEHNIO OEPEMEHHOCTH IPU BBICOKOM PUCKE POXKAECHHS O0IBHOTO peOeHKa
OLIEHKa pUCKa pa3BUTHS 3a00JIeBaHKS y Oy/Iy1ero pebeHka

63. ITPU KAKOM HACJIEACTBEHHOM 3ABOJIEBAHUUN UCIIOJIB3YETCA TPETUYHASA
[TPODOUITAKTUKA

(eHUITKETOHYPHS

cunapom Mapodana

xopest [ eHTHHrTOHA

anbOMHU3M



64. J)KEHIIIMHE 27 JIET BbIJI ITIPOBEJIEH AMHUOIIEHTE3 HA 16-O11 HEJIEJIE
BEPEMEHHOCTHU. IIOKA3AHWEM ITOCJIYXXWJIN PE3VYJIBTATHI Y3U
(MHOXXECTBEHHBIE AHOMAJINN). ITPU HIUTOT'EHETUYECKOM HNCCIIEAOBAHUU Y
I1JIOJIA BBIIBUJIM TPUCOMMIO KAKOM JOJKHA BbITh TAKTUKA BPAYA-
I'EHETHUKA?

MPEIOCTaBUTh CEMbE MOJIHYI0 HH(POPMAIIHIO O BEPOATHOM COCTOSIHUH 3/I0pPOBbsl peOeHKa,
BO3MOYKHOCTSIX €T'0 JICUCHHUS U COI[MATBHOM aJlanTaluu

PEKOMEHI0BaTh MpepblBaHUE OEPEMEHHOCTH

PEKOMEHI0OBATh BO3JIEPKATHCS OT JIETOPOKIACHUS

PEKOMEHI0BaTh MOBTOPHYIO OEpEMEHHOCTh

65. JKEHIIIVHE 30 JIET BbIJI ITPOBEJIEH AMHUOILIEHTE3 HA 16-O1 HEJIEJIE
BEPEMEHHOCTHU. ITIOKA3AHWEM ITOCJIYXXWJIN PE3VYJIBTATEI Y3U
(MHOXXECTBEHHBIE AHOMAJINN). ITPU HUTOT'EHETUYECKOM HUCCIIEAJOBAHUN ¥V
IIJIOJIA BBISIBUJIM TPUCOMMIO KAKOM JOJIX)KHA BbITh TAKTHUKA BPAYA-
I'EHETHUKA?

IIPEAOCTAaBUTh MPABO OKOHYATEIBHOIO PEUIEHUS O IPOJIOHTMPOBAHUY WIIN IIPEPBIBAHUN
OepeMEeHHOCTU POJIUTENSAM

PEKOMEH10BaTh IPEPbhIBAHNE OEPEMEHHOCTH

PEKOMEHI0BATH BO3AEPKATHCS OT IETOPOXKIACHUS

PEKOMEH10BaTh NOBTOPHYIO OEPEMEHHOCTD

66. KOI'TIA ITPOBOAUTCSA B3ATUE KPOBU Y HOBOPOXXJIEHHOI'O JIJI
[IPOCEUBAIOLIEN IUATHOCTUKU ®EHUJIKETOHYPUU

3-5 [eHb KU3HU

B IIpOLIECCe POJIOB (IIYIOBHUHHAS KPOBB)

7-10 neHb )KU3HU

25-30 geHsb KU3HU

67. HA TIPUEME Y BPAYA-TEHETUKA — )KEHILIMHA 31 I. HA 6-O¥ HEJIEJIE
BEPEMEHHOCTMU. )KEHIIIMUHA OYEHb OBECIIOKOEHA TEM, UTO EE CECTPA B
BO3PACTE 38 JIET HEAABHO POIMNJIA JOYb C CMHIPOMOM JIAYHA, 1 XOTEJIA BbI
I[MTPOBECTU AMHHNOIIEHTE3. TAKTUKA BPAYA

netanbHOe Y3 mnona Ha 18-20 Henene

aMHUOIIEHTe3 Ha cpoke 15-16 Henenn

3aMpOCUThH PE3yAbTaThl KAPUOTUIIMPOBAHUS OONBEHOTO peOeHKa

cnenuduyueckas mpeHaTajlbHas TUarHOCTHKA B JAHHOM ClIydae He TpeOyeTcst

68. IOKA3ZAHUSMU JJIA TIPEHATAJIBHOTI'O IUTOT'EHETUYECKOT'O
NCCJIEJOBAHUA ABJIAIOTCA

y ioga npu Y3U obHapykeHa KUCTO3HAs TUTpOMa TIeH

BO3pacT Marepu 29 et

B aHAMHe3e — POXKJIeHUE pedeHKa ¢ cunapomMoM JlayHa

HAJIMYKE y TPOIOPOJIHOTO OpaTa pacuieNuHbl o3BoHOUYHMKA (Spina bifida)

69. IOKA3AHUAMMU JIJIA ITPEHATAJIBHOI'O HIUTOI'EHETUYECKOI'O
NCCIIEIOBAHUA ABJIAIOTCA

pPOOEPTCOHOBCKAsI TPAHCIIOKAIIMS Y OTIIA

Bo3pact Matepu 30 jet

B aHAMHEe3e — POXKJIeHUE peOeHKa ¢ cunapomMoM JlayHa

HAJIMYKE y TPOIOPOJIHOTO OpaTa pacuieuHbl To3BoHOUYHKKA (Spina bifida)



70. 3BABOJIEBAHUM A, TIOAJIEXKAIIUE CKPUHUHI'Y CPE/I1 HOBOPOXXAEHHBIX
a/IpeHOr€HUTAIIbHBIN CUHIPOM

cuHapoMm [layna

aXOHJIPOIUIa3Hs

cuHapoM Mapdana

71. METOJI IIPEHATAJIbHOM MHBA3MBHOM JUATHOCTUKU, UMEIOIIMIA
HAMBOJIBIINI PUCK ITOCJIEJIYIOILEI'O ITPEPBIBAHUSI BEPEMEHHOCTU
XOPHOHOMOTIICHS TIPU TPAHCLIEPBUKAIILHOM METO/Ie 3a00pa MaTepHraia

AMHHUOILICHTEC3

TUTALEHTOOMNOTICHS IPU TPaHCA0JOMUHAIILHOM METO/Ie 3a00pa MaTepHara.
KOPJIOLIEHTE3

72. KAKUE METO/IbI PA3ZIEJIEHN A ®PATMEHTOB IHK HAUBOJIEE YACTO
HCIIOJIB3VIOT B IPEHATAJIBHOU JUATHOCTUKE

METO/IbI AIeKTpodopesa

HeHTpU()YTUPOBAHKE B TPATUCHTE COJICH T[E3US

CEKBEHHUPOBAHHE

73. KAKOE 3ABOJIEBAHUE MOXHO JJTUATHOCTUPOBATD ITPEHATAJIBHO C
[MTOMOLIBIO HUTOI'EHETUYECKOI'O METOJA

Cungpowm Ilatay

ApEeHOTeHUTABHBINA CHHIIPOM

Cunnpom Mapdana

CHHAPOM TECTUKYISIPHON (PeMHHU3ALUN

74. TIPU TTPOBEJIEHNM MTHBA3VMBHOI ITIPEHATAJIBHOM JUATHOCTUKU
XPOMOCOMHOM ITATOJIOI' MM UCTIOJIb3YIOTCS CIELYIONUE METO/IbI
HATOT€HETHYECKHUI

LATOXUMHYECKUI

MOJIEKYJISIPHO-TEHETUYECKU I

Ouoricus TKaHel mnoa

75. IIPA ITPOBEJIEHU MHBA3UBHOU [TPEHATAJIBHOM JUATHOCTHUKHN
MOHOTEHHOM ITATOJIOTYU UCITOJIB3VIOTCS CJIEAYIOUIME METO/bI
MOJIEKYJIIPHO-TEHETUYECKUN

MATOXUMHYIECKIH

Oouorcus TKaHel mioaa

[MATOTeHETHYIECKHI

76. KAKOE 3ABOJIEBAHUE MOXHO ITPEHATAJIBHO JUATHOCTHUPOBATH C
I[HOMOUIBIO MOJIEKVYIJIAPHO-T'EHETUYECKNX METOZIOB
AJZIpEHOTEHUTAIBHBIN CUHIPOM

Cunapom DnBapjaca

Cunapom Knaitndensrepa

Cunnpom lllepemeBckoro-TepHepa

77. KAKOE 3ABOJIEBAHUE MOXHO IMTPEHATAJIbBHO JUATHOCTUPOBATH C
[MOMOUIbIO MOJIEKYJIAAPHO-TEHETUYECKNX METOOB

xopesi 'eHTHHTTOHA

CHHIPOM DBap/ica



cunapom KmaitHpenpTepa
cunapoM lllepemesckoro-Tepuepa

78. BTOPUYHA S ITPO®UIIAKTHUKA BKIIFOYHAET

Komruiekc MmeponpusTuii, HapaBJICHHBIX Ha MPEIYPEIKICHUE POXKICHUS PEOCHKA C BPOXKICHHON
Y/WJIA HACJIeICTBEHHOM MaTOJIOruei

[TnanupoBaHue 6€pEeMEHHOCTH

BayTpuyTpoOHyI0 Tepanuio mioaa

Komruieke MeponpusiTuid, HalipaBJICHHBIX HA MPEIyIPEKACHUE 3a4aThsl €T ¢ HACJIeICTBEHHBIMU
00JIe3HSIMU

79. TPETUYHAS ITPO®UNJIAKTUKA BKIIIOYAET
deHoTUNMYECKas KOPPEKLHs TedeKTa
HeoHnaranbHblil CKPUHUHT

V3U ninona

Meauko-reHeTHUecKOe KOHCYJIbTUPOBaHHE

80. 3ABOJIEBAHUE, HACJIEJIYEMOE CLEIUIEHHO C X-XPOMOCOMOH
MbledHas qucrpodus Jromenna-bekkepa

HelipoguOpomaros

a/IpeHOTCHUTAIILHBIA CHHIPOM

(eHUNKEeTOHypus

81. IOKA3AHUA JIA ITPOBEAEHM A BUOXUMNYECKOI'O UCCJIIEJOBAHUA
OTCTaBaHME B (PU3NYECKOM Pa3BUTHH, I€ATOCIUIEHOMET aJIHsl, HEIEPEHOCUMOCTb MUIIIEBBIX
IIPOJTYKTOB

[IOBTOPHBIE CIIy4au XPOMOCOMHBIX IIEPECTPOCK B CEMbE

MHO>KECTBEHHBIE [IOBTOPHBIE I1EPEIOMBI

MOBTOPHBIE CIIOHTaHHbIE A00PTHI

82. JEOUIUT KAKUX 13 IMTEPEYNCJIEHHBIX ®EPMEHTOB UMEET
[MATOT'EHETUYECKOE BJIMSIHUE HA PASBUTUE PA3JIMYHbBIX ®OPM
AJIPEHOT'EHUTAJIBHOI'O CUH/IPOMA?

21-runpokcuinasa

20-gecmomnasa

TIII0K030-6-pocharaerumporenasa

dbeHnnanaHH rTUAPOKCUIIa3a

83. KAKOI BMJI XPOMOCOMHbBIX AHOMAJIMI HE BCTPEYAETCS Y
KMBOPOXIEHHBIX?

MOHOCOMHUH T10 ayTOCOMaM

TPUCOMHH TIO ayTOCOMaM

TPUCOMUHU IO MOJOBBIM XPOMOCOMaM

MOHOCOMUS O X-XpOMOCOME

84. KAKUE 3ABOJIEBAHUA HE TMATHOCTUPYIOTCA ITPEHATAJIBHO C ITOMOIIBIO
[MUTOI'EHETUYECKOI'O METOJIA

CUH/POM TECTUKYISPHON (peMUHU3AINH

cungpoM Ilaray

cuHapoM MapTtuHa-benn

CUHAPOM TpUIuIo X



85. IPEUMIIVIAHTAIIMOHHA A TUAT'HOCTUKA TTIO/IPASYMEBAET
MoueKynsIpHO-TEHETUUECKYIO U IIUTOT€HETUUECKYIO IMarHOCTUKY 110 €AMHUYHBIM KJIETKaM
SMOpHOHA YeI0BeKa JJO UMIUIAHTALUY IIPU MIPOBEICHUU MPOLIEIYpP IKCTPAKOPIOPATBHOTO
OILJIOIOTBOPEHUS

JlnarHocTuky cocTosiHusI SMOPHOHA YeNIOBeKa /10 UMIUIaHTalUu ¢ moMoiso ¥Y3U
MonekyasipHO-TeHETHYECKYIO TMarHOCTUKY SMOpHOHA Ha 5 HeJelle BHYTPUYTPOOHOTO pa3BUTHUS
[{uToreHeTHUECKYIO AMATHOCTUKY Ha 4 Hezelie BHYTPUYTPOOHOTO Pa3BUTHS

86. [IEPBbI KPUTUYECKWH IIEPMOJI SMBPUOHAJIBHOI'O PA3BBUTH
KoHell 1-if — Hauao 2-i Hejenu GepeMEeHHOCTH

OT MOMEHTA 3a4aTusl 10 KoHIIa |- Hemeau 6epeMEeHHOCTH

3-1 - 6-51 HEenM OEPEeMEHHOCTH

KOHeII 2-i — HavyaJio 3-i Henenu 0epeMEeHHOCTH

87. BTOPOU KPUTUYECKUI ITEPUOJ] SMBEPUOHAJIBHOI'O PASBUTUS
3-1-6-s Hexen OepeMeHHOCTH

8-1 — 9-1 Henenm 6epeMEHHOCTH

Konen 1-if — Hauano 2-i Hepenn GEpeMEHHOCTH

KOHeII 2-i — HavyaJio 3-1 Heaenu 0epeMEeHHOCTH

88. HAUBOJIEE BEPHOE OITPEJEJIEHUE KIIMHUKO-I'EHEAJIOTMYECKOI'O METOZJA
[TpocnexxnBanue nepenaun 0oJe3HU (MK TPU3HAKA) B CEMbE WIIA POy C YKa3aHUEM THIIA
POJCTBEHHBIX CBSI3€H MEXKIy WICHAMH POJOCIOBHON B PSy TTOKOJICHUH

[IpocnexuBanue nepegaun 001e3HU (WK MPU3HAKA) B CEMBE

CocraBieHue poJoCIOBHBIX

CocraBnieHue poJIOCIOBHON € MOCJIEYIONTUM 00cieJoBaHuEM ITpoOaHa

89. VA AYTOCOMHO-AOMHWHAHTHOI'O TUITA HACJIIEAOBAHUSA XAPAKTEPHO
«BEpTHKaJIbHAs Mepeiada 3a00J1eBaHNs B POLOCIOBHOM

yaiie 3a00JIeBaHUE BCTPEUYACTCS Y MYKUHH

poauTen 60JIbHOr0 pebeHKa 3/J0pOBbl, HO aHAJIOTHYHOE 3a00JIeBaHNE BCTPEUaeTcs y CHOCOB
npoOaH/ia

3a0o0JeBaHME TIepeIaeTCs OT POJUTENECH KO BCeM JETIM

90. ITPOBAH/T C X-CHUEIVIEHHBIM IOMMHAHTHBIM 3ABOJIEBAHUEM C JIETAJIBHBIM
OOOEKTOM VY [IJNIOJOB MYXCKOI'O [IOJIA MOXET BbITh

TOJIBKO JKEHCKOTO 110J1a

TOJIBKO MY>KCKOT'O I10J1a

KaK MY’KCKOT0, TaK U ’K€HCKOTI'0 I10J1a

91. KITACCUDPUKAILIMA BPOXAEHHBIX ITOPOKOB PA3BUTHA HEBO3MOXHA HA
OCHOBAHMNU

4acTOTBI BCTPEUYaEMOCTH

KOJIM4eCTBa

JTUOJIOTUU

JIOKaJIN3aLH

92. 3ABOJIEBAHU I, HACJIEJTYEMBIE CLIEIIJIEHHO C X-XPOMOCOMOM
MblleyHast quctpogus Jromenna-bexkepa

ceMelHasi THIIePXOJIHCTEPUHEMHS

aXOH/IPOIUIA3Us

(beHunKeTonypus



93. BEPOSJTHOCTDB POXAEHNS BOJIbLHOI'O PEBEHKA B CEMBE, I'’IE MATH 1 OTEIL]
CTPAJIAIOT PABHOJIOKYCHOM ®OPMOU I'JTIA30-KOXXHOI'O AJIbBMHN3MA

ommska k 0%

25%

50%

oauska x 100%

94. ®EHOKOIIMA — 5TO BO3HUKHOBEHUE KIIMHUYECKU CXOJHOI'O ®EHOTUIIA B
PE3VIJIBTATE

JleiicTBHs BHEIIHECPEIOBBIX (PaKTOPOB, MPUBOAAIINX K O0OJNE3HIM (MU MOPOKaM), KITMHUYECKU
CXOJHBIM C HACIIEACTBEHHBIMU (pOpMaMuU

JleiicTBHS pa3HBIX BHEUIHECPEIOBBIX (PAKTOPOB, MPUBOAAIIUX K OJHOMY U TOMY K€ ITOPOKY
pa3BUTHS

MyTtanuii B pa3HbIX JOKycax

MyTanuu pa3HbIX y4aCTKOB OJIHOTO I'eHa

95. TEHOKOIINA -O5TO

Bo3HUKHOBEHHE OJTHOTO U TOTO ke (heHoTHIa (TpU3HAKA UITU OOJIE3HH) B Pe3yIbTaTe MyTallHii
pa3IMYHBIX T€HOB

Bo3HUKHOBEHHE OJTHOTO U TOTO ke (heHoTUIa (TpU3HAKA UK OOJIE3HH) B PE3yIbTaTe MyTalllH
pa3HbIX YYaCTKOB OJHOT'O I'€Ha

Bo3HUKHOBEHHE OTHOTO M TOTO e (heHOoTHuIa (IpU3HaKa Ui OOJIE3HH) B IMPOIECCE
B3aMMO/ICHCTBUSI TEHOTHIIA U BHEIIHEN CPEbI

JleiicTBHS pa3HBIX BHEITHECPEIOBBIX (PAKTOPOB, MPUBOASAIINX K OJHOMY U TOMY K€ ITOPOKY
pa3BUTHS

96. METOJ] MOJIEKVJISPHOM T'EHETUKU ITIPUMEHSETCS C LEJIbIO IJUATHOCTHKHU
BOJIE3HEM, I KOTOPBIX MYTAHTHBIN 'EH HEU3BECTEH U HE JIOKAJIM30BAH?
CeMeliHbIil aHaIM3 pacpeeaeHs HOPMaJIbHOTO MOJIUMOP(PHU3Ma JJIMHBI PECTPUKIIMOHHBIX
bepMeHTOB

[Tpsimast neTekuus ¢ UCHOIb30BaHUEM CIIEU(PUUECKUX MOJIEKYISIPHBIX 30HI0B

Hcnonb3oBanue crieupuueckoi pecTpUKTa3bl

IIpsiMo#t cCUKBEHC

97. K OTAITIAM KJIIMHUKO — I'EHEAJIOTMYECKOI'O METOZJIA HE OTHOCUTCA
MpOBEJICHUE CYI€0HO - TeHETUYECKOM IKCIIEPTH3BI

cOop aHaMHe3a

dbeHoTUNIMYeCKUI aHaTN3

COCTaBJIEHUE U aHAIIN3 POJIOCIOBHOM

98. JUISI IMATHOCTUKHM HACJIEJICTBEHHBIX 3ABOJIEBAHMI HE IIPUMEHSIETCS
PEHTICHOPATNOIOTHUECKII METO/T

LHUTOT€HETUYECKUI METO

MOJIEKYJIIPHO- TE€HETUYECKHI METO/T

OMOXMMHYECKHUI METO]T

99. CBOP AHAMHE3A B MEJIMKO-TEHETUYECKOW KOHCVYJbTALMU 10 [TOBOY
ITATOJIOI'A Y PEFEHKA HAUUMHAIOT C

MOMEHTAa, IPEIIIECTBYIOIIETO 3a4aTHIO

MOMEHTA 3a00JIeBaHU

MOMEHTa MOSIBIICHUS MIEPBBIX JKajI00



MOMCHTAa POXKIACHUSA

100. TIPEHATAJIBHASL JTUATHOCTHUKA C ITOMOIIBIO MOJIEKYJISAPHBIX 30H/I0B
BO3MOXHA I1P1

Xopee ['enTuHIrTOHA

Cungpome Anepa

Cunapome JlyooBuria

Cunapom Mekkens

101. POANJICA PEBEHOK C 'EHUTAJIMAMU ITPOMEXYTOUYHOI'O TUITA. I
OINPEAEJIEHM A BUOJIOI'MYECKOI'O TTIOJIA PEBEHKA HEOBXO/JUMO
HccnenoBaTh kKapuoTun peOeHKa

Onpenenutb ypoBeHb 17-KeTOCTEPOUIOB B MOYE peOeHKa

HccenenoBars KapuoTHII MaTepU

HccnenoBath KapuoOTHI OTIA

102. PUCK POXJIEHUA PEBEHKA C XPOMOCOMHOMU ITATOJIOIT'MEN TIOBBILIAETCS
[TPU

HOBBIIICHUH BO3PACTa POIUTEICH

KPOBHOPOJICTBEHHBIX Opakax

MHOTOJIETHOCTH

TOKCUKO3€ OEpeMEHHOCTHU

103. 1JII MACCOBOI'O BUOXUMHNYECKOI'O CKPUHMHI'A HA ®KY XAPAKTEPHO
OBCJIEJJOBAHHUE

BCEX HOBOpO)K[[GHHBIX

IpyNN HaceJIeHHsl, paboTarOINX Ha BPEIHBIX MPEANPUATUIX

nereit ot 1 roma mo 7 ner

JKEHIIUH JETOPOIHOI0 BO3pacTa

104. B IPOTPAMMY MACCOBOI'O BMOXUMHNYECKOI'O CKPMHUHT' A
HOBOPOXJIEHHBIX HE BKJIFTOYEH

HelipoguOpomaros

BPO’KJICHHBIN TUIIOTHPEO3

raJIakTO3EMHs

aJpEHOr€HUTAIbHBIA CHHIPOM

105. B ITPOTPAMMY MACCOBOI'O CKPUHUHI'A BUOXUMUYECKOI'O CKPUHUHT A
HOBOPOX/IEHHbBIX HE BKJIFOYEH

cuHapoM MaptuHa -bemn

MYKOBHCITH]IO3

rajJakTo3eMus

(eHUITKETOHYPHS

106. BOSMOXXHOM ITPUMYNHON YMEHBIIIEHUS A®IT Y BEPEMEHHO! XXEHII[HbI HE
ABJISETCA

neTpuHuKaThl B IJIAIICHTE

runotpodus miaoaa

cuHpom JlayHa y miona

CHHJIpOM DBapjca y miojaa

107. BOSMOXHAS TIPUYMHA YBEJIMYEHWS YPOBHS A®IT Y BEPEMEHHOM



ne(dEeKT 3aKphITUS HEPBHON TPYOKH
yrpo3a npepbIiBaHus 0EpEeMEHHOCTH
XPOMOCOMHAs! aTOJIOTHs

nopoku passutus JKKT

108. BO3MOXHAS [TPUYMHA VBEJIUYEHWS YPOBHS A®IT Y BEPEMEHHOM
MHOTOIUTOIHAsE OEPEMEHHOCTh

yrpo3a npepeiBaHus OepeMEeHHOCTH

XPOMOCOMHASI ITaTOJIOTHS

yrpo3a mnpepeiBaHus OepeMEeHHOCTH

109. 3ABOJIEBAHUE, IIOVIEXKAIIIEE MACCOBOMY BUOXUMHNYECKOMY CKPUHUHIY
(heHUITKETOHYpHS

HelipogubOpomaros

reMOXpPOMATO3

MYKOIOJICaXxapua03

110. COCTOAHUE, IMATHOCTHUPYEMOE C IIOMOIILBIO Y3U
AXoHJporia3us

DEeHUIKETORYpHUs

I'anakTo3zemus

Myxkononucaxapuaos

111. BABOJIEBAHUE, KOTOPOE HEBO3MOXHO JUATHOCTHUPOBATH ITPEHATAJIBHO
C IIOMOIIbIO JIABOPATOPHBIX UCCJIEJJOBAHNI

W3onupoBanHas paciienuHa Heba

ANIpEHOTreHUTAIBHBIN CUHIPOM

I'emodunms

Cunapom DnBapaca

112. OIITUMAJIBHBIE CPOKU ITPOBEJIEHM 1 BUOIICHUH XOPUOHA
9-11 menenn

14-15 wenenn

15-18 menenn

20-24 nenenu

113. ABOJIEBAHUE, IUAT'HOCTHUPYEMOE ITPEHATAJIbBHO MOJIEKVYJISIPHO-
I'’EHETUYECKMMU METOJAMU

MyxkoBucuu103

CaxapHnblit nuader

Nimemuyeckas 60y1e3Hb cepAna

Cunapowm Ilaray

114. TIOKABAHWEM JIJIS1 HATIPABJIEHM S BEPEMEHHOM HA MHBA3ZHMBHVYIO
ITPEHATAJIBHYIO IMATHOCTUKY XPOMOCOMHOM ITATOJIOTUU SIBJISIETCS
cHmkeHne ypoBHs ADII B cbIBOpoTKE KPOBU OEpeMEHHO

aHsHUedanus y mioaa

npueM OOJIBIINX 703 JIEKaPCTBEHHBIX MPENapaToB BO BpeMsi OepeMEHHOCTH

HaJIMYMe YPOTeHUTAIbHOW HHPEKINH Y OepeMeHHO

115. ITIPOBAH/IOM ABJISAETCA
NuauBuayyMm, ¢ KOTOPOro HaYMHAETCS COOP POIOCIOBHOM



BosbHOM ¢ BPOKIEHHOM MaTOJIOTUEN, TMarH03 KOTOPOMY YCTaHOBJICH
YenoBek, 0OpaTUBIIUICS B MEAMKO-TEHETHUECKYIO KOHCYIbTAITUIO
YenoBek, BIEpBbIE MOMABLINII 10 HA0IIOICHHE Bpaua-TeHeTHKa

116. HE CYIHECTBEHHDI UL BPAYA-I'EHETUKA CJIEQYIOIIUE ITACIIOPTHBIE
JAHHBIE BOJIBHOI'O

MECTO PETUCTPALAN

JlaTa ¥ MECTO POKICHHUS

HAIMOHAJIbHOCTb POJUTENEH

MECTO JKUTEJIbCTBA CEMbU

117. KJIMHUKO - TEHEAJIOT MYECKUI1 METO/1 HE IIPUMEHSIETCS B CJIYUASIX
o0cre10BaHUS! YCHIHOBIICHHBIX JeTel

ONpeJIeTICHUs TUIIA HACIIEI0BAHMS U IEHETPAHTHOCTH I'eHa

MEIMKO -T€HETUYECKOT0 KOHCYJIbTUPOBAHMUS

YCTaHOBJICHHE HACJIEICTBEHHOTO XapaKTepa pu3HaKa

118. KAKOE HACJIEJICTBEHHOE 3ABOJIEBAHUME ITIOAJAETCS KOPPEKILIM
CIIEHUAJIBHBIMU JUETAMU

(eHUIKETOHYpHS

Helpopudbpomaros

MYKOBHCLIHIO3

YMCTBEHHAsI OTCTAJIOCTh C JIOMKO# X-XpOMOCOMOM

119. METABOJIMYECKASA NHT'UBULINA KAK OAMH 13 BUAOB KOPPEKIIMM OBMEHA
BKJIKOYAET

OTpaHHYEHUE MOCTYIJICHUS BEIIECTBA C MUILEH

BBIBEJICHUE U3 OpTaHn3Ma cyOcTpaTa maToJIOTMUEeCKOM peaKinu

CHI)KCHHE WHTEHCHUBHOCTU CHHTE3a MMaTOJIOTMYECKOTo cyocTpaTa

3aIUTY OPTaHOB OT MOCTYIUICHUS] H30BITOYHBIX KOJTHMYECTB MPOAYKTOB KaTaboInu3Ma

120. K KATET'OPUU CPEJAHETO 'TEHETUYECKOI'O PUCKA OTHOCATCA CJIIEVYIOLINE
EI'O 3HAYEHUA

6-20%

30%

20-25%

100%

121. COCTOAHUA, JMATHOCTUPYEMBIE V IVIOJA C IIOMOILIBIO V31
I'actpommsuc

DeHUIKETORYpHUs

Cunapom Mapdana

Cunnpom Dnepca-/lanno

122. 3BABOJIEBAHUE, ITMATHOCTUPYEMOE ITPEHATAJIBHO MOJIEKYJISIPHO-
I'EHETUYECKMMU METOAAMUA

I'anakTo3zemus

CaxapHnblii nuader

Hmemuueckas 607€3Hb cep/a

W3onupoBanHas paciienuHa Heba



123. IIOKA3AHUEM JJIA1 HAITIPABJIEHU S HA MEAUMKO-'EHETUYECKYIO
KOHCVYJIbTALIMIO HE ABJISIETCA

Yrpo3za npepsiBanust OepeMeHHocTH Ha 20 Henemne

KpoBHOE poacTBO CyNpyros

Y cTaHOBIIEHHBIN TMarHo3 HACJIEICTBEHHOTO 3a00J1€BaHUs

3anepxka (pU3MIECKOro Pa3BUTHSL, OMUTOPPEHHs ¢ WK 06€3 BPOKACHHBIX TOPOKOB Pa3BUTHS

124. TPEBOBAHUA, ITPEABABIIAEMBIE K METOAAM BUOXMMHWYECKOI'O
CKPUHHMHI'A

HeobOxonnmMocTs ncronb30Banus 0osiee yrilyOJeHHbIX METOAOB IIPH MOJIOKUTEIbHBIX TECTAX
IPEBapUTEIBLHOIO YPOBHS

B03MOXHOCTB KaK JI0)KHOIIOJIOKUTENBHBIX, TaK U JIO)KHOOTPULIATENIBHBIX PE3YJIbTaTOB
Heo6x0auMocTh JIerko AOCTYIHBIX OMOJIOIHYECKUX MAaTepHUaIoB B OOIBIIMX KOJUYECTBAX
CrouMoCTh JUArHOCTUYECKUX MPOrpamMM HE JOJDKHA IIPEBBILIATh CTOMMOCTHU COJEPKaHUS
00111eCTBOM OOJIBHBIX

125. METO/I IIPEHATAJIbHOU IMATHOCTUKU
aMHHOIICHTE3

OJIN3HELIOBBII

MMMYHOT€HETHYECKUI

OMOXHMUYECKHI

126. METOJIOM ITPEHATAJIbBHOM TMATHOCTUKHM HACJIEJICTBEHHBIX
3ABOJIEBAHUM SIBJISIETCS

Kopnouenres

Jepmartornuduka

[TomysIIIMOHHO-CTaTUCTUYECKHIA

bimn3HenoBerit

127. TIONY JISILIUOHHO-CTATUCTUYECKHUI METO/JT UICCJIEJIOBAHVS ITO3BOJISIET
N3YUUTH

YaCTOTY pPAacHpeeIeHUs OTACIbHBIX T€HOB U TEHOTUIIOB B IOMYJISLIAIX

TEHHBII COCTaB B MOIYJIALUAX

COOTHOUIEHUE TIOJIOB B MONYJISALMIX YEIOBEKa

YUCJICHHOCTD MONYJISALHAN

128. YACTOTA BPOXJIEHHBIX 1 HACJIEJICTBEHHbBIX 3ABOJIEBAHUI Y
HOBOPOXIEHHBIX COCTABJIAET

5%

1%

10%

25%

129. YACTOTA XPOMOCOMHBIX BOJIE3HEN Y HOBOPOXJIEHHBIX COCTABJISIET
0,8%

5%

10%

25%

130. YACTOTA MOHOTI'EHHBIX BOJIE3HEI B PACUETE HA HOBOPOXJIEHHBIX
COCTABIJIAET
1%



3%
5%
10%

131. POOAUTEJISIM BOJIBHOI'O PEBEHKA C BOJIE3HBIO TESI-CAKCA COOBIIIEHO O
HEOBXO/MMOCTHU [TPEHATAJIBHOM JAUATHOCTHUKU ITPU CJIEI[YIOH.[E?I
BEPEMEHHOCTU. BUOXUMHWYECKOE UCCJIIEAOBAHUE BYIET 3AKJIKOUATHCSA B
OITIPEJEJIEHNN AKTUBHOCTH

I'ekcozamuumnmassr A

lenounoii hocdarasbr

JIunonpoTenHoOBOM JIUMa3bl

CdunHromuennHasbl

132. ¥V )XEHIIIMHbBI BO BTOPOM TPUMECTPE bBEPEMEHHOCTU OTMEYAJIACbH
CYB®EEPUJILHA S TEMITIEPATYPA, ChIIlb, PAPUHIUT, IEMHBIN JTUM®A JEHHUT.
PEBEHOK POJIWJICS C HU3KOM MACCOM TEJIA (2100 I'), KATAPAKTOH,
MUKPOLE®AJIMEN, I'TYXOTOM, BPOXIEHHBIM [TOPOKOM CEPJILIA,
T'ENATOCIIJIEHOMET AJIMEN, AHEMUEM. 9TOT KOMITJIEKC CUMIITOMOB
XAPAKTEPEH JIUTA

KpacnymHol ¢eromaruu

['eprieTnueckoi SMOpHOIIaTUH

Toxkcormuazmosa

XpOMOCOMHOM NATOJIOTHH

133. B CEMbBE POJIMJICSI PEBEHOK CO CIIMHHOMO3I'OBOM I'PBIKEIA. TTPA
CJIEAYIOLEW BEPEMEHHOCTH LIEJIECOOBPA3HO ITIPUMEHUTD

V3U miona

Omnpenenenue mosa mioaa

KapuoTtunupoanue miosaa

MHBa3uBHYIO IPEHATATBHYIO TUATHOCTHKY

134. B CEMbBE POJIMJICS PEBEHOK CO CLIMHHOMO3I'OBOM I'PbIKEI. [TPU
CJIEAYIOIEN BEPEMEHHOCTH IIEJJECOOBPA3HO ITPUMEHUTh
Onpenenenne anbda-peronporenHa B kKpoBu Matepu u Y 3U

buoncus BopcuH xopruoHa

Kopnouenres

AMHHOLIEHTE3

135. BEPEMEHHAS )KEHILIMHA SIBJISIETCS HOCUTEJIBHULIEM TEHA TEMO®UJINN.
EW MOXET BbITh PEKOMEH/IOBAH METO/], [TIPEHATAJIBHOM JTUATHOCTUKHA
MounekynsipHO-TeHETHUECKOe HCCIeJOBaHNE KPOBH TLII0/IA

deTtockomms

V3U- nnoxa

OmnpeneneHre KapuoTHIIA TUTOAA

136. TIEPBAA BEPEMEHHOCTbD V XXEHIIIMHBI OKOHUMJIACH POXJIEHWEM PEGEHKA
C AHRHLIE®AJIMEN. ITPU CJIEAYIOIEN BEPEMEHHOCTH MOXHO
PEKOMEHIOBATbH

HccnenoBanue anbda-peTornporenHa B KpoBu Matepu u Y31

AMHI/IOHGHTCS N KYJIbTHUBUPOBAHNEC AMHUOTHYCCKHUX KJICTOK

buoxumuueckoe ncciaenoBaHne BOPCHH XOPHOHA

®deToamHMOrpaduio



137. YPOBEHbB AJIb®A-OETOIMTPOTEMHA HE MOJKET BbITh ITOBBIIIEH VY JKEHIIIMHBI
HA 16-18 HEJEJIE BEPEMEHHOCTMU ITPU CJIEAYIOILLIEM COCTOAHUUA ITJIOA
[I'unpouedanus

AmndHIepanus

CnuHHOMO3roBas IpbbkKa

YepernHo-M03roBasi Tpbhka

138. YJIIbTPAZBBYKOBOE UCCJIEJOBAHUE MOXET BbISIBUTH AHOHIIEDAJINIO
BITEPBBIE HA CPOKE BEPEMEHHOCTHU

14-22 wenenu

7-8 HeneIb

30-32 wenenu

ITocne 32 Henenn

139. THBA3UBHAS ITPEHATAJIBHAS IMATHOCTUKA C ITOCJIEAYIOILMM
BMOXNUMMNYECKUM UCCIIEAOBAHUEM AMHUOTHUYECKHNX KJIETOK MOXET BbITh
PEKOMEH/IOBAHA I1PU

bonesnu Tes-Caxca

MyxkoBucuunose

Cungpome Jlayna

Cunpnpome Ilatay

140. CAMBIM BAYHbBIM ITOKA3AHUEM K ITPOBEJIEHMIO IITUTOTEHETUYECKOM
ITPEHATAJILHOM JUATHOCTUKU ABJIIETCS

Hanane c6anaHcpoBaHHOM XPOMOCOMHOM MEPECTPOUKH Y OJTHOTO U3 POIUTEICH
BupycHoe 3a6oeBanue, mepeHeceHHOe MaTepbio BO 2-OM TpUMecTpe OepeMEeHHOCTH
BupycHoe 3a0oneBaHue, IepeHECEHHOE MAaTePhIO B 1-0M TpuMecTpe 6epeMEHHOCTH
Poxxnenue pebeHka ¢ M30IUPOBAHHBIM TOPOKOM Pa3BUTHS

141. METOIUYECKHUE ITOJAXO/IbI K [TPEHATAJIBHON JUATHOCTHUKE JOJIKHBI
OTBEYATH BCEM TPEBOBAHUMAM, KPOME

[TepBast 6epeMEHHOCTh Y KEHIIUHBI

Heb6omnpmmoit cpok 6epeMeHHOCTH

HebonpI1asg onacHOCTL OCI0KHEHUH

Bricokas TouHOCTE MeTOIa

142. Y MOJIOJIOM >XEHILIMHBI ITPOU3OIIIJIO 5 CTIOHTAHHBIX ABOPTOB. JIJIs
YCTAHOBIJIEHUS ITPUYMH [TPEPEIBAHUN BEPEMEHHOCTH HEOEXOUMO
I[TPOBECTU UCCJIEJOBAHUE

Kapuortumna my»xa ¥ KeHbl

KapuoTtuna »xeHbl

Kapuoruna myxa

Kaproruna poaureneit cynpyxecKou mapsl

143. 13 )KEHIIIVH, OGPATUBIINXCA K BPAUY, HA KAPUOTUIIMPOBAHUE
HEOBXO/JMMO HAITPABUTDH

[TanmenTtky 18 neT, ¢ nepBUYHON aMEeHOpeei

[TatmenTKy ¢ puOpoMuoMoit

[TanmeHTKy ¢ 3-X HEEIbHOM 3aJ€PKKOW MEHCTpyaluu

[TatmenTKy ¢ AuchyHKIMENH STHUHUKOB



144. KTO U3 BOJIbHBIX OLLIMBOYHO HAITPABJIEH HA KAPUOTUIINPOBAHUE
Pebenok ¢ ncopuazom

JKenmuna, ponusiias pedeHKa ¢ TpaHCIOKAIIMOHHOK (hopmoii cunpoma JlayHa
Kenmuna, umeronias B aHaMHe3€ 4 CIIOHTaHHBIX adopTa

Oren pebeHKa C TPAHCIOKAIIMOHHOM opMoii cuHapoMa Jlayna

145. D JIMMHUHALA OPITAHU3MOB C AHOMAJIbHBIMU KAPUOTUITIAMMU TTP1
BEPEMEHHOCTU YAILIE BCEI'O ITPOUCXOIUT

o 12 Henenb 6epeMeHHOCTH

C 12 o 13 Henemo 6epeMEHHOCTH

C 17 mo 21 Henento 6EpeMEHHOCTH

C 28 o 32 Heneno 6epeMEeHHOCTH

146. TIOKA3AHMEM JJIS1 ITIPOBEJIEHM I THBA3UBHOM ITPEHATAJILHOM
JUATHOCTHUKHU C LEJIBIO OITPEAEJIEHMNSA KAPUOTHIIA TVIOJA ABJIAIOTCA BCE
KPOME

Poxxnenue pebeHka ¢ M30JIMPOBAHHBIM ITIOPOKOM Cep/La

Bo3spact marepu crapuie 35 net

Hanuuue Mo3annumsma y 0JHOTO U3 pOAUTENEH

Hanuuune cTpykTypHOU EPECTPOUKHU y OAHOTO U3 POAUTENEH

147. BUJIOM ITPODUITIAKTUKHN HACJIEJICTBEHHbBIX BOJIE3HEM HE SIBJISIETCS
AHTHOAKTEepUaTIbHAS TEpaIus

MenuKo-TeHETHYEeCKOe KOHCYIbTUPOBAHUE

[IpenatanpHas AMArHOCTUKA

CKpUHHUHT HOBOPOKACHHBIX Ha HACIIEICTBEHHBIE 00JIE3HN 0OMEeHa

148. CDVHKLII/IEI71 MEI[I/IKO-FEHETI/IIIECKOfI KOHCVYJIbTAIIMM HA COBPEMEHHOM
OTAIIE HE ABJIAETCA

AKTI/IBHOG BBISIBJICHHC 6OJIBHBIX B HOHy.]'[f[III/II/I

Ornpeznenenne NporHo3a noToMCTBa

YTouHeHHne quardHosa

IIponarania MEIUKO-TEHETUYECKUX 3HAHUM CPEAU Bpayen

149. 310POBAS )KEHIIMHA OBPATUIIACH B MEJMKO-TEHETUYECKVYIO
KOHCVYJIBTALIMIO 3A ITPOI'HO30M ITIOTOMCTBA. OHA BBIIIJIA 3AMYXK 3A
MVY>XUYNHY, Y KOTOPOI'O OT ITEPBOI'O BPAKA ECTh JIBOE JIETEM C
®EHUJIKETOHYPUEN. CPEJI POJICTBEHHUKOB KOHCYJIbTUPVIOIIENCS BOJTHBIX
C ®EHUJIKETOHYPUEN HE OTMEYAJIOCh. BEPOSITHOCTH POXXJIEHUSI PEBEHKA C
®EHUJIKETOHYPUE B 9TOM BPAKE COCTABJISIET

bimsko k HyIrO

25%

50%

75%

150. BMEJAMKO-'EHETUYECKYIO KOHCYJIbTAIIMKO OBPATUJIACH CYIIPYXXECKASA
[TIAPA, Y KOTOPOI POJIMJICS PEBEHOK C JIEGEKTOM HEBPAJIBHOM TPYBKU. BAIIIN
PEKOMEHIAILINN

[TpoBecTH NEPUKOHIIENITMOHHYIO TPOPUITAKTHKY

He pekoMenoBath mocneayolee 1eTopoxkIeHne

OrpaHu4nThCs pEKOMEH IAIMEN cleayroleil 0epeMEHHOCTH, B CBSI3U C HU3KUM PHCKOM
NHcemuHanms JTOHOPCKOM CriepMOi



151. ITPA OBHAPYXKEHHWI HOCUTEJIbCTBA ITATOJIOTMMYECKOI'O I'EHA WUJIN
XPOMOCOMBI VY 3/IOPOBBIX JIML] B MEJIUKO-TEHETUYECKOU KOHCYJIbTALIUU
NHOOPMALMA COOBIIAETCA

Hocurento natonoruueckoro reHa Uik XpoMoCOMBbI

Ponacreennukam

B NoJUKIMHUKY IO MECTY JKUTEIHCTBA

I[To mecty paboTbI

152. ITP OBHAPY>KEHUU JIO)KHOI'O OTHOBCTBA, UTO ITPUHIUIINAJIBHO
N3MEHUT ITPOI'HO3 ITIOTOMCTBA, TAKTUKA CJIEAYIOLIAA

['eHeTHUYECKUI PUCK COOOIIACTCS TOIBKO KEHIIMHE

HNHdopmanuio o pucke Noay4aroT poACTBEHHUKU

becena nmpoBoauTes ¢ AByMs Cynpyramu

Myx nosyyaet nHpopmanuio 6e3 yyera «J10’KHOI0» OTLOBCTBA

153. BUA TEHETUYECKOI'O CKPUHUHI'A, V11 KOTOPOI'O JOCTATOYHO
[IPEJIBAPUTEJILHON MTH®OPMALIMU BE3 OBSA3ATEJIBHOI'O O®OPMIJIEHUS
NHO®OPMHPOBAHHOI'O COI'JTIACHUA

CKpUHHUHT HOBOPO’KACHHBIX HA HACIIEJICTBEHHBIE 00JIE3HN OOMEHA BEILIECTB

CKpHHUHT Ha IPEIPACIOI0KEHHOCTh K TPOo(hecCHOHaNbHBIM 3a00IeBaHUSIM

CxpuHUHT OepeMeHHbIX B | TpumecTpe

CKpHHUHT /7151 BBISIBJICHUS T€TEPO3UTOTHOTO HOCHTEIICTBA

154. 310POBAA )KEHILIMHA OBPATUJIACH B MEJJUKO-'EHETUYECKYIO
KOHCYJIbTALIMIO, MY KOTOPOI FOJIEH TEMO®UJIUEN A. OITPEJEJIUTE PYCK
JUISL AETEU B TOM BPAKE, ECJIM POJJOCJIOBHASI CAMOM XXEHII[UHBI 110
FEMO®UIINU HE OTAT'OLIEHA

Bce et OyayT 310pOBBI HE3aBUCUMO OT 10J1a, HO 104epH OYAyT HOCUTEIbHHUIIAMHU IeHa
remopunun

Bce manbunku 6yayT G0JBHBI

Bce neBouku 6ynyT 60JbHBI

50% ManbuuKoB Oy1yT OOIBHBI

155. MEJJUKO-TEHETUYECKYIO KOHCVYJIbTALIMIO OBPATHUJIACH XXEHIIUHA, OTELL
KOTOPOM BOJIEH TEMO®UWJIMEN A. OITPEJIEJIUTE PUCK HACJIEJIOBAHN S
3ABOJIEBAHUS JJIA EE JIETEM

B cpennem 50% ManbunukoB OyyT OOJIBHBI

Bce manbunku 6yayT G0JbHBI

Bce neBouku 6ynyT 60JbHBI

Bce netu OynyTt 310pOBBI HE3aBHCHMO OT I0JIa

156. JOPOAOBYIO IMATHOCTHUKY I10JIA IINIOJA MOXXHO PEKOMEH/IOBATD I1PU
CuHIpoMe TECTUKYIISIPHON (eMUHU3AII

Cungapome Knaitndensrepa

Cungpowme llepemeBckoro- Tepuepa

AJIpEeHOT€HNUTAIbHOM CUHIPOME

157. TEPATOTEHHbIM 3®®EKTOM B OTHOILIEHUN BPOXJEHHOM I'JTYXOTBI
OBJIAIAET

CrpentoMuux

Tamanomug



AHanbrug
XWHUH

158. 3A KOHCVHBTAHI/IEPI OBPATUIIACH XEHILIMHA, ¥ IBOXOPOJHOI'O CUBCA
KOTOPOU POJNJICA PEBEHOK C MYKOBUCHUAO30M. Y XKEHIIMHBI Y2XE ECTb
TPOE 3JI0POBBIX I[ETEPI. I[TPU ITPOBEJAEHWU MOJIEKYJISAPHO-'EHETUYECKOI'O
OBCJIEJOBAHIMA BBIAABJIEHO, UTO JKEHIIIMHA ABJIAETCA TETEPO3UTOTHON
HOCI/ITEHBHI/H_[EPI MVYTALWU B TEHE MYKOBUCILINIO3A. EE MYX HE
OBCJIEJJOBAJICA. KAKOBA BEPOSATHOCTDB POXJIEHUA PEBEHKA C
MYKOBUCIHMA0O30M B I[AHHOI71 CEMBE?

Pyck MuHMMAIIBHBINA

Puck makcuManbHBIN

Puck cpennumii

Her pucka

159. BMEJMKO-TEHETUYECKYIO KOHCVYJIbTALIUIO OBPATUIACH CEMbA 3A
I[TPOI'HO30M I IIOTOMCTBA. MY>XUYNHA CTPAJJAET JAJIBTOHU3MOM, EI'O
KEHA 3/10POBA, OAHAKO V XXEHbI OTELl TAK)KE UMEET JAHHOE 3ABOJIEBAHUE.
KAKOBA BEPOATHOCTDL POXJAEHUS B CEMBE PEGEHKA C JAJIbTOHU3MOM?

50%

100%

25%

0%

160. B MEJUKO-TEHETUYECKOM KOHCYJIbTAILIMM HA OBCJIEJJOBAHUN
HAXOJUTCA MAJIBYUK 15 JIET, BBICOKOI'O POCTA, CO CKJIOHHOCTBIO K
OXXUPEHMIO, THHEKOMACTHMEN. ITPU ITPOBEJIEHUY LTUTOI EHETUYECKOI'O
NCCIEJOBAHMA BO BCEX KJIIETKAX OBHAPYXXEHO JIBE X XPOMOCOMBI 1 OTHA
Y XPOMOCOMA. BAUIE 3AKJIIOYEHUE?

kapuotut - 47, XXV - cungpom Knaitndensrepa

kapuotun 45, X0/46, XX (60%:40%) - moHocomus o X XxpoMocoMe, Mo3andHasi popma
kapuotutn 45, X0/46, XX (60%:40%) - mo3auunas ¢opma, BApUaHT HOPMBI

kapuotun 46, XY — Hopma

161. OTCYTCTBHUE MAJIbIX KOPEHHBIX 3YBOB HACJIEAYETCA KAK
JIOMUHAHTHBII AYTOCOMHBIN ITPU3HAK. KAKOBA BEPOSITHOCTh POXIEHU S
JIETEN C AHOMAJIMEN B CEMBE, I'’/IE OFA POJUTEJIS TETEPO3UT OTHEI 1O
AHAJIM3UPYEMOMY IIPU3HAKY?

75%

100%

50%

25%

0%

162. OBPATHUJIAChH CEMbS, B AHAMHE3E KOTOPOI POX/IEHUE PEFEHKA C
BOJIE3HBIO TAYHA U TAXEJIBIM BPOX/IEHHBIM [TOPOKOM CEPALIA. PEBEHOK
YMEP B BO3PACTE 3-X MECSILIEB. ITPY OCJIEJOBAHUU POJIUTEJIEN BBISIBJIEHO,
YTO MATB PEBEHKA - HOCUTEJIbHUILIA XPOMOCOMHOM TPAHCJIOKAILIAH 21/21.
KAKOBA BEPOSITHOCTbB POXXJIEHMS PEFEHKA C FOJIE3HBIO JIAVHA B JIAHHOU
CEMBE?

100%

10%



3%
0%

163. 3A KOHCVHBTAHI/IEPI OBPATUIIACH XEHILIMHA, ¥ IBOXOPOJHOI'O CUBCA
KOTOPOU POJNJICA PEBEHOK C MYKOBUCHUAO30M. Y XKEHIIMHBI Y2XE ECTb
TPOE 3JI0POBBIX I[ETEPI. I[TPU ITPOBEJAEHWU MOJIEKYJISAPHO-'EHETUYECKOI'O
OBCJIEJOBAHMA BBIABJIEHO, UTO JXEHIIIMHA ABJIAETCA 'ETEPO3UI OTHOU
HOCI/ITEHBHI/H_[EPI MVYTALMU B TEHE MYKOBUCIINIO3A. EE MYX HE
OBCJIEJJOBAJICA. KAKOBA BEPOSATHOCTDB POXJIEHUA PEBEHKA C
MYKOBUCIHMA0O30M B I[AHHOI71 CEMBE?

Pyck MuHMMAIIBHBINA

Puck makcuManbHBIN

Puck cpennumii

Her pucka

164. KOHCYJIbTUPYETCSI CEMEMHA S TTAPA. TIEPBBI PEBEHOK V 3JIOPOBBIX
POJIMTEJIEN BOJIEH ®EHUJIKETOHYPUEN. OIIPEJIEJINTE PUCK TTOSIBJIEHHS 3TOI'O
3ABOJIEBAHMA YV CIIEAYIOLIEI'O PEBEHKA?

25%

50%

75%

100%

165. OTCYTCTBHME MAJIbIX KOPEHHBIX 3YBOB HACJIEAYETCA KAK
JIOMUHAHTHBII AYTOCOMHBIN ITPU3HAK. KAKOBA BEPOSTHOCTH POXIEHH A
JIETEN C AHOMAJIMEN B CEMBE, I'JIE OJIUH POJWUTEJI TETEPO3UI'OTEH 10
AHAJIM3NPYEMOMY IIPU3HAKY?

50%

75%

25%

100%

166. B MEJJUKO-TEHETUYECKYIO KOHCYJIbTALIIO OBPATHJIACH CEMBSI B CBSI3U
C POXKJIEHUEM PEBEHKA C MHOYXECTBEHHBIMU BPOKJIEHHBIMU TTOPOKAMU
PA3BUTUSL. IIPU ITPOBEEHNN [TUTOTEHETUUECKOT'O UCCJIEJJOBAHMS PEBEHKA -
MAJIBUMKA, 2-X JIET, BO BCEX KJIETKAX OBHAPYKEHA JIMIIHSS 13 XPOMOCOMA.
KAKOBO BYJIET BAIIIE 3AKJIIOUEHUE?

47, XY, +13

46, XY, 13p-

46, XX, +13

47, XY, 13p+

167. B MEJUKO-TEHETUYECKOM KOHCYJIbTAIITM HA OBCJIEJIOBAHUN
HAXOJUTCA JEBOYKA, 13 JIET, MAJIEHBKOT'O POCTA, C KPBIJIOBUIHBIMUA
CKIIAAIKAMMU HA IIEE, OTCYTCTBHUEM BTOPUYHBIX [TOJIOBBIX ITPU3HAKOB. ITPU
[MPOBEJJEHUU HUTOTEHETUYECKOI'O UCCJIEJOBAHUA B 60% KJIETOK
OBHAPYXXEHO OTCYTCTBHME OJJHOM M3 X XPOMOCOM. BAIIIE 3AKJIFOUEHUE?
kapuotut 45, X0/46, XX (60%:40%) - moHOCcOMUs 110 X XpOMOCOME, MO3andHas Gopma
kapuotut 45, X0 - MoHOCOMUS 110 X XpOMOCOME

kapuotun 46, XX — HOpma

BapHUaHT HOPMBI



168. B MEJJMKO-TEHETUYECKOM KOHCYJIbTALIMM HA OBCJIEJIOBAHUN
HAXOIUTCA JEBOYKA, 17 JIET, BBICOKOI'O POCTA, C BOJIBIINMU KUCTAMU U
CTOINIAMU, OTCYTCTBUEM MEHCTPYALINU, IICUXOCEKCYAJIBHOE IIOBEJIEHUE -
KEHCKOE. TTO PE3VJIbTATAM VY3U - AIUIA3UA MATKU. [1PU ITPOBEJJEHMA
[IUTOrEHETUYECKOT'O UCCJIEJOBAHNS - KAPUOTUII MYXKCKOM. BAIIIE
3AKJIFOYEHUE?

kapuotutn 46, XV - recTuxkynsapHas peMuHU3ausI

kapuotul 46, XV - ciieyeT IpoBeCcTH OIEpaltIo 110 IEpEMEHE MoJa.

kapuotun 46, XV - HopMa Jyisl JaHHOW MAlIMEHTKH

kapuotul 45, X0 - MoHOCOMUS 110 X XpOMOCOME

169. BEPEMEHHAA 40 JIET HAITPABJIEHA HA ITPEHATAJIbBHVYIO MHBA3MBHVIO
JUATHOCTHUKY. I[TPU VJIbTPA3BYKOBOM NCCJIEJOBAHMM CPOK BEPEMEHHOCTH
COCTABMJI 9 HEJEJIb. KAKUE KJIETKU BbI BY IETE UCITOJIb3OBATD JIUIA
KAPUOTHUIIMPOBAHNMA IVIOJA

KJIETKM BOPCHH XOpHOHA

KJIETKA aMHUOTUYECKOM KUAKOCTU

KIIETKH IUIOAA

IUTALIEHTapHbIE KIETKU

170. OBCJIIEAYETCA CYIIPYXKECKAS ITAPA JUTLA OITPEAEJIEHWS ITPOI'HO3A JUTA
[TOTOMCTBA. KAPUOTHUII CYITPYT'OB BE3 ITATOJIOI'MU. CYIIPYT'U U UX POAUTEJIN
JOJII'OE BPEMSI [TPOXHUBAIJIN B SKOJIOTUYECKU HEBJIAT'OITPUATHOM PET'MOHE U
B IAHHBIM MOMEHT PABOTAIOT HA XMMHWYECKOM ITPOU3BOICTBE. KAKOU 13
HWXEIIEPEUMCIIEHHBIX METO/10B OBCJIEJOBAHI A BbI ITPEJIJIOXKUTE?

aHaJIM3 HAa XPOMOCOMHBIE abeppanuu

MOJIEKYJIsIpHO-TeHeTHuecKuil anainu3 Ha OKY

aHaJIM3 HAa MUKPOJENIEINH B Y -XpOMOCOME

MOBTOPUTH LINTOTEHETUYECKOE UCCIIEI0BAaHUE

171. AMHUOLIEHTE3, UMMYHOJIMYECKUU, BUIOXUMUYECKUN METO/1bI
NCCIIEAOBAHUA ITPUMEHSIOT B

MeauIMHCKON TeHeTUKE

Cenexun

ITapazuronorun

[utonoruun

172. XEHIIUHA, UMEIOIIA A HOPMAJIBHOE CTPOEHUME CKEJIETA, BBIILIJIA 3AMYX
3A MYXXUNHY C AXOHPOIUIASUEN. KAKOBA BEPOSATHOCTH POXEHUS B 2TOU
CEMBE PEBEHKA C AXOH/IPOIUIA3SUEN

50%

25%

100%

0%

173. MYK 1 )KEHA POJICTBEHHUKH. OGA TTETEPO3UI'OTHLI 110 I'EHY
®EHMWJIKETOHYPUN. BEPOSITHOCTH POXXJIEHMS BOJIbBHOI'O PEFEHKA B TOM
CEMbBE

25%

50%

100%

0%



174. COMATUYECKHNE MYTALIMN BOSHUKAIOT
B KJIETKax Teja

B ramerax

B II0JIOBBIX KJIETKaX

B TaIUIONIHBIX KJIETKaX

175. BAITPOIPAMUPOBAHHA S CMEPTD KJIETKW HOCUT HA3BAHUE
Armonto3

Hexpo3s

JHerenepanust

Myranus

176. TEHEPATUBHBIE MYTALIMM BO3HUKAIOT
B II0JIOBBIX KJIETKaX

B DIIUTEIUAIBHBIX KIETKAX

B MBILLIEYHBIX KJIETKAX

B HEPBHBIX KJIETKaX

177. K XUMNWYECKUM MYTAT'EHAM OTHOCATCA
OpPraHMYECKHUE U HEOPTaHUYECKHUE BEILIECTBA

TOKCHHBI

BUPYCBI

PaaOaKTUBHOE U3JIy4CHHUE

178. MYTAT'EHbI IIEPBUYHO U3MEHAIOT
TEHETUYECKUH armapaT KJIETOK

CTPOEHUE TKaHEU

Te4eHHne (PU3NOJOTUIECKIX MPOIIECCOB
CTPOEHHE KIIETOK

179. MHOXXECTBEHHBIM Y®®EKT OJJHOI'O TEHA 3TO
IInenorponus

[Tomumepus

Onucras

KommnemeHntapHoCTh

180. MOHO3UI'OTHBIE BJIM3HELBI MOI'YT IIOSAABUTHCA B TOM CJIVUAE, ECJIN
OJIHA AMIEKIIETKA OIUIOJOTBOPAETCS OJHUM CIIEPMATO30UA0M

OJIHA SMIEKIIETKA OIUIOJOTBOPAETCS IBYMs CIIEPMAaTO30MIaMHU

JIBE SAULIEKIIETKU OIUIOJOTBOPSIOTCS ABYMsI CIIEPMATO30UIaMHU

JIBE AUIEKIIETKHA OIUIOJOTBOPSAETCS OJHUM CIIEPMATO30MI0M

181. COXPAHEHME '’EHETUYECKOU NHOOPMAIIMU B PAY KIIETOUHBIX
[TOKOJIEHUI IMPOUCXOOUT B PE3VYJIbTATE

Pennnkanun

Cruraiicunra

Tpanckpununn

Tpancnauuu

182. PEINIMKALIUA JHK - 9TO ITPOLIECC
VY nBoennsa monexyinst JITHK



VY nBoenus monekynsl PHK
[Tepenaun nnpopmaryu ¢ JJHK na PHK
Bripe3anust HHTpOHOB

183. PEPMEHT, YYACTBVIOIIMH B ITPOLIECCE PETUIMKAIHA
JHK-nmonumepasa

Hyxkieasza

Tenomepasza

®docdonumaza

184. TIPOUECC TPAHCJIALMU OCYILHIECTBJISIETCS B
Pubocomax

JImzocomax

Snpe xierku

uTommazme

185. CEKBEHPOBAHUME JHK ITPEJICTABJISIET COBOM
Ornpenenenne nociaeaoBaresbHOCTH HyKiIeoTn10B JJHK
Hccnenosanue B3aumoneiictus JJHK ¢ 6enkamu

MeTton «COPTUPOBKH» XPOMOCOM

HccnenoBanue naeHTHGUKAIIMN OCITKOB

186. IIEPBUYHOE HEPACXOXIEHME XPOMOCOM - 3TO
Hepacxoxaenrne XpoMOCOM B Mei03€ y KapHOJIOTUUECKH HOPMAJIbHOTO MHANBUIA
HepacxoxaeHre XxpoMocoM B IEPBOM JIETICHUHU Mei03a

Hepacxoxaenne XpoMOCOM B IIEPBOM JICJICHUU JPOOJICHHS 3UTOTHI
HepacxoxaeHne XxpoMocoM BO BTOPOM JIeNIEHUU Meiio3a

187. BTOPMYHOE HEPACXOXJIEHHNE XPOMOCOM —-3TO

HepacxoxeHre XxpoMocoM B MeH03€ Y MHIUBU/IA, YK€ UMEIOILEr0 XPOMOCOMHYIO ITATOJIOTUIO
HepacxoxaeHre XpoMocoM BO BTOPOM JI€JIEHUU IPOOJICHUS 3UTOTHI

Hepacxoxenue XxpoMocoM BO BTOPOM JI€JIEHUN APOOJIEHUS 3UTOTHI

HepacxoxxaeHre XxpoMocoM B Meiio3e Yy HOCUTENsI pOOepTCOHOBCKOM TpaHCIOKallUU, KOTOpast
BO3HHUKACT MMPHU HEHTPUICCKOM CIIMAHUHU IBYX XPOMOCOM

188. JIUII BOSHUKHOBEHN S POBEPTCOHOBCKOM TPAHCJIOKAIIMM HEOBXOIMMO
JIBa XpOMOCOMHBIX pa3pbiBa

OnuH XpOMOCOMHBIH pa3pbIB

MHOkeCcTBEHHbIE XPOMOCOMHBIE Pa3phbIBbI

XPpOMOCOMHBIE Pa3pbIBBl HE HYKHBI

189. TEHOM YEJIOBEKA — 3TO

HacnencrBenHslii anmapar KIeTKH, COAEPKAIINA BeCh 00beM HHPOPMAIIH, HEOOXOTUMOM TS
Pa3BUTHA OpTraHHU3Ma

BenkoBbIii anmapar KJIETKH, COIEPKAIIUN COBOKYITHOCTh BCEX MOJIEKY CTPYKTYPHBIX OEITKOB U
bepmMeHTOB

DHepreTU4ecKuil amnmapar KJIeTKH

COBOKyHHOCTI) BCCX MCTHJIMPOBAHHBIX HOCH@I{OB&TGJ’IBHOCTGIZ B KJICTKE

190. TEHHBIE MYTALIUU - 3TO
N3MeHeHune nocnea0BaTeabHOCTH HYKJIEOTHIOB B TEHE
N3MeHenue ynciaa XpoMocoM



N3MeHeHue CTpyKTypbl XpOMOCOM
Iomunmonnuu

191. K HACJIEACTBEHHBIM BOJIE3HAM YEJIOBEKA HE OTHOCUTCA
acKapu103

0one3np layna

cunzpoM lllepemeBckoro—TepHepa

CEPIIOBUHO-KIETOYHAS aHEMUS

192. IIOCJIEAOBATEJIbBHOCTb COBBITI/H7L I[MPOUCXOJALLINX B KIIETKE, C MOMEHTA
EE OBPA3OBAHUA 10 EE TMBEJIN WX JAEJIEHNS HA JOYEPHUE HA3BIBAETCS
JKH3HEHHBIM ITMKIOM KJISTKH

MUTOTHYECKUM ITUKIIOM

MuToTHYEeCKNM HHASKCOM

buopurmom murtosa

193. CbIBOPOTOYHBLIE MAPKEPBI, UCCJIIEAYEMBIE I1PU ITPEHATAJIBHOM
BUOXNMHNYECKOM CKPUHUHI'E

Bce nepeunciiennoe

Anbda-peTonporenH

HexonbrorupoBaHHbBIN 3CTPHOI
PAPP-A

194. PUCK OCJIOXXHEHUI BEPEMEHHOCTMU TP AMHUOILIEHTE3E
<0,2%

2,5-3%

5%

5,5-6%

195. K CAMBIM YACTBIM N30JIMPOBAHHBIM ITOPOKAM PA3BUTHUA HE OTHOCUTCSA
MuxkpodTansm

JledexT MexIKeITy1I09KOBOM MePEeropoaKu

Pacmenuna ryOsl u HeOa

JledexTsl 3apanieHnst HepBHOU TpyOKU



