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BOHpOCI)I HCHTPAJIN30BAHHOI'0O TECTUPOBAHUS.

Paznea 1. MOHOI'EHHBIE BOJIE3HHU

1. MEAUILIMHCKASA TEHETUKA U3YYAET

POJIb HACNIEACTBEHHOCTH B IMATOJIOTMH YEJIOBEKa, 3aKOHOMEPHOCTH Mepelaul HacIeICTBEHHBIX
Oose3Hel B psy MMOKOJICHUH, pa3padaThiBaeT METOABI AUATHOCTUKH, MPO(DUIAKTUKH U JICUCHUS
Bcex (pOopM HACIIEICTBEHHOM MAaTONIOTHH

KIIMHUYECKHE OCOOCHHOCTH HACJICCTBEHHBIX 3a00JICBaHMIA Y MMAIIMEHTOB, YWICHOB UX cCeMei 1
POJICTBEHHUKOB

METO/Ibl JICUCHUSI HACJICICTBEHHON MaTOJIOTHUU

SIBJICHUS HACJIEJICTBEHHOCTU ¥ U3MEHUYHUBOCTH JKUBBIX OPraHU3MOB

2. OBbEKTOM U3YUYEHU S KJIMHUYECKOUW TEHETUKU SIBJISIETCS
0OJILHOM M BCE YWICHBI €I0 CEMbH, B TOM YHCJIC 3JI0POBBI

0OJIBLHOM YEIOBEK

00JIbHOH M OOJIbHBIC POJACTBEHHUKH

3JI0POBBIC POJICTBEHHUKHU

3. HACJIEACTBEHHBbIE 3ABOJIEBAHUA YEJIOBEKA ITOABUWJINCH
CO BpeMeHU (OPMUPOBAHUS YEIOBEKA KaK OMOJIOTHICCKOTO BHJIA

B CBSI3M YMEHBIIICHUEM Ipy3a HHPEKIMOHHON MaTOJIOTHH

B CBSI3M C YJIYUIIEHUEM YCIOBHI )KM3HU U 3IPAaBOOXPAHEHUS

CO BPEMEHU NIEPEOTKPHITUS 3aKOHOB ['. MeHnens

4. HACJIEACTBEHHA A NUISMEHYMBOCTD UEJIOBEKA, OBYCJIOBJIMBAIOIIIA A
I[TATOJIOTUIO

MPUHIUIINATIBHO HE OTIIMYAETCA OT HOPMaJIbHON U3MEHUNBOCTU

MPUHIMUIIAAIBHO OTINYAETCS OT HOPMAJIIBHOW U3MEHYMBOCTH

B HEKOTOPBIX CIIy4asiX OTIMYAETCA

B HEKOTOPBIX CIIy4asix HE OTINYAECTCS

5. EBI'EHUKA - 3TO

KOMIIJIEKC MEPONIPUATUH, HAIIPABJICHHBIX HA YIyYIIEHUE TeHETHYECKOU IPUPOJIBI YETIOBEKA
Hayka 00 0CBOOOKIEHHH YeJIOBEKa OT HACIEICTBEHHbBIX Oose3Hel

Hayka 0 MOp(GOQYHKIIMOHATIBHBIX OCOOEHHOCTSIX JIFO/IEH, CBA3aHHBIX C PACOBBIMU PA3IMYUSIMU
KOMIUIEKC F'OCYAApCTBEHHBIX, IOJUTHYECKUX, MEIULUHCKUX U IPYTUX MEPOIPUATUN
OTPaHUYMBAOIINX (MM 3aMpeIIaloNIrX ) BO3MOXKHOCTH BOCIIPOU3BO/ICTBA B CEMbBSIX C
HaCJIEICTBEHHBIMH OOJIE3HAMHU

6. HOCUTEJIIMU TEHETUYECKOU MHOOPMAILINU SABJISIIOTCS
JIHK u PHK

oenku u JIHK

JHK, PHK u 6enku

PHK u G6enku

7. ®YHKIIUEM JHK B KJIETKE SIBJISIETCS
COXpaHEeHHEe HacleICTBEHHON MH(OpMAINH B KIIETKe
nepegava HacJlIeICTBEHHOW nH(popMaluu



nepegavya HaclIeICTBEHHOW HH(OpMaLUK U TPAHCIOPT AMUHOKHCIIOT
TPAHCIIOPT AMUHOKHCIIOT

8. MUTOXOH/IPUAJIFHbI TEHOM
IIPEACTABIIEH KOJIbLIEBBIMU MoJekynamu JJHK
KoqupyeT 13 Thicsd OenKoB

npeacrasieH Mosiekynamu PHK

KOAMPYET (hepMEHTHI, OTBETCTBEHHBIE 32 peraparuio

9. «PEKOHCTPYKIIMS» KIMHUYECKOM KAPTUHBI V BOJIBHOI'O ITPEITOJIATAET
aHaJIM3 BCEH JOCTYIMHOW METUIMHCKON HH(POPMALIUH IO KOHKPETHOMY OOJIEHOMY
TIIATEIbHBIA COOp aHAMHECTHYECKUX JaHHBIX

o0creoBaHNe MOPAKEHHBIX POACTBEHHUKOB

o0crenoBaHue OOJIBHBIX U 3/I0POBBIX POJACTBEHHHUKOB

10. J1JIA 3ABOHEBAHI/II7L OBYCJIOBJIEHHBIX DKCITAHCUEN TPUHYKJIIEOTHUJHbBIX
ITOBTOPOB HE XAPAKTEPHBI

MHO>KeCTBEHHbIEC BPOXKJIECHHbBIC TOPOKU Pa3BUTHS

denoMeH aHTUIAIIAIIUA

W3meHeHus: HepBHO-TICUXMYECKOTO CTaTyca

Uerkas koppessiiiuu Mex a1y GEeHOTUITUYECKUM MPOSIBJICHUEM 3a00JICBaHUS U YHCIIOM TTOBTOPOB

11. CXOAHBIE UBMEHEHNSI ®EHOTUIIA, OBYCJIOBJIEHHBIE MYTALIUSMU PA3HBIX
I'EHOB, HA3BIBAIOTCS

TE€HOKOITHU

dbeHoxonuu

TeHOMHBIC MYTaIlHH

MoupuKau

12. HAMBOJIEE BEPHOE OINPEJAEJIEHME KJIIMHUKO-T'EHEAJIOT MTYECKOT'O METOAA
[TpocnexxnBanue nepenavn OOJIE3HH WM TPU3HAKA B CEMbE HITH POJIE C YKa3aHHEM THIIa
POJICTBEHHBIX CBSI3€H MEXIy UICHAMH POJIOCIOBHON B psy OKOJIEHUI

[TpocnexxnBanue nepenadn OOJNE3HN WM TPU3HAKA B CEMBE

CocraBieHue poJoCIOBHBIX

CocraBiieHr€e POJIOCIOBHBIX C MOCIEAYIOMNM 00CIeI0BaHUEM MTpoOaHIa

13 TOJTAHAPUYECKUE ITPU3HAKHN YEJIOBEKA OBYCJIOBJIEHBI TEHAMU,
HAXOAAINMUCH B

Y — xpomocome

AyTtocomax

[TosoBBEIX XpOMOCOMax

X — XpomMocome

14. HUTOIVTIABMATUYECKA A HACJIIEACTBEHHOCTD OBYCJIOBJIEHA
Mutoxonnpuansroit JJHK

JHK sapeimka

JIHK xpomocom B siipe

Pu6ocomamu



15. MATEPUHCKAS HACJIEACTBEHHOCTbDH OBYCJIOBJIEHA
MuroxonapuansHoin JJTHK

JHK sapeimka

JHK xpomocom B siape

Pubocomamu

16. IPUBHAKN XAPAKTEPHBIKE JIJIA MUTOXOHAPUAJIBHOI'O TUITA
HACJIEJJOBAHUSA

3a0oseBaHue niepeaeTcs OT OOJBLHON MaTepH BCEM JIETSIM

3aboneBanue nepenaetcs ot 6onpHOrO oTna 50% nereit

3a0oseBaHNe HUKOT/Ia HE HACIICAYETCS OT MaTepu

BonbHbIe eHIIMHBI TepenaroT 3adoneBanne 50% neBouek

17. IPUUMHON HACJIEACTBEHHBIX BOJIE3HEN MOXET BbITh MVYTALNA,
BO3HHUKAIOIIIAA B

I"'ameTax

Muonurax

CTBOIOBBIX KJIETKAX

daromnurax

18. HAUBOJIEE BEPHOE OIIPE/IEJIEHUE ITATOT'EHE3A HACJIEJICTBEHHBIX
BOJIE3HEN

HapymeHHe pealin3ainu FeHeTI/I‘IeCKOfl HH(bOpMaHHH

HapymeHHe agarTaliliOHHBIX BO3MO)KHOCTCI>1

N3MCHCHHUC I/IMMYHHOFO OTBCTA

HapyIlIeHUEe CTPOSHUS U (PYHKLIMN OpTaHOB

19. KOJIMYECTBO I'EHOB B TEHOME UEJIOBEKA
25 TBIC

3 Mipa

3 MJIH

300 ThBIC

20. KJIIMHUYECKUI TIOJIMMOP®U3M MOHOI'EHHO! ITATOJIOI' M OBYCJIOBJIEH
JIENCTBUEM MYTaHTHBIX ajuielieil Ha (poHe pa3TuYHBIX TEHOTUIIOB

MOJIMJIOKYCHOM H/WJTH TTOTHAIIEIBFHOM IeTepMUHAIIUEH KIIMHUYECKOU KapTUHBI OOJIE3HH
Pa3IMYHON 4aCTOTOM I€HOB B MOMYJISLIUN

OJIM3KOPOICTBEHHBIM OpaKkoM

21. THIUBUIY AJIbHBIN XAPAKTEP ITATOJIOTUN Y BOJIBHOI'O OBYCJIOBJIEH
YHUKAJIBHOM T€HETUYECKON KOHCTUTYLIHEN Ka)KJI0TO YEJIOBEKa

TUTIOM HACJIeI0OBAaHUS MATOJIOTHH

XapaKTEepPOM MYTaITMOHHOTO NU3MEHEHHS

MOp(HOohYHKITMOHATTLHBIMUA OCOOCHHOCTSIMU OpTaHu3Ma 0OJIbHOTO

22. B KAKUX KJIIMHUKAX JIOJISI BOJIBHBIX C HACJIEACTBEHHOU ITATOJIOTMEM
BBIIIE
neauaTpun



0 TaTBEMOJIOTHH
XUPYPrUU
PEHTTCHOJIOTUHT

23. BPOXJAEHHBIE 3ABOJIEBAHUA — 9TO 3ABOJIEBAHUA
JUAarHOCTUPYEMBIE MPU POKICHUU

00yCIIOBJICHHbIE MyTaIUeil TeHOB

NPOSIBIIAIONINECS HA 1-M rojy )KU3HH peOeHKa

MPOSBIISIOLIMECS BO BpeMs TyOepTaTHOTO Mepro/ia

24. TEPMMH «BPOXIEHHBIN ITOPOK» OTHOCUTCS K MOP®OJIOT MYECKOMY
N3MEHEHUNIO OPTTAHA WJIKM YACTHU OPTAHA

BBIXOJSILIEMY 3a Mpeeibl HOpMaJbHBIX BapHalliii U HapylaouiemMy GyHKIHIO0 opraHa
BBIXOJISIIIIEMY 3a MPEAebl HOPMAaIbHBIX BapHalldii, HO HE HapymaonemMy QyHKIUIO0 opraHa
HE BBIXOJAIIEMY 32 Mpeiebl HOpMalIbHBIX BapUalluii U HE HapYyIIA0IeMy (YHKIHIO OpraHa
MOpP(OJIOTHUECKOE U3MEHEHHE OpTaHa, BO3HUKAIOIIEE B HEOHATATHHOM IIEPHO/IE

25. CHHIPOMOJIOTMYECKUI AHAJIN3 TIPOBOUTCS 115

aHaJIn3a KJII/IHI/IKO'(bCHOTI/IHI/I‘IeCKI/IX HpO?[BJICHI/IfI y IMagueHTA C OCJIBIO ITIOCTAHOBKHN AUATI'HO3a
HaCJICACTBCHHOT'O 336OHCBaHI/I$I

aHaJIn3a TCHOTHUIIA 6OJH)HOFO C ICJBIO ITOCTAHOBKHU JWUAarHo3a HACJIICACTBCHHOT' O 3a6OHeBaHI/I$I
aHaJIn3a pe3yJIbTATOB IICUXO-T'CHECTHUYCCKUX UCCIICAOBAHUS ITAIUCHTA C LCJIbIO [TIOCTaHOBKU
IHUAardo3a HACJICACTBCHHOI'O 3a6OJIeBaHI/I$I

aHaJIn3a pe3yJIbTATOB aHTPOIIOMCTPHUICCKUX I/ICCJ'ICI[OBaHI/II‘/'I ImangueHTa C OCJIbKO ITOCTAHOBKHA
IHUAardo3a HACJICACTBCHHOI'O 3a6OJIeBaHI/I$I

26. AHTPOIIOMETPUYECKHNE U3MEPEHUNA B IMATHOCTUKE HACJIEJACTBEHHbBIX
BOJIE3HEM ITPEJTHABHAYEHGKI JIJ151

BBISIBJIICHUSI KIIMHUYECKU HE3HAYUMBIX "'CUMIITOMOB" IIPOSIBJICHUH NTaTOJIOTHYECKUX MYTAlUH
KOHTPOJISI PU3UYECKOT0 pa3BUTHUS peOeHKa

KOHTPOJISl (PYHKIIMOHAIBHOTO COCTOSIHUS OOJIBHOTO

KOHTPOJISI ICUX0-MOTOPHOT'O Pa3BUTHS peOeHKa

27. AHUPU WA — OTO

OTCYTCTBHUE paly’)KHOH 000JI0UKH

OIYIIEHHbIE HAPY>KHBIE YTJIbI TJIA3HBIX LIEJIEH
HEJI0pa3BUTHE UM OTCYTCTBHE TIa3HOTO s10J0Ka
YMEHbILIEHUE Pa3MEPOB IIa3HbIX 00K

28. AHTUMOHT'OJIOUJTHBIN PA3PE3 I'JIA3 - 9TO
OIIYILEHHBIE HAPYKHBIE YIJIBI TJIA3HBIX IEJIeH

YBEJIMYEHHOE PACCTOSIHUE MEXAY BHYTPEHHUMU yIiIaMU TJIa3HUL
y3Kas TJla3Has Iellb

ONYIIEHHbIE BHYTPEHHHE YIJIbI IIa3HBIX IIEJIeH

29. AHO®TAJIbMHUA — I3TO

BPOXKJIEHHOE OTCYTCTBHE TJIa3HBIX SI0JI0K

BPOKJIEHHOE OTCYTCTBHE PayKKH

YMEHBILIEHHOE PAaCCTOSHUE MEXKly BHYTPEHHUMHU KpasiMU TJIa3HULL
YMEHbILIEHUE Pa3MePOB IIa3HbIX 010K



30. APAXHOJAKTHJINA — 3TO
YBEJIUYCHUE JUIMHBI [IAJIBLIEB
YKOPOYEHUE NaJIbLIEB

u3MeHeHne (GopMbI MaJIbIIECB
CpalllCeHHE I1aJIbLIEB

31. AHOHIE®AJINA - 3TO

OTCYTCTBHUE KOCTEH CBOJIA ueperna v 00JbIIoro Mo3ra
YMEHBILIEHUE Pa3MEpPOB uepena

yBEJIMYEHHUE MTONEPEUHOro pa3mMepa rojJoBbl
YMEHbILIEHUE TPOA0IBHOIO pa3Mepa IroJI0BbI

32. TETEPOXPOMMUS PATYKHOIM OBOJIOUYKHU - DTO
pa3yinyHas OKpacKa pagyKHOH 000I0UKH

AHOMAJIbHOC BOCIIPUATHEC LIBETOB

pazyinyus B pa3Mepax pagaykKHbIX 000JI0UYeK

OTCYTCTBHE PaIy>KHON 000JI0UKH

33. TUIIEPTEJIOPU3M - 3TO

YBEIMYCHHOE PACCTOSHUE MEXK]Ty BHYTPEHHUMH YTJIAMH TJIa3HHUI]
BEPTHKAIBbHASI KOXKHAS CKJIAJIKa Y BHYTPSHHETO yTJia ria3a
OJIM3KO PaCTIONIOKEHHBIC OPOUTHI

OITYIIICHHBIE HAPYXKHBIC YTJIIBI TJI1a3

34. JOJIMXOLUE®AJINA - 9TO

YBEIUYECHHE MPOJOJIBHOIO pa3Mepa 4epera OTHOCUTENIBHO MTONIEPEUYHOTO

JUTMHHBIA Y3KUH Yeperl ¢ BBICTYIMAIOIINM JIOOM U 3aTHUIKOM YBEJIMYEHHE TTOTIEPEUHOTO pazMepa
yeperna [pyu OTHOCUTEIIBHOM YMEHBILEHUH IIPOJOJIBHOIO pa3Mepa

paciMpeHue yeperna B 3aTbUIOYHOM U CY’)KEHHE B JIOOHOW YacTu

35. KAMIITOJAKTUJINA — 9TO

crufaTesbHasi KOHTPAKTypa MPOKCUMAIIbHBIX MEX(alTaHIOBBIX CYCTaBOB
VCKPUBJICHUE HUJKHEW KOHEYHOCTH

JaTepaNbHOE WIA MEAUAIBHOE HCKPUBIICHUE MTAIbLA

OTCYTCTBHUE CpeJIHUX (hajaHT KOCTeH MayibleB

36. MUKPOI'HATHUA - 3TO
MaJible pa3Mephl BEpXHEH YeltocTu
MaJibl€ pa3Mepbl HUKHEHN YENIOCTH
HEeJ0pa3BUTHE HIKHEN YeTI0CTH
MaJIoe POTOBOE OTBEPCTHUE

37. OJIMTOOJAKTUIINSA — 5TO
OTCYTCTBHE OJTHOTO WJIH 00JIEE MaJbIICB
OTCYTCTBHE HOT'TEBBIX IJIACTUHOK
CpalleHHe MajbIeB

YBEJIUYEHUE KOJIMYECTBA MaJIbLIEB



38. IIPOTHATHUA - OTO

YPE3MEPHOE PA3BUTHE BEPXHEN YEITIOCTH
HEJOPa3BUTHE HUKHEN YEITFOCTH
YPE3MEPHOE PA3BUTHE HUKHEU YETFOCTH
aruia3usi BEpXHEH 4elItOCTH

39. [IPOBAH/] — OTO

JIMIIO, C KOTOPOTO HAaYMHAETCS COOP POAOCIOBHON

00JIbHOM, OOpaTUBIIUICS K Bpauy

3JI0POBBIH YEIOBEK, OOPATHBIIMICS B MEAUKO-TEHETHUECKYIO KOHCYIIbTAIHIO
JIMIIO, BIIEPBBIE MOMABIIIEE 1101 HAOII0ICHUE Bpava-TeHETHKA

40. CHHO®PU3 - 5TO
cpaieHue OpoBeit

CpalieHue KOHEYHOCTEN
CpallleHHUE MaJbIIEB PYK
HEJ0PAa3BUTHE CKYJIOBBIX YT

41. ®UJIBTP - OTO

paccTosiHuE OT HMKHEH HOCOBOM TOYKHM HOCA 10 KPacHOM KaliMbl BEpXHe Iy0
OIpe/IeNIEHHBIN pa3Mep HOCOBOT'O X0Aa

OTHOIICHHE BEJIMYHHBI JTMHBI HOCA K €0 OCHOBAaHUIO

paccTosiHUE MEX]ly BHYTPEHHUMHU YIiaMU IJ1a3HUL]

42. SIIUKAHT - 3TO

BEPTHUKAJIbHAsI KOYKHAS CKJIAJIKa y BHYTPEHHETO yrIila rias3a
cpocmecs 6poBu

LIMPOKO PacCTABIICHHBIE I1a3a

CY’KEHHE IJ1a3HOH I1eNn

43. 3TUOJIOTUYECKUM ®AKTOPOM MOHOI'EHHBIX BOJIE3HEM ABJISIOTCS
MyTAaluU €IMHUYHBIX T€HOB

aHEeyIUIOU U

MOJIMTUIOU VT

TpaHCIIOKaIu1

44. BOJIE3HH C LIMTOITUIASMATUYECKOM HACJIEJICTBEHHOCThIO BO3HUKAIOT B
PE3VJIBTATE

mytaruil B JIHK-MuroxoHapuit

MyTalui B ayTOCOMax

TOYKOBBIX MyTalui

JieNeUi JUIMHHBIX IIeY Y ~XpOMOCOMBI

45. 3ABOJIEBAHUA C KAKUM TUIIOM HACJIEAOBAHIMS BCTPEUAIOTCS YAILIE B
POACTBEHHBIX BPAKAX
ayTOCOMHO-PEIeCCHBHBIM



X-CIIEMJIEHHBIM PELIECCUBHBIM
X-CI[EIJIEHHBIM JOMUHAHTHBIM
ayTOCOMHO-IOMHUHAHTHBIM

46. K MEHIEJIUPYIOIIEHN ITATOJIOT M MOXXHO OTHECTH

3a00JIeBaHNs, ITHOJIOTHIECKUM (PaKTOPOM KOTOPBIX, SIBISIOTCS MyTalluu €AUHUYHOTO TeHa
3a00J1eBaHNUs, STUOJOTMUECKUM (DAKTOPOM KOTOPBIX, SBISIOTCS XPOMOCOMHBIE MyTalluu
3a00J1eBaHNs, ITHOJIOTHIECKUM (PaKTOPOM KOTOPBIX, SABISIOTCS TCHOMHBIC MyTallUU
SMUreHeTHYEeCKHe 3a00JIeBaHUs

47. TIOHATUE ITEHETPAHTHOCTDb MOXET BbIThb OTHECEHO
TOJILKO K TUarHo3y 3aboyieBaHus -
TOJIBKO K CHMIITOMY 3200JICBaHHsI
K JIMaTHO3Y U K CUMITOMY 3a00JICBaHUS
TOJIBKO K MOP()OT€HETUYECKOMY BapUaHTY Pa3BHTHS

48. KAKAS YACTb JETEU MTOSIBJISIETCS HA CBET C HACJIEJACTBEHHOI
[TATOJIOTUEN?

3-5%

1-2%

meHee 1%

5-6%

49. PACITIPOCTPAHEHHOCTbh JOMUHAHTHBIX BOJIESHEW, B OCHOBHOM,
OITIPEAEJISIETCA

HOBBIMU MyTallUsSIMU

BBICOKMM PUCKOM II€PEAAYN NATOJIOTUH IIOTOMCTBY

BBICOKMM YpOBHEM (EPTUILHOCTU

YCIIEIIHOCTBIO JIeUeOHBIX MEPOTIPUATUI

50. K 3ABOJIEBAHUSIM C OBBIIIEHHON OHKOJIOI' MUECKOU
[MPEAPACIIOJIOXXEHHOCTBIO OTHOCATCA BCE IIEPEUMCIIEHHBIE, KPOME
Cunapoma Mapdana

Cunnpoma beksura-Bunemana

IIurMeHTHON KCEepOIepMBbL

Cunapoma Jlayna

51. CHMIITOMOKOMIUIEKC, XAPAKTEPU3YIOIIWI CUHJIPOM MAPD®AHA

MOJIBBIBUX XPYCTaJIMKa, TUIIEPIIOIBU’KHOCTh CyCTaBOB, BOPOHKOOOpa3Has 1edopMalius rpyAHHbI,
CEpJEUHBIE LIYMBI, BBICOKHUH POCT

OTCTaBaHUE B ICUXOMOTOPHOM Pa3BUTHH, MUKpOLeaivs, TUTTONUT MEHTAIUS

[JIa3HBbIE AHOMAJIUU, TYTOIIOABUKHOCTb KPYITHBIX U MEJIKUX CYyCTaBOB, I€lIaTOMET N, [IyX0Ta
YMCTBEHHAs OTCTaJIOCTh, MAKPOOPXUIU3M, AITUHHOE JIUIIO, BBICOKUH J100, MAaCCUBHBIN 110A00POIOK,
OTTOIIBIPEHHBIE YILIH

52. TIOJIOXKEHUE XAPAKTEPU3VYIOIIEE AYTOCOMHO-JOMUHAHTHbIN TUIT
HACJIEAOBAHUA



OJIMHAKOBO YacTO 3a00JIEBaHUE BCTPEUACTCS Y MY)KUYHH U JKESHIIUH

poauTtenn 60JIbHOTO pedeHKa (EHOTUITMYECKH 310POBBI, HO AaHATIOTUYHbIE 3200JICBaHHS
BCTPEYAIOTCS Y CHOCOB MpobOaH1a

CBIH HHMKOT/Ia He HaclleaAyeT 3a00eBaHus OT OTIA

BCE JIETH OOJBLHON MaTepH OOBHBI

53. TIOJIOXKEHUE XAPAKTEPU3VYIOIIEE AYTOCOMHO-JOMUHAHTHbIN TUII
HACJIEAOBAHUA

Puck noBTopHOTO pOXKIEeHHS O0JIHHOTO peOeHKa B CEMbE, II€ OJIMH U3 POJIUTENeH O0JIeH paBeH
50%

CBHIH HHMKOT/Ia He HaclleaAyeT 3a00JIeBaHus OT MaTepH

BCE JIeTH OOJBLHOM MaTepH OOBHBI

poauTen 60JIBHOTO pebeHKa (EHOTUITMYECKH 3/10POBBI, HO AaHAIOTUYHBIE 3200JICBaHHS
BCTPEYAIOTCS Y CHOCOB MpobaHia

54. ITPABMJIBHOE OITPEJEJIEHUE ITOHATWA ITEHETPAHTHOCTHU

JI0JIS T€TEPO3UTOTHBIX HOCUTENEH JOMUHAHTHOIO M'€HA, UMEIOIUX KIMHUYECKUE IIPOSBICHUS
CTEIEHb BBIPAKEHHOCTH IPU3HAKA WK OOJIE3HU

BEPOSTHOCTH CYIIECTBOBAHMS T€HETUYECKH T'€TEPOTEHHBIX (POPM HACTIEICTBEHHOTO CUHIPOMA
CTEIIEHb TSKECTH 3a00JIeBaHUs

55. BEPOATHOCTDL IIOBTOPHOI'O POXIEHNWA BOJIBHOI'O PEBEHKA B CEMBE, B
KOTOPOU POIAUTEJIN 340POBbBI 1 UMEIOT BOJIbHYIO JIEBOYKY C CUHIPOMOM
MAPDOAHA

omms3ko k 0%

50%

100%

25%

56. BEPOATHOCTD POXIAEHMA 31I0POBOI'O PEBEHKA B CEMBE, B KOTOPOU OBA
POAUTEJIA BOJIBHBI CUHIPOMOM MAP®AHA

25%

50%

100%

ommsko k 0%

57. BEPOSITHOCTD ITOBTOPHOI'O POXIEHHMS BOJIbBHOI'O PEFEHKA B CEMBE, B
KOTOPOU MATBH BOJIbHA CUHAPOMOM MAPDAHA, OTEL 310POB U1 JIBA CbIHA C
CHUHIAPOMOM MAP®AHA

50%

100%

ommsko k 0%

25%

58. CHHJIPOM MAP®AHA JIUATHOCTHUPOBAH YV MAMBI U JIEBOUKHU OT 2-OM
BEPEMEHHOCTHU. KAKOBA BEPOSITHOCTbH POXXJIEHHMS BOJIbBHOI'O PEEEHKA OT 3-EM
BEPEMEHHOCTU

50%

25%



0%
100%

59. JMATHOCTUYECKUE KPUTEPUU CUH/IPOMA MAPDAHA

Bricokuii pocT, THIIEPIIOIBUKHOCTD CyCTaBOB, Ae(QOpMalus TpyAUHBL, IPOJIATIC MUTPAIHHOTO
KJIariaHa, CHUKCHHE 3PCHUSL.

OTtcraBanue B NNCUXOMOTOPHOM pPa3BHUTHH, MI/IKpOI_qu)aJII/ISI, THUIIOIIUTMCHTAaL s

VMCTBEHHas OTCTAJIOCTh, MAKPOOPXHIU3M, [UIMHHOE JIMLIO, BRICOKHH J100, MaCCUBHBIH
0100POI0K, OTTONBIPEHHBIE YIITH

TpexdananroBeiii 0OJIBLION TTaJel], OTCTABAHUE B POCTE, Y3KHE IUICYH, BPOXKICHHAST aHEMUS

60. V 3JI0POBBIX POAUTEJIEH, HE COCTOSILUX B KPOBHOM POJICTBE, POJMJICS
PEBEHOK C AXOH/IPOIUIA3ZUEN (ITPOBAH]I). B POJIOCJIOBHOM JPYTUX CJIYYAEB
3ABOJIEBAHUS HE BBISIBJIEHO. BEPOSITHOCTD POXKIEHU ST BOJIBHOI'O PEBEHKA Y
[TIPOBAHJIA B EI'O BYIYIIIEM BPAKE CO 3/JOPOBO1 JKEHILIMHOI COCTABJISIET
50%

10%

25%

100%

61. B BPAKE COCTOST MY>XYMHA U XXEHILIMHA C AXOHJIPOITJIACTUYECKOM
KAPJIMKOACTBIO. Y MYXXA ECTb 3[JOPOBBIV BPAT U CECTPA C TEM XE
3ABOJIEBAHMEM. UX OTEL BOJIEH, A MATH 3JIOPOBA. BEPOATHOCTbD POXJIEHUW A
BFOJIBHOI'O PEFEHKA B 9TOM CEMBE COCTABJISET

75%

100%

50%

25%

62. HA OCHOBAHUU KJINMHUYECKOUW KAPTUHBI IOCTABBTE JANATHO3
HENPO®UEPOMATO3 THIT |

MHOKCCTBCHHBIC ITUTMCHTHBIC IISITHA HAa KOXKEC (((KO(i)CfIHBIG HﬂTHa»), HAKOXXHBIC U ITOJKOKHBIC
OIlyXOJIH, y3enku Jluma

BpO)KI[GHHBIfI HOpOK cepnua, HOpOK paSBI/ITI/ISI Hy‘IGBOI;'I KOCTH, OJIUT'OJaKTUIINA

ce6opeI7IHa;1 aJICHOMA Ha IICKax, ACIIMTMCHTUPOBAHHBIC IIATHA, CyJOpOId, YMCTBCHHAA OTCTAJIOCTDh
aHeMUsl, TeNaTOCTICHOMETausl, OalleHHbIN Yepert

63. INATHO3 HEMPO®UBEPOMATO3A CTABUTHCSI HA OCHOBAHUU
Knunnueckoit kaptunsl U fanHbix JIHK-auarnoctuku

XapakTepHOH KIMHUYECKON KapTUHBI U OMOXUMHUYECKOTO aHAJIn3a

Knunudeckoi KapTHHBI, HCCIET0BAHUS TOPMOHATBHOTO TPODUIIST

Knuanueckoi kKapTUHBI, OMOXUMHUYECKOTO aHaIN3a U TaTOMOP(OTOTUIECKOM UCCIEA0BAHIHT

64. BEPOSITHOCTB [TOBTOPHOI'O POXKIEHMS BOJIbBHOI'O PEBEHKA B CEMEBE, B
KOTOPOM POJUTEJIN 3/IOPOBBI U UMEIOT BOJIbHYIO JIEBOUKY C
HENPO®UBEPOMATO30M

omm3ko k 0%

50%

100%



25%

65. BEPOSITHOCTbD POXXIEHUS 3/JOPOBOI'O PEBEHKA B CEMBE, B KOTOPOI OFA
POJUTEJIA BOJIBHBI HENPOD®UBPOMATO30M

25%

50%

100%

0mm3ko k 0%

66. HEUPO®HUBEPOMATO3 JUATHOCTUPOBAH Y MAMBI 11 JIEBOYKH OT 2-OU
BEPEMEHHOCTH. KAKOBA BEPOSITHOCTb POXXJIEHV S BOJILHOT'O PEBEHKA OT 3-El
BEPEMEHHOCTH

50%

25%

0%

100%

67. JUIs1 HEUPO®UEPOMATO3A XAPAKTEPHbBI BCE YKA3AHHBIE ITIPU3HAKU. KPOME
AHOManuu B CUCTEME XPOMOCOM

MHo>KecTBEHHbIE TUTMEHTHBIC MATHA HA KOXeE

OITYXOJIM HAKOXXHBIC U IMOJAKOKHBIC

BECHYIIYATOCTh B MOJMBIIIEYHBIX U TAXOBBIX 00JaCTIX

68. IUII HEUPO®HUBPOMATO3A XAPAKTEPHBI BCE YVKA3AHHBIE [TPU3HAKHU. KPOME
ITonBeIBHXa XpycTanuka

MHOKeCTBEHHBIX IUTMEHTHBIX IISITEH HA KOXKE

OITyXOJIEH HAKOKHBIX M ITOJKOKHBIX

BECHYIIIYaTOCTH B MOMBIIIEYHBIX U MAXOBBIX 00JIACTIX

69. CIIOPAJIMYECKHWI CJIYUYAU 3ABOJIEBAHUS — DTO

NIEPBBIN CITydail ayTOCOMHO-IOMHHAHTHOTO 3200JI€BaHHsI B POJOCIOBHON
BIIEpBbIe 00paTUBLINIiCS OONBHOM

€IMHCTBEHHBIN CITyJail JaHHOTO HACIIEICTBEHHOTO 3a00JIEBaHNS B POJJOCIIOBHOM
€/IMHCTBEHHBIH ciTydail 3a001€BaHuUs B CEMbE

70. HAMBOJIEE YACTBIN TUII BPAKOB ITPU AYTOCOMHO-IOMUHAHTHOM THUIIE
HACJIIEJOAHUA

Aaxaa

AA x aa

Aax Aa

AA x AA

71. PACIIPOCTPAHEHHOCTh AYTOCOMHO-PEIIECCUBHBIX BOJIE3HEN B
OCHOBHOM OITPEJEJIAETCA

YacTOTOM reTepO3UroT B MOMYJISALUN

BBICOKMM YPOBHEM CIIOHTAHHBIX MyTallui

HEBO3MOKHOCTBIO 3((EKTUBHOTO JICUEHUS

YTSDKETIEHUEM CUMIITOMAaTHKH B MOCIEYIOIINX TOKOJIEHHUM

72. 110 AYTOCOMHO-PELIECCUBHOMY TUITY HACJIEAYETCA
DEeHNIKETORYpHUS



Dnuierncus
ITunopocrtenos
BposkneHHbIe TOPOKH cep/Iiia

73. IPUYMHOM BOSHUKHOBEHN S HACJIEJICTBEHHBIX JE®EKTOB OBMEHA
SABJSIHOTCA

['ennble MyTanumn

COanaHcupOBaHHbBIC TPAHCIOKAIINN

W3meHenuns yucia XxpoMocom

HecOanancupoBaHHbie TpaHCIOKAIIUU

74. I KIIMHUKU MYKOBUCIHIUIO3A HE XAPAKTEPHO HAJIMUUE
3aepKKU ICUXOMOTOPHOTO Pa3BUTHUSA

MeKOoHHUAIIBHOTO uieyca

[TaTonorun OpOHX0IErOYHON CUCTEMBI

Kucrohubposa momkeny109Hon Kee3bl

75. IMATHOCTUYECKUE KPUTEPUN MYKOBUCIHNIO3A

PELUIMBUPYIOLINE XPOHHUYECKUE THEBMOHHH, HAPYIICHUE ()YHKIMHU TTODKETYI0YHOMN JKeTe3bl,
MatbabCcopOIHst, OOMITBHBIN 3TOBOHHBIN CTYI

XPOHHYECKUE OPOHXO0IKTA3bl, IPABOCTOPOHHEE PACHIONIOKCHUE CEP/ILia, XPOHUUECKUE CUHYCHUTHI
rpyObIe 4epThl uIa, Ku(HOCKOINO03, AeopMaliysi rpyInHbI, HU3KUI POCT, MOPOK KJIAMIAHOB Cep/AlLa,
YMCTBEHHAs OTCTAIOCTh

3aZICPIKKa poCTa, MHO>KECTBECHHBIH AN30CTO3, IOMYTHCHHEC POrOBUIIBI, ITOBBINICHHAA SKCKPCU A
[IIMKO3aMUHOTJIMKAHOB (MYKOIIOJIMCAXapUI0B) C MOYOM

76. CAMIITOMOKOMIIIEKC, TIO3BOJIAIOLINM IIOCTABUTD ITPEJIBAPUTEJIbHBIM
JIMATHO3 - AJIPEHOI' EHUTAJIbHBI CUHIPOM

IIPOrpeccupyroniasl BAPUIN3aLus, yCKOPEHHOE COMAaTUYECKOE Pa3BUTHUE, MOBBIIIEHHAS DKCKPELUs
TOPMOHOB KOPBbI Ha/INMOYEYHUKOB

TUIEPTETOPHU3M, OpaXxUIaKTHIIUS, KpUIITOPXU3M, HU3KUN POCT, aXOBBIE IPHDKU, YMEpEHHasI
YMCTBEHHas OTCTaJIOCTb

Hapy>KHbIE TIOJIOBbIE OPTraHbl CHOPMHUPOBAHBI 110 )KEHCKOMY THITY, HEJOPa3BUTHE BTOPUUHBIX
MOJIOBBIX MPU3HAKOB, Kapuotu 46, XV

YMCTBEHHAsI OTCTAJIOCTh, MAKPOOPXUU3M, OTTONBIPEHHBIE YIIIH, JJIMHHBIE KOHEYHOCTH,
MaCCHUBHBIN MTOAO0POIOK

77. TIPY BBISIBJIEHMH BUPHUJILHOM ®OPMbI AJIPEHOTEHUTAJIBHOI'O CUHIPOMA Y
JKEHILMHBI JEUEHUE HEOBXOINMO HAUNHATD

C MOMEHTA yCTaHOBJIEHUS JUarHo3a

10CJI€ YCTAHOBJICHHUSI MEHCTPYaIbHON (PyHKITHH

10CJIe 3aMY’KeCTBa (B 3aBUCMMOCTH OT BPEMEHU IIaHUPYEMOH OEpeMEHHOCTH)

10CJIE POAOB

78. BEPOATHOCTD POXJIEHNMA BOJIBHOI'O PEBEHKA B CEMBE, I'/IE MATH BOJIbBHA
AJIPEHOTEHUTAJIBHBIM CUHJIPOMOM, A OTEL SIBJIIETCS TETEPO3UIOTOM I10
I[TATOJIOTUYECKOMY AJUIEJIIO, COCTABJIAET ITPUMEPHO

50%

25%

100%

0%



79. BEPOATHOCTD POXJIEHNWA BOJIBHOT'O AAPEHOI'EHUTAJIBHBIM CMHAPOMOM
(AI'C) PEBEHKA B CEMGE, I'’/IE POJJUTEJIN 3JI0OPOBBI, PEFEHOK OT ITEPBOI
BEPEMEHHOCTU BOJIEH AI'C, A IEBOYKA OT BTOPOM BEPEMEHHOCTHU 3[JOPOBA
25%

50%

0%

100%

80. BEPOATHOCTD POX/JIEHU S BOJIBHOI'O PEBEHKA B CEMBE, I'/IE MATDH GOJIBHA
®EHWIKETOHYPUEM, A OTELL SIBJIIETCS TOMO3UT'OTOM IT0 HOPMAJILBHOMY
AJUIEJIIO, COCTABJIAET ITPUMEPHO

0%

25%

50%

100%

81. BEPOATHOCTD IIOBTOPHOI'O POXAEHMA BOJIBHOI'O PEGEHKA YV CYIIPYI'OB,
VMEIOLIMX JEBOUKY C ®EHWIKETOHYPHUEN (AYTOCOMHO-PELIECCUBHOE
3ABOJIEBAHUME) COCTABJISIET

25%

50%

0%

100%

82. BEPOATHOCTD POX/IEHM A BOJIbBHOI'O PEBEHKA B CEMBE, I'/IE OBA POIAUTEJIA
ABJIAIOTCA TOMO3UT'OTAMU I10 TEHY ®EHWJIIKETOHYPUU, COCTABJIAET

100%

50%

25%

0%

83. BEPOATHOCTbB ITOBTOPHOI'O POXJIEHM A BOJIBHOI'O PEBEHKA Y CVIIPYT'OB,
MMEOHINX ChIHA C MYKOBUCILIM0O30M

25%

100%

50%

6au3ko k 0%

84. UTHOOPMAILIMS O TTPOUCXOXJIEHNN CYIIPYT'OB 1 X POJIHTEHEVI N3 OHOI'O
WJIN BJIN3KO PACIIOJIOXXEHHBIX HACEJIEHHBIX ITYHKTOB UMEET 3HAUYEHUWE JI51
JANATHOCTHUKU

ayTOCOMHO-PEIECCUBHBIX 3a00JI€BaHUI

X-CleTIIEHHBIX PEIeCCUBHBIX 3a00JIeBaHMI

ayTOCOMHO-IOMHUHAHTHBIX C HEMOJIHOW MEHETPAHTHOCTHIO 3a00IeBaHHIA

[IATOTUTA3MATUYECKH HACTIEAYEeMbIX 3a00JIeBaHI

85. IMATHOCTUYECKUE KPUTEPUUN AJIPEHOI'EHUTAJIBHOI'O CUH/IPOMA



[Iporpeccupyroiasi BUPHIH3AINS, YCKOPEHHOS COMATHYECKOE PA3BUTHUE, TIOBBIIICHHAS YKCKPEIIHSI
TOPMOHOB KOPbI HAAIIOYCYHUKOB

['uneprenopusM, OpaxuaaKTHUIINS, KPUIITOPXU3M, HU3KHUI POCT, MTaXOBbIE IPHDKH, YMEPEHHAS
YMCTBCHHAA OTCTAJIOCTDh

["oHazbI peCTaBICHbBI IMYKAMHU, HAPY)KHbBIC [TOJIOBbIC OPraHbl CHOPMUPOBAHBI [0 KEHCKOMY
TUITy, HEZIOPa3BUTUE BTOPUYHBIX [TOJIOBBIX IIPU3HAKOB, Kapuotuil 46 XV

VMCTBEHHAs OTCTAIOCTh, MAKPOOPXH3M, OTTOMBIPEHHBIC YIIIH, [UTMHHBIC YIITH, MACCHBHBIH
0100POJIOK

86. JUIS1 ®DEPMEHTOIIATHI HE XAPAKTEPHBI
AHOMAJIUU KapUOTHIIA

XPOHUYECKOE POTPEANCHTHOE TCUCHHE
TeHETUYECKasi TeTePOTreHHOCTh

KITMHUYECKHUH MTOJTMMOPQPH3M

87. AMATHO3 TAJIACCEMUU CTABUTCSA HA OCHOBAHMA

Knunuyeckoii kapTuHbl, Onoxumuyeckoro ananusa, JJHK-nuarnoctuku

Knunnyeckoil kapTuHbl, TUTOreHeTHYecKoro ananusa, JJHK-auarnoctuku

Coueranus OMOXMMHYECKHX TOKa3aTeslel U JaHHBIX TaTOMOP(OIOTrHIECKOr0 UCCIICIOBAHUS
[{uTOreHeTH4ecKoro aHaanu3a

88. IMATHOCTNUYECKUE KPUTEPUN ®EHUJIKETOHYPUU

OtcTaBaHue B ICHXOMOTOPHOM Pa3BUTUHU, MUKpPOLEhaTHsl, TUIIOMUTMEHTALUs

JIBOWMICTBEHHOE CTPOEHHUE HAPYKHBIX MTOJIOBBIX OPTaHOB, PBOTA, IETUIPATALINS

[Tporpeccupyromias 6J1eAHOCTh U TUIOTPODHSI, CIUICHOMET s, BBICTYIAIOIINE CKYJIbI U TOOHBIE
Oyrpbl, OallICHHBINA Yeper, aHeMHUsI

MHOK€eCTBEHHbIE IUTMEHTHBIE IIATHA Ha KOXKE, OIYXOJIM KOXKHBIE, ITOJKOXKHBIE U 110 X0y HEPBHBIX
BOJIOKOH

89. IMATHO3 MYKOBUCIHMJO3A CTABUTECA HA OCHOBAHUN

XapakTepa TeueHus 3a00JieBaHusl, HcclieqoBaHne KoHueHTpauu noHos Na u Cl B motoBoit
KUAKOCTH, TAaTOMOP(OIOTrMUECKUX TaHHBIX

broxuMuueckoro aHaansa MO4U U KPOBH

JlaHHBIX OCMOTpa OKYJIHMCTa, KapAUO0JIOra, NapaKIIMHUYECKUX METO/I0B UCCIIEOBAHUS

XapakTepHbIX TaTOMOP(OIOrHYECKUX CUMIITOMOB, TaHHbIX Jx0-KI" n onpenenenus yposus KOK B
1a3Me KpoBu

90. PEBEHOK XEHIIIMHBI — TOMO3UT'OTHI [10 'TEHY ®EHMJIKETOHYPUU TTOABUJICA
HA CBET C MUKPOLIEDAJIMEN BCJIEJICTBUU

TEPaTOT€HHOTO BO3ACHCTBUS

TEeHHOTO JedeKTa

MYTareHHOTO BO3JICHCTBUS

IO CTaTUCTUKE TTOABJICHUA ITIOPOKOB

91. K PEPMEHTOIIATHAM HE OTHOCUTCA
axXOHJIpOILIa3Us

TUCTUUHEMUS

TUPO3UHEMHUS

AJKaNTOHypUs



92. MTIPU3HAKH, XAPAKTEPHGLIE VIS X-CHEITJNIEHHOTI'O PEHECCUBHOI'O TUITA
HACJIENJOBAHUA

CBIHOBbSI JKCHIIUHBI-HOCUTEIBHUIIBI OYIYT OOJBHBI C BEPOATHOCTHIO 50%

3a0oJeBaHre HAOMIONAETCA TPEUMYIIECTBEHHO Y KEHIIUH

BCE JI0UepH OOJBHBIX MYXXYUH SBJISIOTCS HOCUTEIHLHUIIAMU

00JIbHBIC MY)KYHHBI TIEPEAIOT MaTOIOrHIecKuid amiensb 50% chIHOBeH

93. JNOGDOEPEHIIMAJIBHAA JUATHOCTUKA CUH/IPOMA MAPTHUHA-BJ2JIT
BO3MOXHA C

cuaapomoMm KnaitHdensrepa

cUHIpOoMOM Dinepca-Jlanio

mm3oppenneit

cunapoMoM [layna

94. MBILHEYHA A JUCTPO®UA JIOIIEHHA HACJIIEAYETCA 110
X-CLEIIEHHOMY PELIECCUBHOMY THUITY

AyTOCOMHO-OMHUHAHTHOMY THILY

AyTOCOMHO-PELIECCUBHOMY THUITY

X-CLEMJIEHHOMY TOMUHAHTHOMY THUITY

95. ICEBAOTUITEPTPOD®UYECKASA MBILLIEUHA S IUCTPO®US AIOIIEHHA U
BEKKEPA ABJIAIOTCA

pa3HBIMU KIMHUYECKUMHU (JOPMAMHU OJJHOTO M TOTO XKe 3a00JICBaHHUS.

TeHOKOIHSIMU

pa3HBIMH 3a00JICBaHUSIMHI

(heHOKOIUAMHU

96. IMATHOCTUYECKHWE KPUTEPUM MBILIEYHON JIMCTPO®UN JIOIITEHHA
Hapacratomias Mpimeqnast cnadbocTs, MposiBIeHNE 3a00JIeBaHUsl B pAHHEM BO3pacTe,
NICEBIOTUNEPTPOG U UKPOHOXKHBIX MBIIILL, TOPAXKEHUE JIUI] MY>KCKOT0 110J1a

[1T03, c1abocTk MBI TII0TKH, Hadaso 3a0oneBanus B 30-50 neT, mpusHaku MUOTIATUU U
JUCTPO(UHU B MBIILIEYHBIX OHONTaTax

PeunguBupyronme xpoundyeckue nueBMoHuu, Hapymenue gynkuuu XKKT, mpieunas cinabocts u
rUNoTpodus

MpieyHasi THIOTOHUS BCKOPE MOCTIE POKIEHUS, OTCYTCTBUE TITyOOKUX CYXOXKHIIbHBIX PEQIIEKCOB,
CHW)KECHHE JIBUTATEIIbHOW aKTUBHOCTH, CMEPTh uepe3 1-2 rona

97. TEHHBIN JE®EKT ITPU MBILLIEYHON JIUCTPO®UU JIOLIEHHA 3AKJIFOYAETCS B
HAPYIHIEHUU CUHTE3A

Oenka aucTpodrHa

nohamuHa

HepyJIoIIa3MIHA

(beHnIanaHH TUIPOKCUIIA3hI

98. KJIIMHUYECKASI KAPTUHA TIPY CUHJIPOME JIOMKOI X-XPOMOCOMBI,
BKIIFOYAET BCE INIEPEUYNCJIEHHBIE CUMIITOMBI, KPOME

BpoxenHoit Tyroyxoctu
YMCTBEHHOI OTCTaI0CTH



YBenudeHus pa3MepoB KUCTEWH U CTOII
Makpoopxuauzma

99. Y MAJIBYMKA 11 JIET BBISIBJIEHO - HU3KHI POCT, IIIMPOKA ST CKJIAJTUATAS
LIES, TITO3, JE®@OPMAIIMA I'PYIHOM KJIETKU, KPUITTOPXWU3M, CHUKEHHBIM
WHTEJUIEKT. BAILI JUATHO3

Cungpom Hynan

Cunapom XXV

Cungpom XYY

Cungpom Maprtuna-bann

100. KIMHUYECKAS KAPTUHA ITPU CUHIPOME MAPTHUHA - BBJIJI, BKIIFOUAET BCE
INEPEYMCJIEHHBIE CUMIITOMBI, KPOME

BpoxaeHHoi ciienoTsl

YMCTBEHHOI OTCTAIOCTH

VYBenuueHus: pa3mMepoB KUCTEN U CTOII

Makpoopxuauzma

101. BEPOATHOCTS POXIEHK A BOJIBHOI'O MAJIBUMKA X(EHH.[HHOPI, HMEIOH.[EPI
BOJIbHBIX CbIHA U BPATA TEMO®UJIVNEN

50%

100%

25%

omms3ko k 0%

102. DOCOATAUABET IIEPEHAETCA 110 X-CUEIDIEHHOMY JOMUHAHTHPMY TUITY.
BEPOATHOCTD POXAEHNA BOJIBHOI'O PEBEHKA YV BOJIBHOI'O MY>KUNHbBI
COCTABIJISET

Bce neBouku 0yayT 60JIBHBI, BCE MATBYUKHU 3/I0POBBI

BCE MAJIbYUKH OyAyT OOJBHBI, BCE JICBOYKH 37]0POBBI

100% He3aBUCHMMO OT 1ONIa

25% He3aBHCUMO OT T0JIa

103. JIUIS BBISIBJIEHUSI HAPYILIEHU AMUHOKHCJIOTHOI'O OBMEHA HAWBOJIEE
NH®OPMATHUBHO

HccnenoBanre MO4M U KPOBH Ha CBOOOHBIE aMUHOKHCIIOTHI

[{uTOoreHeTu4eCcKoe NCCIeI0BAHNE

HccnenoBanre O0EIKOBOTO CIEKTpPA MIa3Mbl KPOBU

Knunuko-reneaiornyeckue ucciaeioBaHue

104. CTPYKTYPHBIE I'EHBI PACITIOJIOKEHBI B OCHOBHOM
B DYXpOMaTHHE

MEXy YMEPEHHO IOBTOPSIFOIIMMHUCS I1OCIIEI0BATENBHOCTIMHU
CpeaH BBICOKOIIOBTOPSIIOIIUXCS MTOCIIE10BATEIbHOCTEN

B F€TEPOXPOMATHHE

105. METO/1 TABOPATOPHOI JUATHOCTUKU, TTO3BOJISIONINN ITOATBEPIUTh
JIMATHO3 HAPYILIEHUSI OBMEHA OPT AHUUYECKUX KUCJIOT



TOHKOCJIOMHAsI XpomaTorpadus

ra3oBas xpomartorpadus

TaH/IEMHAasI MacC-CIIEKTPOMETPUS

OTIpeieIeHNe aKTUBHOCTU (PEPMEHTOB B 3PUTPOLIUTAX

106. IIOKA3AHMA JUIA ITPOBEJAEHN A BUOXVUMHUYECKOI'O UCCIIEAOBAHUA
OTCTaBaHME B (PU3NUECKOM PA3BUTHH, T€ATOCIIEHOMET M, HEIEPEHOCUMOCTh OTPEIEICHHBIX
IUILEBBIX MPOTYKTOB

MOBTOPHBIE CIIy4al XPOMOCOMHBIX IIEPECTPOEK B CEMbE

MHOYECTBEHHBIE BPOKJICHHbIE TIOPOKH Pa3BUTHS

MOBTOPHBIEC CIIOHTaHHBIE A00PTHI

107. BUOXMUMHNYECKOE UCCIIEAOBAHUE HABHAYAETCA B CJIVHAE COYETAHUA
HOBBIIIEHHON ()OTOUYBCTBUTEIILHOCTH KOXKHU U CHUXKEHUSI 3pEHUS

YMCTBEHHOH OTCTAJIOCTH U BPOKIAEHHBIX TIOPOKOB Pa3BUTHs BHYTPEHHUX OPIaHOB

HU3KOT'0 POCTa U MOPOKOB PA3BUTHSA CEPALA U KEITYLOYHO-KAILIEYHOTO TPAKTa

YMCTBEHHON OTCTAJIOCTH U IPEKIEBPEMEHHOTIO ITOJIOBOIO CO3PEBAHMS

108. ITAITUEHTA, C KAKOU CUMITTOMATHUKOM, HEOBXOJIUMO HAITPABUTH HA
BUMOXUMHNYECKOE UCCIIEAOBAHUE

OTCTaBaHME B GU3NUYECKOM Pa3BUTHH, I'€ATOCIUIEHOMET ajIHsl, HEMEPEHOCUMOCTb MUIIIEBBIX
IIPOJTYKTOB

[IOBTOPHBIE CIIy4au XPOMOCOMHBIX IIEPECTPOEK B CEMbE

MHO>KECTBEHHBIE [IOBTOPHBIE I1EPETIOMBI

HOBTOPHBIE CIIOHTaHHbIE A00PTHI

109. METOJ] IMATHOCTHUKU, HE OTHOCSIUNCS K MOJIEKVJISIPHO-
'EHETUYECKUM

Kapuotunuposanue

[TonumepasHas nenHas peakiuus

CexBeHUpoBaHuE

Mukpouunsl

110. MOJIEKYJISIPHBIN 30H/] IIPEJICTABJISIET COBOU

CHUHTE3MPOBAHHYIO MOCIIEI0BATEIbHOCTh HYKJIEOTH/IOB (PaInOAKTUBHO WU (PIIFOOPECIIEHTHO
MEUYEHYI0), KOMIUIEMEHTapHYI0 MyTaHTHOMY WJIM HOPMaJbHOMY T'€HY.

KoMIuleMeHTapHbIi yuactok JJHK

yuactok /IHK, komrieMenTapubiii HykiaeotuaHou nocienoBarensunoctu JJHK, conepxaniuit
MYTAHTHBIN T'€H

npoTsbkeHHbIN ydacTok PHK

111. B MOJIEKVIJIE JTHK OIMHAKOBOE KOJIMYECTBO
AuT
Aull
Aurl
Any



112. SHAOHVYKIIEA3HBIE PECTPUKTA3BI - 3TO

bepmenTsl, «paszpesaromue» JJHK B ctporo cnenuduueckux mectax
(dbepMenTsI, crmBarone pa3pbiBbl Mostekyisl JJHK

dbepmenTsI, oOecnieunBaromue cuares3 n-PHK

OMOJIOTHYEeCKH aKTUBHBIC COSAMHEHUS, ocyIecTBIsone pernapanuto JTHK

113. TEH PEI'YJIATOP

KOJIUPYET CUHTE3 OelKa-pernpeccopa
0JIOKHpYET TPAaHCKPUIILIUIO
BKJIFOYAET CTPYKTYPHBIE T€HBI
BBIKJIFOYAET CTPYKTYPHbIE TCHBI

114. OIIEPOH - 3TO

€MHMIIA CYUTHIBAHUS T€HETUYECKON H(OpMaLIUn

€IMHUIIA MyTaI[IH

y4acTOK Hayuasnaa TPaAHCKPHUIIIIUH

OMOJIOTMYECKH aKTUBHBIC COCTMHEHUS, OCYIIECTBIISIIONINE PEeTapaluio

115. KAKAA ITIOCJIEAOBATEJIBHOCTbD ITPABUJIBHO OTPAXAET IIYTDh PEAJIN3ALIA
T'EHETUYECKOU NTHOOPMAILIUN

I'en — ne3penasa u-PHK — npoueccunr — 3penas u-PHK —06enok — npusnak

I'en — u-PHK — 6enokx — npusHak

I'en —npusnak —u-PHK — 6Genok

[Tpusnak —6enok —ren —u-PHK — JIHK

116. UHAYIIUPOBAHHBIM MYTATEHE3 HE BBI3bIBAIOT
Jlo3upoBaHHbIe (pU3HUECKHUE HATPY3KU

Comarundeckue 3a00J1€BaHUs MaTePH

OMOIMOHATIBHBIE CTPECCHI

Bupycsl

117. EAMHUIIA TEHETUYECKOI'O KOJJA
Tpuruter

JunykneoTun

IInpuMuIMHOBOE OCHOBAaHHE

HHuTpOoH

118. KAKOH 13 METOJOB HE ITPUMEHAETCA B 'TEHETUKE UEJIOBEKA
I'uOpunonoruueckuit

I'eneanornueckuit

bim3HenoBwit

ITonmynssuMOHHO-CTATUCTUYECKU I

119. METO/] MOJIEKVJIIPHOM T'EHETUKU, ITIPUMEHSIEMBIH JJI IUATHOCTUKU
BOJIE3HEM, OBYCJIOBJIEHHBIX MYTAHTHBIM 'EHOM U3BECTHOM
I[TOCJIEHOBATEJIbBHOCTH

npsiMasi IeTeKL U ¢ UCTOIb30BaHUEM CTIEHU(DUUHBIX MOJIEKYISPHBIX 30HI0B

UCIIOJIb30BaHUE CIIEIIU(PUUHON PECTPUKTAZBI



CEeMEMHBIN aHaJIN3 pacrpeiesieHrs HOpMaIbHOTI0 oJuMopdu3Ma JUTMHBI PECTPUKIIHMOHHBIX
(dparMeHToB
MPSIMOM CUKBEHC

120. TIPOMOTPOHAS OBJIACTB — 2TO

Y4acTOK reHa, Heooxoaumblid s dyakunonupoBanuss PHK-mommmepass
Y4acCTOK T'€Ha, 00eCneunBalONINi YHUKAIBHOCTh Oenka

ME)XTeHHasi CTPYKTypa ¢ aHOHUMHOU (hyHKIUEH

PEryJISTOPHBIN PETUOH TeHA

121. IIOHATHUE I'EHA BKIIFOYAET B CEB
yuactok JJHK, oTBeTCTBEHHBI 3a CHHTE3 MOJIMIEIITHIA
TOJIbKO UHTPOHHBIE YYaCTKU I'eHa

TOJIbKO K30HHBIE YYACTKH IeHa

KOMILJIEKC 9K30HHBIX YYaCTKOB I'€Ha

122. KIIETKHN OPI"TAHU3MA YEJIOBEKA, KOTOPBIE JIETYE BCEI'O UCITOJIb3OBATD JIUIA
BBIJIEJIEHM S JIHK C [EJIbIO JUATHOCTUKHN HACJIEJCTBEHHOM ITATOJIOI MU
KJIETKU KPOBU

KJIETKM KOCTHOT'O MO3Ta

KIIETKU KOXKH

IIOJIOBBIE KIIETKH

123. METOJ1bI JTMATHOCTHUKU I'EHHBIX HACJIEACTBEHHBIX BOJIE3HEM
buoxumuyeckuit, MOIEKYIAPHO-TEHETUYECKU I

MOMYJISIHUOHHO-CTATUCTUYECKU I

JepMaTorIupuKu

[MATOTeHETHYIECKHI

124. TEHHOE 3ABOJIEBAHUE, IIPUYMHOM KOTOPOT'O SIBJISIETCSI OTCYTCTBUE B
OPI'"AHU3ME ®EPMEHTA ®EHNJIAJTAHUHI MAPOKCUIIA3DI

DEeHUIKETORYpHUS

AMaBpoTHUECKas UANOTUSA

["aymakTo3emus

CepnoBUIHOKIIETOYHAS] aHEMUS

125. TEHEAJIOTUYECKHWI METO/I - 3TO METO/]
CocraBiieHUs U aHaM3a POJIOCIOBHBIX

BrisiBienns reneTnyeckux AeeKToB y TIoaa

JIMarHOCTHUKU MOJUTCHHBIX 00JIe3HEH

N3yuenus penbeda KoxKU Ha TAbIaX, JJOHIX U MOJIOIIBAX CTOII

126. TOJIAHAPUYECKUE I'EHBI ITEPEJJAIOTCA
OT OTIa K CBIHY

OT OTLA K J104epH

OT MaTepHU K ChIHY

OT MaTepH K J104YepH



127. DEHUJIIKETOHYPUA — HACJIEACTBEHHOE 3ABOJIEBAHUE, CBA3AHHOE C
OTCYTCTBUEM ®EPMEHTA, YHACTBYIOHUIEI'O B ITPEBPAIIIEHM ®EHUJIAJTAHUHA
B TUPO3UH, 5TO ITPUMEP

TE€HHBIX MyTallHi

MoauUKaITIH

T€HOMHBIX MYTalHi

XPOMOCOMHBIX MyTaIui

128. KAKOM TUIT MYTALIMI, ITPOUCXOIAIINM V YEJIOBEKA, UMEET HAUBOJIBIINE
IITAHCBI ITPOABUTHCA B CIIEAYIOUIEM ITOKOJIEHW?

ayTOCOMHO-IOMHHAHTHAs

ayTOCOMHO-PEIIeCCHBHAS

CICTIJICHHAS C TT0JIOM JOMUHAHTHAs

CILICTUICHHAS C MTOJIOM PEIIeCCHBHAS

129. MOHOI'EHHAS TTATOJIOT' YA HACJIIEAYETCA
COIJIaCHO 3aKOHaM MeHens

TOJIbKO @yTOCOMHO-TOMUHAHTHO

TOJIBKO 2yTOCOMHO-PEIIECCUBHO

TONBKO Y-CIEIICHO

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

0%

25%

50%

100%

131. ¥ MOJIOZOI'O YEJIOBEKA 24 JIET PA3BUJICA UHO®APKT MUOKAPJA. ITPUCTVYIIbI
CTEHOKAPUU C 18 JIET. KCAHTOMBI B OBJIACTU JIOKTEBBIX CYCTABOB.
YPOBEHD XOJIECTEPUHA B KPOBU 500 MI'%. ¥V OTLIA B BO3PACTE 30 JIET TAKXXE
BEbUI JIMATHOCTUPOBAH MHOAPKT MUOKAPJIA. HAUBOJIEE BEPOSTHbIN JITUATHO3
CemMeliHas TUIIEPX0JIECTEPUHEMMUSI

Jleitkonucrpodus

bonesns ['ome

Crenokapaus

132. I[TP1 BOJIE3HN BUJIbBCOHA-KOHOBAJIOBA HAPYIIIEH OBMEH
Menun

Kanus

bunupy6una

Tpurnuuepuaos

133. AJIs1 MYKOBUCHUA0O3A HE XAPAKTEPHO
Cnactuyeckue napajnuuu

HenocraTouHocTh numieBapuTENbHBIX (PEPMEHTOB
[TaTonorust GpOHX0JIETOYHON CHCTEMBI

HopmaiibHbIl HHTEIUIEKT

134. PEBEHOK TPEX JIET T'OCITUTAJIU3MPOBAH I10 ITOBOJY ITHEBMOHUY, |
BO3HUKIIEW ¥ HET'O VKE B TPETHM PA3. OTMEYEH ITPHCTYTIOOBPA3HbIN
KAIIEJIb, OABIIIKA, IMAHO3, HU3K1 BEC. KAJI OBUJIBHBIM CEPOI'O [IBETA,



COJAEPXHUT MHOI'O HEUTPAJIBHBIX JXUPOB. CTAPILINI BPAT BOJIbHOI'O YMEP B
BO3PACTE 5 JIET OT IHEBMOHUU. POJIUTEJIN 3/IOPOBBI. HAUBOJIEE BEPOSTHBIN
JAMUATHO3

MyxkoBucuun03

I"amakTo3zeMus

AJIpEHOT€HUTANIbHBIN CUHAPOM

Mykormnosucaxapuios

135. KTACCUYECKAA ®OPMA ®EHUJIKETOHYPUU JIEUUTCS C ITIPUMEHEHUEM
JAUETHI C HU3KUM COAEPXXAHUEM

denunmananuaa

deHunruapazuHa

DeHunrnuIHa

2,4-nuHNTpO CHUIITHAPA3HA

136. 3A PABBUTUE CEMENHOU 'MITEPTPO®NUYECKON KAPJUOMUOIIATUU
OTBETCTBEHHbBI TEHBI

COKpaTI/ITeJ'IBHbIX 6eHKOB MHOKapJaa

Cepz[eqHHx HanI/IeBHX KaHaJIOB

Cep,[[e‘lHBIX KaJIMCBBIX KAHAJIOB

JIMmonpoTenHOB HU3KOM TIIOTHOCTH

137. IPOBAH/I C HECOBEPIIEHHBIM OCTEOI'EHE30OM UMEET MHOXECTBEHHBIE
ITEPEJIOMBI. EI'O POJAUTEJIN 3JOPOBbLI. ¥ MAMBI ITPU OGCJIEAOBAHNN
OBHAPYXEHA MHTEHCHUBHAA I'OJIYBAS OKPACKA CKJIEP 1 HEBHAUUTEJIBHOE
CHIKEHUME CIIYXA. TAKUE XE CUMIITOMBI BBISABJIEHBI Y BPATA MATEPU, CECTPA
MATEPU 37JOPOBA. JEJ] [TIPOBAHJIA TTO MATEPUHCKOM JIMHUY UMEJT
CHIDKEHHBIM CJIYX Y HECKOJIBKO ITEPEJIOMOB TPYBUYATBIX KOCTE.
TIOBTOPHBII PUCK POXEHMS BOJIbHOI'O PEEEHKA Y POJIMTEJIEN ITPOBAHIA
COCTABIJIAET

50%

75%

10%

0%

138. AYTOCOMHO-JJOMUHAHTHBIN TUIT HACIEJOBAHMS XAPAKTEPEH JIJIS
Xopes I'eHTHHITOHA

DeHUIKETORYpHUs

CeprnoBUIHO-KIIETOYHAS AHEMUS

Iuzodpenus

139. C X-XPOMOCOMOW CUEIJIEH TEH
I'emodpunnu A

AJIpEHOT€HUTATIBHOTO CUHpOMa
AXOHJIpoIuIa3us

Xopes ['enTuHITOHA



140. Y YEJIOBEKA T'EH, BBI3bIBAIOIMI OJJHY 13 ®OPM HACJIEJCTBEHHOM
['TIYXOHEMOTBI, PEHECCHUBEH 110 OTHOILIEHWIO K TEHY HOPMAJIBHOT'O CIIYXA.
KAKOE ITOTOMCTBO MOXHO OXHUJATbH OT BPAKA TETEPO3UT'OTHBIX POJUTEJIEN?
75% ¢ HOpMaJIbHBIM CITYXOM, 25% ¢ TIIyXOHEMOTOM

25% ¢ HOpMaJbHBIM CIIYXOM, 75% C rIIyXOHEMOTOU

50% ¢ HopMalIbHBIM C1yX0oM, 50% ¢ TIIyXOHEMOTOM

100% ¢ HOpMAJIBHBIM CITYXOM

141. ECJIA 3/IOPOBBI MYXKUYNHA JXEHAT HA XXEHIIIUHE C AYTOCOMHO-
PEHECCHBHOPI ®OPMOM BPOX(I[EHHOﬁ I'JIYXOTBI, U OTOT BPAK HE ABJIAETCA
POZICTBEHHBIM, TO PUCK POXIEHW A BOJIBHOI'O PEBEHKA COCTABJISIET
Bimsko x 0%

25%

50%

100%

142. BITOTOMCTBE OT BPAKA JIBYX I'ETEPO3UT'OT (ITPUU AYTOCOMHO-
JOMUHAHTHOM THUIIE HACJIEJJOBAHUA) AHOMAJIbHBIN TEHOTHIT BYAYT UMETb
75% He3aBHCHUMO OT I10JIa

25% He3aBUCHMO OT 10Ja

50% He3aBHCHUMO OT I10JIa

100% He3aBuCHMO OT moOIa

143. TETEPO3UT OTHBIN HOCUTEJIb AHOMAJIbHOT'O AYTOCOMHO-PELHECCHUBHOI'O
I'EHA )XEHWJICSI HA HOCUTEJIbBHULIE TAKOI'O XXE I'EHA. BEPOATHOCTD
3ABOJIEBAHUA JIA UX I[ETEI71 COCTABIJIAET

25% He3aBUCHMO OT 10Ja

50% He3aBHCHUMO OT I10JIa

100% He3aBHCHMO OT mOJIa

75% He3aBUCHUMO OT I10JIa

144. Y 3JOPOBOM CYTIPYKECKOMH ITAPBI POJIMJICS PEBEHOK C
XOHZ[POI[HCTPO@HEPI. BEPOSITHOCTB TOT'O, UTO Y BTOPOU PEBEHOK BYJIET
BOJIEH COCTABIJIAET

00LIeNONyIALUOHHBIA PUCK

50% He3aBHCHUMO OT IT0JIa

100% He3aBHCHUMO OT IOJIa

75% He3aBHCHUMO OT I1oJIa

145. TUIT HACJIEJOBAHIMA BOJIE3HU BUJIbCOHA-KOHOBAJIOBA
AyTOCOMHO-PEIIECCUBHBIN

AyTOCOMHO-AOMUHAHTHBIN

CuenieHHblid ¢ X-XpOMOCOMOM JOMUHAHTHBIN

CuenneHHsli ¢ X-XpOMOCOMOH PELECCUBHBIN

146. 1J11 MAJIBYNKOB C AAIPEHOI'EHUTAJIBHBIM CUHAPOMOM XAPAKTEPHbBIM
SABJIIAETCA

[IpexxneBpeMeEHHOE TTOJI0BOE PA3BUTHE

NHTepcekcyanbHOE CTPOCHHE TeHUTATUN

3aiepxKa KOCTHOT'O BO3pacTa

Huskuit poct



147. AAPEHO-TEHUTAJIbBHOMY CUH/IPOMY COOTBETCTBYET OJJHO UX
CJIEAYIOIIMX YTBEPXIEHUN

Y HOBOPO’KJICHHBIX JIEBOUYEK C BBIPAXKCHHOW BUPWIN3ALUEN HAPYKHBIX ITOJIOBBIX OPraHOB CTPOCHUE
BHYTPEHHUX F€HUTAINI HE HAPYLIECHO

y OOJIBIIMHCTBA JieTel HAOII0Aat0TCs BPOXKIEHHBIE TIOPOKU PA3BUTHS

y MaJIbYUKOB HaOJII0JaeTCsl MAKPOOPXUAU3M

JIeTH, KaK IIPABWIIO, POXKAAKOTCS ¢ HU3KOM MacCou

148. IEBOYKA 15 JIET HAXOJIMJIACH B OTJEJIEHUU IIJTAHOBOM XHUPYPTMU B CBS3U
C JIJEBOCTOPOHHEN MAXOBOU I'PBIKEN. TEJIOCJIOXEHUE TPABUJILHOE,
MOJIOUYHBIE XEJIE3bI PAZBUTBI COOTBETCTBEHHO BO3PACTY, BBIPAXKEHO
OBOJIOCEHUE HA JIOBKE. MEHCTPYALIMI HET. IICUXUYECKOE U
NHTEJUIEKTYAJIBHOE PA3ZBUTHUE B HOPME. [1PU1 OITEPALIUU 'PBDKECEUEHUA
OBHAPYXEHO SIMYKO C I[TPU3HAKAMM O3JIOKAUYECTBJIEHHW. ITPEIIOJIOI AEMBIIA
JUATHO3

CuHApPOM TECTUKYISIpHOH GemMuHu3anmu (moaHas popma)

CuHIIpoM TeCTUKYISpHON eMuHU3anuu (HemonHas Gopma)

AJIpEHOT€eHUTAIBHOIO CUHAPOMA

Cunapom Tepuepa

149. HECOOTBETCTBUE 'EHETUYECKOI'OM ®EHOTUIIMYECKOI'O ITOJIA
HABJIIOJAETCA TP CUHIPOME

TectukynsapHoil peMuHU3AIIH

Krnaiindenprepa

TepHepa

Hynan

150. TUIT HACJIEJIOBAHUS ITPOI'PECCUPYIOIIEN MBILIEYHOM JIUCTPODUU
JIOLIEHHA

PenieccuBHBIN ClIETUIEHHBIN ¢ X-XpPOMOCOMOU

JIOMUHAHTHBIN CLUEIUIEHHBIN ¢ X-XpOMOCOMOM

AyTOCOMHO-PELIECCUBHBII

AyTOCOMHO-AOMUHAHTHBIN

151. YMCTBEHHA OTCTAJIOCTD ABJIAETCA HAMBOJIEE XAPAKTEPHBIM
[TPU3HAKOM I1PU

Cunapome ¢pparmyibHON X-XpOMOCOMBI

MyxkoBucIH103€

Heiipopubpomarosze

AJIpeHOT€HUTATbHOM CHHIPOME

152. X-CLEIIJIEHHBIN-PELIECCUBHBII TUIT HACJIEJIOBAHUS XAPAKTEPEH JIJI
Cunapoma ¢pparmwibHON X-XpOMOCOMBI

MykoBucuuaosa

Heiipopubpomarosa

AJIpEHOT€HUTATIBHOTO CUHPOMA



153. TIOBBIIIEHHA 51 IOMKOCTb KOCTEN, OTOCKJIEPO3 U I'OJIVBBIE CKJIEPBI
XAPAKTEPHBI JIA

HecoBepiienHoro ocreorenesa

AxoHaporiazuu

Cungpoma Dnepca-Jlanno

Ocreonerposa

154. CAMOCTOSTEJIbHO HACJIEJITYEMBbIN I[TOPOK C AYTOCOMHO-IOMHWHAHTHBIM
TUIIOM ITEPEJAYU U CUMIITOM ITPU JPYTUX CUHIAPOMAX — 3TO

OKTPOJAKTHIINS

Kpunropxuzm

Kpunrodraasm

IMuaponedanus

155. HAUBOJIEE BEPOATHBIM JUATHO3OM I1PU 3AJIEPKKE ®U3MYECKOI'O
PA3BUTHSA, PEHUAVMBUPYIOINX JIETOUHBIX MTHOEKIMAX, [TOBBIIIEHN YPOBHSA
HATPV U XJIOPA B IIOTOBOM XXHUJKOCTH, OBUJIbBHOM XUPHOM CTVIJIE,
SABJIAETCA

MyxkoBucuno3

Heiipopubpomaros

AJIpEHOr€HUTAIILHOT'O CUHIPOM

Cunnpoma GpparuibHONH X-XPOMOCOMBI

156. HEIIEPEHOCUMOCTD ITPOAYKTOB, COJAEPXAIIINX 3JIAKOBBIE ITPOTENHBI,
XAPAKTEPHA 1JI51

Ienmakuu

Mykonunuaosa

MykoBucumna03a

Myxkomnomnucaxapuosa

157. TUIT HACJIEAOBAHUA OTOCKIJIEPO3A
AyTOCOMHO-ZOMUHAHTHBIN C HETIOJIHON IIEHETPAHTHOCTBIO
AyTOCOMHO-PEIIECCUBHBIN

PernieccuBHBIN CLIETUIEHHBIN ¢ X-XpOMOCOMOM
JIOMUHAHTHBIN CUEIUICHHBIN ¢ X-XpOMOCOMOM

158. Y UEJIOBEKA I'EH, BBIBBIBAIOLHI/HZ OJIHY 13 ®OPM HACHEI[CTBEHHOfI
INTYXOHEMOTHI (a), PEHECCHUBEH ITO OTHOIINEHWIO K TEHY HOPMAJIBHOI'O CJIIVXA
(A). OT BPAKA TJIYXOHEMOM JKEHIIMHBI C HOPMAJIbHBIM MVYXKUMHOM POANIICA
[JTYXOHEMOM PEBEHOK. OIIPEJEJIUTE TEHOTUIIBI POJUTEJIEN.

['enoTuIBI poUTENEH MaTh - aa U OTel - Aa.

['enotumnsl poauteneit maTth - Aa u oten; — Aa

I'enoTunel poaureneit math - Aa U oTell — aa

['enotumnsl poauTeneil MaTh - aa u otely — AA

159. KOHTPOJIb JUETOTEPAIINU TP ®EHMJIKETOHYPUU ITPOBOJAUTCA
110 YPOBHIO (DeHMITaIaHWHA U TICHXOMOTOPHOMY Pa3BHTHIO

110 YPOBHIO OMJINPYOHHA B KPOBU

110 YPOBHIO TeMOTJIO0MHA B KPOBH

110 YPOBHIO OEJIKOB KPOBU



160. JIJI1 IABOPATOPHOM TUATHOCTHUKY MYKOBUCLIUI03A HE [IPUMEHESETCSI
Kapuorunuposanue

OnpeneneHrne UNMMYHOPEAKTUBHOTO TPUIICUHA

OnpeneneHue MEKTPOIUTOB 110Ta

Omnpenenenne akTHBHOCTH MUIIEBAPUTEIBHBIX (PEPMEHTOB B KaJie

161. OBIIMM BUOXNMHUYECKNM ITOKA3ATEJIEM J1JI51 BCEX ®OPM
OEHWJIIKETOHYPUU ABJIAAETCA

[ToBbIlieHUE YPOBHS (PeHUITATAHUHA

IloBbIlIEHNE YPOBHS TUPO3UHA

CHIDKEHHE aKTUBHOCTH JAeTHIPO(OIaTpeyKTa3bl

Hedexr BoccranoBnenuss BH4

162. CIIEHUONYHOCTDL 'TEHETUYECKOI'O KOAA COCTOUT B
KOAMPOBAHUU KaXIbIM TPUILUIETOM TOJIBKO OJHOM aMHUHOKHCIIOTBI
KOJIMPOBAHUU aMHHOKHUCIIOT OoJiee 4eM JABYMS Pa3IMYHBIMHU TPUILIETAMU
HaJU4YMM €IMHOTO KOJA I BCEX OPTaHU3MOB

pa3Inyuy KOJa MEXAy dYKaApHOTaMH U IMPOKApUOTaMU

163. AJIA ITPAMBIX METOOB JHK-TUATHOCTUKN HEOBXOAMMO 3HATD BCE,
KPOME

[Tomumopdubix IHK mapkepoB

Jluarnosa 3aboseBaHus

[TocnenoBaTenbHOCTH T€HETHUECKOTO KO

Tumna HacnenoBaHus 3a00J1€BaHUs

164. TOYHOCTb KOCBEHHbBIX METOJ10OB JHK-IMAT'HOCTUKU 3ABUCHUT OT BCEI'O
KPOME

Tuna Hacnen0BaHMs NaTOJIOTUN

Yucna uConb30BaHHBIX MOJTUMOP(HBIX MAapKEPOB

YacToTsl peKOMOMHAIIMOHHBIX COOBITHI Ha y4yacTKe JIOKaJU3alluu TeHa

PacnonoxxeHus MapkepoB IO OTHOLLIEHUIO K TeHY 3a00JIeBaHUS

165. METO/10M, ITO3BOJIAIOIINUM OITPEAEJIMTH ITOCIEAOBATEJIBHOCTD
OCHOBAHUI B HYKJIEOTUHOM LIEIIN, SIBJISIETCS

Annenb-cienuduyeckas ruOpuIU3aIus

MHokecTBeHHast aMIUTH(UKAITUS

CexBeHUpOBaHUE

broT-rubpuan3zanus

166. ITLP ITPUMEHSETCS B MEJUILIMHE 1J1A4

Onpenenennst mytanuii B JIHK, mpuBonsmux x Hacie1cTBEHHBIM 3a00JI€BaHUSIM
OrnpezneneHnst MO3auYHOTO XPOMOCOMHOTO KJIOHA

Uccnenoanus xpomocom



Omnpenenennst KOHLEHTPALUU OETKOB B CHIBOPOTKE

167. B PE3VJIBTATE IIPSIMOM JTHK JUATHOCTUKU OIPEJIEJISIETCS
MyTrauuu, npuBOIsALIME K HACIEICTBEHHOMY 3a00JI€BAHUIO

bonpuine XpoMOCOMHBIE IEPECTPONKH

HMuBepcun U TpaHCIOKALMK

['pynnel cuemieHus

168. B PE3YJIbTATE KOCBEHHOM JJHK JIMATHOCTUKU OITPEJEJISIETCS
[TaTonornyeckuii ansesns, ONPEAESIONIMNA IPOSBIEHUE HACIEICTBEHHOTO 3a00JI€BaHNs B CEMbE
bonpuine XxpoMOCOMHBIE IEPECTPONKH

HMuBepcun U TpaHCIOKALMK

['pynnel cuemieHus

169. 1JI1 OCYIECTBJIEHU A KOCBEHHOU JHK IMATHOCTUKM HEOBXOAMMO
HAJIMYUE

JHK npob6anna, otiia, Mmatepu, ux O0JIBHBIX U 3I0POBBIX POJACTBEHHUKOB

JHK npob6anna

JHK oTtua n marepu

JAHK 310pOBbIX pOJICTBEHHUKOB

170. TJIE V YEJIOBEKA PACIIOJIOXEH I'EH, BBI3BIBAIOIII TEMO®WIINIO
B X-XpOMOCOME

B Y-XpoMocoMe

B 1-ii mape ayrocom

B 18 mape ayrocom

171. MYJKUMHA, CTPAI[AIOLHI/Iﬁ HACHEI[CTBEHHOIZ BOJIE3HBIO, JKEHUJICS HA
37J0POBOM XEHIIWHE. B 3TOM CEMBE POJUJIOCH 5 JETEN: 2 MAJIBUMKA U 3
JEBOUYKU. BCE JEBOYKHM (HO HA OAVH 13 MAJIbYNKOB) YHACJIEIOBAJIN BOJIE3Hb
OT OTHA. OITPEAEJIUTE TUITI HACJIEAOBAHUW A STOU BOJIE3HU

JIOMUHAHTHBIN, CUEIUICHHBIN ¢ X-XpOMOCOMOM

ayTOCOMHBIN JOMUHAHTHBIN

ayTOCOMHBIN PELECCUBHBIN

JIOMHUHAHTHBIM, CUEIUICHHBIN ¢ X-XpOMOCOMOM

172. K XTUOJIOTMYECKUM METOJ/IAM JIEUEHV S MOHOT'EHHOM ITATOJIOT U
OTHOCAT

TE€HHYIO UHXEHEPUIO

AHTUOMOTUKOTEPAIIHIO

OIPaHUYECHUE BBEIAECHHUS BPEAHOTO NIPOAYKTa

3aMECTUTENILHYIO TEPAIIUIO

173. K TPYIIIE HACJIEJICTBEHHBIX BOJIESHEN OBMEHA HE OTHOCUTCS
AXoHApOIIa3us

Myxkononucaxapuao3sl

Bbonesus I'ome



DEeHWIKETOHYPUS

Pa3znen 2. XPOMOCOMHBIE BOJIE3HU

1.PUCK POXJIEHUS PEFEHKA C XPOMOCOMHOI NATOJIOI'MEW YBEJIMUUBAETCSI
ITPU

BO3pacte Matepu 10 18 et

MHoroaeTHOCTH

KpoBHOpOICTBEHHBIX Opakax

Tokcukoze 6epeMeHHOCTH

2. PUCK POXJIEHN S PEBEHKA C XPOMOCOMHOM ITATOJIOTUEN YBEJIMUMBAETCS
[TPU

BO3pacTe Marepu 35 JIET U cTapiie

MHoroaeTHOCTH

KpoBHOpoIcCTBEHHBIX Opakax

Toxkcuko3e 6epeMEeHHOCTH

3. Y HOBOPOXJIEHHOI'O PEBEHKA HABJIIOJJAETCS MUKPOLIE®AJINSA, AEDPEKTHI
CKAIJIBIIA, PACIIEJIMHA I'YBBI 1 HEBA, ITOJIMAAKTUJINA U ITOJIMKHWCTO3 ITOYEK.
BAIII HPEI[BAPI/ITEHBHblﬁ JANATHO3

Cunapowm Ilatay

Cunapom DnBapiaca

Cunapowm Jlayna

Cunapom Bonbda-XupmxopHa

4. BAILI ITPEJIITOJIOXXUTEJIbHBIN JUATHO3 ITPU CJIEYIOINX KIIMHUYECKUX
CUMIITOMAX - YMCTBEHHAA OTCTAJIOCTD, JOJINMXOLEDAJINA,
JEO®OPMUPOBAHHLIE VIIIHBIE PAKOBUHBI, ®JIEKCOPHOE ITOJIOXKEHUE ITAJIBIIEB
PYK, BPOXXIEHHBII [TOPOK CEP/IIA

CHUHIpPOM DiBap/ica

cuHapoM Jlayna

cunapoM [laray

CHUHJPOM «KOIIA4Ybero KpUKa»

5. MY>KYHMHA 27 JIET, BBICOKOI'O POCTA, C OXKUPEHUEM 1-OM CTEITEHU I10
KEHCKOMY TUITY ITPEABABIIAET XXAJIOBbBI HA BBICTPYIO
YTOMIIAEMOCTb.OBPASOBAHME HEOKOHYEHHOE CPEJHEE. )XEHAT B TEYUEHUE 3
JIET, BEPEMEHHOCTD V )KXEHbI HE HACTVIIAJIA. [TPU OBCJIEJOBAHNUA
CYIIPYXKECKO! ITAPbI YCTAHOBJIEHO, UTO XXEHA ITPAKTUYECKU 3[JOPOBA, A Y
MVYA BBISIBIEHA A300CIIEPMUS. TIOCTABBLTE ITIPEJIBAPUTEJILHBIN JUATHO3
YHUCJIOBBIC aHOMAJIUMU ITOJOBBIX XPOMOCOM

YHCIIOBbIE aHOMAJIUU ayTOCOM

cunapoMm Mapdana

CHHJIPOM TECTHKYJISAPHON (heMUuHU3aNu

6. IOCTABBTE ITPEABAPUTEJILHBIN JIUATHO3 TALIMEHTKE 13 JIET, CO
CJIEAYIOIEN CUMITTOMATHUKOM: HU3KWM POCT, TUITEPCTEHUYECKOE
TEJIOCJIOXKEHUE, OTCYTCTBUE BTOPUYHLIX TTOJIOBBIX ITPU3HAKOB, KOPOTKA
ILIESI C HU3KOM JIMHUEN POCTA BOJIOC, KPBIJIOBUJIHBIE CKJIAJIKM HA IIEE
cunapoM Illepemesckoro — TepHepa

cunapom Kuaitndensrepa



cunapoM [layna
CHHJIPOM J100aBOYHON Y XPOMOCOMBI

7. HA KAKOE JOITOJIHUTEJIbBHOE NCCIIEJOBAHUE HEOBXOJNUMO HAIIPABUTH
ITAIIMEHTA CO CJIEAYIOIEN CUMIITOMATHUKOMU — JIMIIO «COUHKCAx, IITO3,
HU3KUI POCT, KPBIJIOBH/IHBIE CKJIAJZIKU HA I1IEE, 3AJJEPXKKA ITOJIOBOI'O
PA3BUTUSA

[MuToreneTnueckoe

buoxumuyeckoe

MonexkyJIsipHO-TEHETUUECKOE

CepoJiorudyeckoe

8. KAPUOTUIIMPOBAHUE UCIIOJIB3YIOT AJIA JUAT'HOCTUKU
Oose3Hel, 00yCIIOBIEHHBIX H3MEHEHHEM YHCIA U CTPYKTYPBI XPOMOCOM
MyJIbTU(AKTOPUATIEHBIX 3200JI€BaHUN

HACJIC/ICTBEHHBIX JIe()EKTOB OOMEHA BEIIECTB

CEpJICYHO-COCYIUCTHIX 3a00JIeBaHUI

9. KTEHOMHbBIM MYTALIMAM HE OTHOCATCA
N30xpoMocomMbl

Tpucomun

MonocomMuu

[Monunnounauu

10. K UNUCJIOBBIM XPOMOCOMHBIM AHOMAJIUAM OTHOCAT
AHeyrioniuu

Tpancnokauu

WNuBepcun

JuneHTpudeckne XpoMOCOMBI

11. HA OCHOBAHWU TIPEJICTABJIEHHBIX KAPUOTHUIIOB [TIOCTABLTE IUATHO3
CUHIPOM KJIAVH®EJILTEPA

47, XXY

47, XYY

46, XX, 5p-

45, X0

12. HA OCHOBAHWU TTPEJICTABJIEHHBIX KAPMOTHIIOB, TIOCTABBLTE JIMATHO3
CUHJIPOM [IATAY

47, XY, +13

47, XX, +18

46, XX, 5p-

47, XXY

13. KAKOV KAPMOTHIT HE OTHOCUTCSI K CUHIPOMY JAVHA
47, XXX

47, XX, +21

46, XX, t(21/21)

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

14. HU3KMI1 POCT HAUBOJIEE XAPAKTEPEH JIJII CHUHJIPOMA



45, X0

47, XXX
47, XXV
47, XYy

15. IIOKA3AHHUEM K ITPOBEJEHNIO IUTOI'EHETUYECKOI'O NCCIIEJOBAHUMIOA HE
ABJIAETCA

M30JIMPOBAHHBIN IIOPOK Pa3BUTHsI Y HOBOPOXKIECHHOTO

MHO>KECTBEHHBIE [IOPOKU Pa3BUTHUS Y HOBOPOXKICHHOTO

YMCTBEHHAs OTCTAJIOCTh HEU3BECTHON ATHOJIOTHH

POJICTBEHHUKH C XPOMOCOMHOM IEPECTPOUKOU

16. KAPUOTHMII XKEHIIIMHBL, HE CTPAJIAIOILEN 3ABOJIEBAHUEM, CBA3AHHBIM C
HAPYILIEHMEM YHUCJIA TTOJIOBBIX XPOMOCOM:

46, XX

47, XXX

45, X0

46, XV

17. BPAY OBA3AH HAITIPABUTH HA HUTOI'EHETUYECKOE UCCJIIEAOBAHUE
I[MTAITMEHTA V¥ KOTOPOI'O HABJIIOAAIOTCA

YMCTBEHHAsI OTCTaJI0CTh, MUKPOAHOMAJIMU PA3BUTHS WJIM BPOKICHHBIEC IOPOKH Pa3BUTHUSA
renaToCIUICHOMETalus, KaTapakTa U YMCTBEHHAs OTCTaIOCTh

HEIIEPEHOCUMOCTh HEKOTOPBIX MUIIEBBIX POAYKTOB U FEMOJIUTHYECKUE KPU3bI
MbILIEYHAasi TUTIOTOHUS U HEOOBIYHBIH 1IBET U 3alax MOYU

18. IOKA3AHUEM JJII HUTOT'EHETUYECKOI'O UCCIIEAOBAHU A CYIIPYT'OB
nBa 1 0oJiee CIIOHTaHHBIX abopTa

poxieHre peOeHKa ¢ MyKOBHCIIUI030M

poXxeHne pedbeHkKa ¢ BpOKICHHON KOCOJIAMOCThIO

npreM OOJIBIINX J103 MYKOJUTHUYECKUX MpenapaToB

19. IIOJIMTIJIO WA 9TO

YBEJIMUYEHHUE YUCIIa XPOMOCOM, KPaTHOE raryionAHOMY Habopy
YMEHBIIEHNE KOJMYECTBA XPOMOCOM B HaOOpe Ha HECKOJIBKO Iap
YBEJIMYEHUE XPOMOCOM B HAOOpE Ha YEThIpE Mapbl

yBEJIMYEHUE XPOMOCOM B Habope Ha BOCEMb Tap

20. ITPU ITOBTOPHBIX CITOHTAHHbBIX ABOPTAX (BOJIEE3-X) HA PAHHUX CPOKAX
BEPEMEHHOCTH U CJIYYAEB MEPTBOPOXX/IEHNI1 B AHAMHE3E
[IUTOTEHETUYECKOE UCCJIEJOBAHUE HABHAUAETCA

o0ouM cynpyram

OJTHOM >KEHIIINHE

POAUTEINSM KEHIIHHBI

OJTHOMY MY>KYHHE

21. K COBPEMEHHbBIM HUTOT'EHETUYECKUM METOJIAM OTHOCATCA
MOJIEKYJIIPHO-IIUTOT€HETUYECKUA METOL
HCCIIEJOBAHKE MTOJIOBOTO XPOMAaTHHA



METOJl PyTHHHON OKpPaCKu
MeTo 1 TudPepeHIInaTbLHOTO OKPAITUBAHUS

22. OYXPOMATUYECKHUE YYACTKU XPOMOCOM COJZEPXAT
T'€HBI

MHO>KECTBEHHBIE IIOBTOPHI Nocienosarensuocred JJHK
HETPaHCKPUOUPYEMBbIE JIOKYCHI

PETyIATOPHEIE 00JIACTH

23. KAK HA3BIBAIOTCA XPOMOCOMBI C KOHIEBBIM PACITOJIO)KEHWUEM
LHEHTPOMEPBI

AKPOILICHTPUKH

METaleHTPUKU

CyOMeTaleHTPUKU

JMLEHTPUKH.

24. MUKPOXPOMOCOMHBIE ITEPECTPOVKU (MUKPOJIEJIELIWM,
MUKPOAYIUVIMKALINA, TPAHCJIIOKALIN HEBOJIBIINX YYHACTKOB XPOMOCOM)
BbIABJIAOTCA C ITOMOILBIO

npomeradazHOro aHaIM3a XPOMOCOM

Mmerona C-oKparmBaHus

aHaJIN3a M0JI0BOI0 XPOMATHHA

Mmerona G-oKpanMBaHUs

25. KAKME MVYTALIMUA OTHOCATCA K 'TEHOMHBIM
MOJIMIUION VM, AHEYIUJIOUIUH

WHBEPCHUH, TPAHCIOKALINH

BHYTPUXPOMOCOMHBIE U MEXXPOMOCOMHBIE IIEPECTPONKHU
IYTIMKALUH, 1EICIUH

26. METOJ] TOYHOHM JIMATHOCTHUKH XPOMOCOMHBIX BOJIE3HEHN
[{uToreneTn4yeckuit

Knuanueckuit

JepmaTtornuduueckuii

KinHuko-reneanornyeckuii

27. YMCTBEHHAS OTCTAJIOCTD HE ABJIAETCA XAPAKTEPHBIM CUMIITOMOM JUTA
CUHPOMOB, 00YCIIOBJIIEHHBIX MYTaLIUSIMHU MTOJIOBBIX XPOMOCOM

CHHJIPOMOB, 00YCJIOBJIEHHBIX YHCIOBBIMU MYTallUSIMU ayTOCOM

CUHPOMOB, OOYCIIOBJIIEHHBIX CTPYKTYPHBIMH MYTAIUSIMU ayTOCOM

MyJIbTU(AKTOPUANBHBIX 3a00JI€BaHUI

28. K XPOMOCOMHBIM MYTALIUAM OTHOCATCA
CTPYKTYPHBIE H3MEHEHHSI XPOMOCOM

HapylIeHHe KPaTHOCTH TalUIOUAHOTO Habopa XpOMOCOM
MTOJIMTUIOU NS

YUCJICHHBIEC HAPYIIEHUs 110 OTAEIBHBIM XpOMOCOMaM

29. YTO SABJISETCS BEAYIIVM B KJIMHUKE XPOMOCOMHBIX BOJIE3HEN
HapylIeHHE YMCTBEHHOT'O Pa3BUTHUS B COYETAHUU C TIOPOKAMH Pa3BUTHUSI U MUKPOAHOMAIUSIMHU
pa3BUTHSA



3aJiep>KKa B ICHXOMOTOPHOM Pa3BUTHUH Yy A€Tel MJIaIIEro BO3pacTa U YMCTBEHHAs! OTCTAIOCTh Y
JIleTel cTaplilero Bo3pacra

HapylIeHue (U3NUECKOro pa3BUTHS

CHUCTEMHOCTh TTOPAXKEHUS

30. AHEVIUIOUUA - 5TO

M3MEHEHHE YHCiia XPOMOCOM B pe3ylibTaTe yTepy WK 100aBIeHUS OJJHON MIIH HECKOIbKUX
XpOMOCOM

YBEJIMYEHUE XPOMOCOMHOTO Habopa Ha eIkl raruiouaHbIH Habop

W3MEHEHUS YHCIIa XPOMOCOM B Pe3yJIbTaTe 100ABIICHUS OJTHON MM HECKOIBKUX XPOMOCOM
M3MEHEHHE YHCiia XPOMOCOM B pPe3yJibTaTe YTepU OJHOM MM HECKOJIBKUX XPOMOCOM

31. BAITNCb HOPMAJIBHOI'O KAPUOTHIIA )KEHIINWUHBI 1 MY>XXYUHBI 1 3AITNCDH
KAPUOTUIIA YEJIOBEKA C UICTUHHBIM 'EPMA®POIUTU3MOM

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

32. KAPUOTHUII ITPU CUHAPOME ITIATAY
47, XX, +13

46, XY, +21

47, XXY

47, XX, +18

33. KAPUOTHUII ITPU CUHJIPOME KJIAMH®EJIbTEPA
47, XXY

46, XY, +21

47, XX, +13

47, XX, +18

34. KAPUOTHII ITPU CUHAPOME JIAVHA
46, XY, +21

47, XXY

47, XX, +13

47, XX, +18

35. KAPUOTUII [TPU CUHPOME «KOIITAUBETO KPUKA»
46, XX, 5p-

45, X0

46, XX, 9p+

46, XX/45 X0

36. B KAKUX BO3PACTHBIX NUHTEPBAJIAX PE3KO ITOBBIIIEH PUCK POXIEHUS
PEBEHKA C XPOMOCOMHOM IMATOJIOTUEN

15-18 u 35-45 ner

20-23 u 24 - 28 ner

19 -22 u 30- 33 ner

24 — 28 u 31-34 ner

37. KAKME USBMEHEHUA CTPYKTYPbI XPOMOCOM JIEJXKAT B OCHOBE
XPOMOCOMHBIX BOJIE3HEN



WNuBepcuu, nymivkamuu, TpaHCIOKAINH, AJICIUU
TpucoMun, MOHOCOMHUH,

Houcenc, muccenc myranuu

Iomunmonnuu

38. JJIXI KAKOI'O XPOMOCOMHOI'O CUHAPOMA XAPAKTEPHA CUMIITOMATHKA -
MUKPOLE®AJIVSA, PACIIEJIMHA I'YBbBI 1 HEBA, ITOJIMAAKTUIINA U TIOJIMKUCTO3
[TOYEK

Cungpowm Ilatay

Cunapom DnBapaca

Cungpom Jlayna

Cunapom Bonbda-Xupnxopaa

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

100%

10%

25%

50%

40. Y MATEPU PEBEHKA C CMHAPOMOM JIAYHA BbISIBJIEHA CbAJTAHCUMPOBAHHA
TPAHCJIOKALIMA 21/13. PUCK ITOBTOPHOI'O POXJIEHM A BOJIBHOI'O PEBEHKA B
JTJAHHOM CEMBE COCTABJISET

10-11%

3-5%

15-20%

25%

41. KAKOE 3ABOJIEBAHUE CBA3AHO HAPYIIEHWEM YHCIJIA ITOJIOBBIX XPOMOCOM
curpom Knaitndensrepa

6omne3ns Jlayna

reMouiIns

JATbTOHU3M

42. BOJIE3Hb, BI3BAHHA 51 XPOMOCOMHOU MYTALIMEN
CI/IHI[pOM «KOIIAYbECro KpI/IKa»

TaJIaKTO3CMUA

xopes ['eHTuHIrTOHa

cungpoM Ilaray

43. BAIII TUAT'HO3 - HEGOJIBIITAA KPYTJIAA I'OJIOBA CO CKOIIEHHBIM 3ATBIJIKOM,
MOHT'OJIOUJTHBIN PA3PE3 I'JIA3, SIIMKAHT, KOPOTKHI HOC C IIIMPOKOM TJIOCKOM
[IEPEHOCHULIEM, MAKPOI'JIOCCH S, IE@OPMUPOBAHHGIE VIIIHBIE PAKOBUHEI,
MBIIIEYHA S TUTIOTOHUA.

6one3np ayna

cunapom Kmaitadenrepa

cunapoM Illepemesckoro — TepHepa

cunapoM [laray



44. U1 KIMHUYECKOM KAPTHUHBI CUHJIPOMA KJIAMH®EJBTEPA V
HOBOPOXJIEHHBIX MAJIBUMKOB XAPAKTEPHO

Hopmanbhsrii peHOTHTI

Jlumparuaeckuit orex

Pacmenuna ryosr 1 HeOa

AHOMaNMu Hapy>KHBIX T€HUTAIHUI

45. POANJICA PEBEHOK C TEHUTAJIMAMUA [TPOMEXYTOYHOI'O TUIITA. JJIA
ONPEJEJEHUA TEHETUYECKOI'O ITOJIA PEBEHKA HEOBXOMMO
HccnenoBath kapuoTHN peOeHKa

Ornpenenutb ypoBeHb 17 — KETOCTEpOUAOB B MOUE

HccnenoBaTh KapuOTHI MaTEpH

Uccnenosars kapuoTun oTua

46. 1JI1 CUHAPOMA HIEPEHIEBCKOI'O - TEPHEPA HE XAPAKTEPEH
Bricokuii poct

[IleWHbIi NTEPUTHYM

Jlumparuaeckuii orex

CHIKCHHBIA UHTEJUICKT

47. MO3ANLN3M X0/XX XAPAKTEPU3YETCSA

Bo3MOXHBIMU KIMHUYECKUMH IIposiBieHUsAsMU cuHapoMa Illepemesckoro- TepHepa
PazButrem HapyKHBIX MYKCKUX T'€HUTAIINN

3HAYUTEIIBHON YMCTBEHHOM OTCTAJIOCTBHIO

Bricokum pocTtom

48. HOPMAJIBHBII XPOMOCOMHBI HABOP HAXOJAT Y BOJIbHBIX C CUHPOMOM
Mapdana

Hayna

DnBapjaca

ITaray

49. V151 KAKOT'O HACJIEJICTBEHHOTI'O 3ABOJIEBAHUS ITPUUMHOM ITATOJIOT U
ABJAETCA JEJIEIUA KOPOTKOI'O IVIEHA XPOMOCOMEI 5

CHUHJPOM «KOIIA4Ybero KPUKa»

6one3np ayna

XPOHUYECKUI MUEJIOUIHBIN JIEHKO3

MbllIeyHast quctpous Jromenna

50. ITPU KAKOM 3ABOJIEBAHMUU KAPUOTUIIMPOBAHUE ABJIAETCA METOOM
JUNATHOCTUKHA

CHHJPOM DjBapjica

rajJakTo3eMus

(eHUITKETOHYPHS

bpykTo3zemus

51. BABOJIEBAHUE, CBA3AHHOE C U3MEHEHUWEM UHCJIA AYTOCOM



cunapoM Ilaray

JATbTOHU3M

6ose3ns ['ome

cunnapoM Illepemesckoro-TepHepa

52. XPOMOCOMHbBLIE MYTAIIMU BBI3bIBAIOT
CTPYKTYpHBIE U3MEHEHHSI XPOMOCOM

M3MEHEHHUE YHciIa XpOMOCOM

MOJIUTUIOU U U

TCHHBIC MYyTaIlUU

53. TETPAIUIOMJHAS KIIETKA YEJIOBEKA COJEPXUT
92 XpoMOCOMBI

23 XpOMOCOMBI

46 xpomocoM

69 xpomocom

54. TEHETUYECKHNI MEXAHM3M BO3SHUKHOBEHUS BOJIBIIIMHCTBA
AHEYIUIOUIUI- OTO

HEPACXOKIACHHUEC XPOMOCOM

TPaHCJIOKAIIUA

HHBCPCHUA

aclicuusia

55. TATIJTIOMIHBI HABOP YEJIOBEKA COJIEPXKUT
23 XpOoMOCOMBI

46 xpoMocoM

47 xpomocoM

69 xpoMocom

56. IIOJIHASI MOHOCOMMUSI - OTO
OTtcyTCcTBUE BCEU XPOMOCOMBI
OTcyTCTBHE KOPOTKOTO TUI€Ya XPOMOCOMBI
OTcyTCTBUE JJIMHHOTO I1JIeYa XPOMOCOMBI
[TosiBneHME TOMOIHUTEIBLHONW XPOMOCOMBI

57. YMCTBEHHAS OTCTAJIOCTb MEHEE XAPAKTEPHA JIJIA
CHHJIPOMOB, 00YCJIOBJICHHBIX MYTallUIMHU MOJOBBIX XPOMOCOM
CHUHAPOMOB, O0YCIIOBJIIEHHBIX YHCIOBBIMU MYTallUSIMU ayTOCOM
CHHJIPOMOB, 00YCJIOBJIEHHBIX CTPYKTYPHBIMU MYTAIMSIMUA ayTOCOM
MOJIUTUIOU T

58. K XPOMOCOMHBIM MYTALIA OTHOCATCA
CTPYKTYpPHBIE U3MEHEHHSI XPOMOCOM

HapylIeHUE KPAaTHOCTHU TalUIOUAHOTO0 Habopa XpoOMOCOM
YHCJIEHHBIE HAPYIIEHUS ayTOCOM



YHUCJICHHBIC HAPYIICHUSA ITOJTOBBIX XpOMOCOM

59. KTEHOMHbLIM MYTALIUA OTHOCATCA

YucneHHble HapYyIIEHUS 110 OTAETBHBIM XPOMOCOMaM

Jenemuun

Tpancnokauu

N3MeHneHue HopMaabHOM MocaeaoBaTebHOCTH ocHOoBaHui B JIHK

60. XPOMOCOMHBLIE AHOMAJIMU, HE BCTPEHAIOIIMUECA Y )KMBOPOXIEHHBIX
MoHocoMHM IO ayTOCOMaM

Tpucomun no ayrocomam

TpI/ICOMI/II/I I10 ITOJIOBBIM XpOMOCOMamM

MoHocoMuH 1o X-XpoMocome

61. IOKA3AHIA JUI UICCIIEAOBAHUA KAPMOTUITA

HaJIMYME B aHAMHE3€ YMEPILIHX JIETEN ¢ MHOYKECTBEHHBIMU TIOPOKaMU Pa3BUTHS

XPOHMYECKUI MPOTPEIMEHTHBIN XapaKTep TEUCeHHUs OOJIe3HN C HauaioM B JIETCKOM BO3pacTe
HEBPOJIOTMYECKHUE MPOSIBIICHUSI (CYA0POTH, CHIDKEHHE WITH TIOBBILIEHHUE MBILIEYHOTO TOHYCA, CIACTUYECKHE
napesbl)

JIETKast CTeNIeHb YMCTBEHHOM OTCTAIOCTH 0€3 BPOXK/ICHHBIX [TOPOKOB Pa3BUTHS

62. [IOKA3AHVA AJIA ITPOBEAEHUS IUTOI'EHETUYECKOI'O UICCJIEAOBAHUA

YMCTBEHHASI OTCTAIOCTh, MUKPOAHOMAIMH Pa3BUTHS WITH BPOXKICHHBIC IIOPOKH Pa3BUTHS
reraToCIUICHOMET NS, KaTapaKTa, YMCTBEHHAsI OTCTAIOCTh

HEBPOJIOTMYECKHUE MPOSIBIICHUSI (CYIOPOTH, CHIDKEHHE WITH TIOBBIIIIEHHE MBIIIEYHOTO TOHYCA, CIACTUYECKHIE
rapesbl)

HETIEPEHOCUMOCTh HEKOTOPBIX MUIIEBBIX IMPOTYKTOB, FTEMOJTUTHYCCKUE KPU3BI

63. BEJIYIIIUM B KJIMHUYECKON KAPTUHE XPOMOCOMHBIX BOJIE3HEH SABJISETCS
HapyIIeHne YMCTBEHHOTO PAa3BUTHS B COUETAHHUH C IOPOKAMHU Pa3BUTHS U MUKPOAHOMATHSIMU
pa3BUTHS

3a/Iep>KKa B ICKXOMOTOPHOM Pa3BUTHUH Y IETEH MIIAJIIIETO BO3pacTa M YMCTBEHHAs! OTCTAJIOCTh Y
JIeTel cTapllero Bo3pacra

HapyieHne (GU3NIECKOTO Pa3BUTH

CHUCTEMHOCTh TOPAKEHUS

64. IIOKA3AHMEM K KAPUOTUIIMPOBAHUMIO HE ABJISTCS
rernaro-CIrijIeHOMEraaus

TIOBTOPHBIC BBIKHIIIITH

MHO>XKCCTBCHHBIC HOpOKI/I pa3BI/ITI/I$I

Oecruioaue

65. HOCUTEJIU POBEPTCOHOBCKUX TPAHCJIOKAIIUN

KIIMHUYECKH 37I0POBBI M UMEIOT PUCK POXKIEHUS peOeHKa C XpPOMOCOMHOM 00JIE€3HBIO

MMEIOT KapUOTHII, COCTOAIUN U3 45 XpoMocoM

MMEIOT PUCK Pa3BUTHUS OIyXOJIEU

UMEIOT KapUOTHII, COCTOALINH 13 46 XpOMOCOM, OJTHA U3 KOTOPBIX SIBJISIETCS CIUSHUEM JUIMHHBIX
IeY aKPOLIEHTPUUECKHUX XPOMOCOM, a BTOpasi — KOPOTKUX

66. I MUTOI' EHETUYECKUX UCCJIEJJOBAHUM UCTIOJIB3VIOTCS



auMdOIUTHI IeprQEPUIECKO KPOBH
HEUPOLUTHI

SPUTPOLIUTHI

rameThbl

67. MIATOTHOMOHMYHBIE [TPU3HAKU JJ11 CUHJIPOMA JIBOMHOM V-XPOMOCOMBbI
BBICOKHI POCT, arpECCHBHOCTh

YMCTBEHHAs OTCTAJIOCTh

Oecruionue

€BHYXOHIU3M

68. XPOMOCOMHASA HECTABMWJIBHOCTDH XAPAKTEPHA J1JIA
Cungpoma Jlyu-bap

Cunnpoma KnaitHdenbrepa

Cunapowma IIpanepa-Bunnmn

Cunnpoma beksura-Bunemana

69. Y BOJIbHBIX C UCTUHHBIM TEPMA®POUTU3MOM MOXET BbITh OBHAPY)XKEH
KAPUOTHUII

46, XX/46, XY

47, XX, 13+

47, XX, 21+

45, X0/46, XX

70. Y MOJIOJIOI'O MY)XUYMHbBI C BEICOKMM POCTOM M TEHMKOMACTHUEN
BBISIBJIEHA A3OOCHEPMUA. YTOYHUTH AMATHO3 IIOMOXET
KapUOTUIIUPOBAHUE

CEJIEKTUBHBIA OMOXUMHYECKUN CKPUHUHT

PEHTIC€HOJIOTHYECKOE UCCIIEA0BAHUE

MMMYHOJIOTHYECKOE MCCIIEIOBAHNE

71. HEJJECOOBPA3HO OTIIPABUTH HA KAPMOTUIIMPOBAHUE

JIEBYIIKY C IEPBUYHON aMEHOPEEH U OTCYTCTBUEM BTOPUYHBIX MOJOBBIX TPU3HAKOB
JKEHITUHY ¢ | CIOHTaHHBIM a0OPTOM B aHAMHE3€

NEBYIIKY C MTUCHYHKINEH TUYHUKOB

JKEHIIIMHY CO BTOPUYHON aMEHOpeen

72. MYTALUA [TPU MO3ANULM3ME ITPOUCXOINUT HA
PaHHEM NOCT3UTOTUYECKOM YPOBHE

raMeTH4YE€CKOM YPOBHE

3UTOTUYECKOM YPOBHE

MO3/IHEM MTOCT3UTOTUYECKOM YPOBHE

73. KAKOE 3ABOJIEBAHUE CBA3AHO C HAPYIIEHUEM UHNCJIA TTOJIOBBIX
XPOMOCOM

Cunapom Knaitndensrepa

'emodumus

JlanbToHN3M



Cungpom Jlayna

74. JJIA BOJIE3HU JAYHA XAPAKTEPHO COYETAHUE CJIEAYIOINX ITPU3HAKOB:
MUKpoLedanus, TAITOTOHUS MBIIIL, BPOXKICHHBIH OPOK Cep/Iia, CHIPKEHUE WHTEIUIEKTa
nonuxouedanus, paciierieHue Heba, apaxHOAAKTUINSL, THIIEPTOHYC MBIIII]
KPaHHOCTEHOTUYECKHI YepeTl, 3as4bs I'y0a, HaTn4ne 6-To majblia, XOpeoaTeTos

HaOJIr01aeTCsl cOueTaHue JIIOOBIX EPEUUCIICHHBIX IPU3HAKOB

75. CHUHAPOM 5/IBAPZICA OBYCJIOBJIEH
M3MEHEHHEM YHCIIa ayTOCOM,

n3MeHeHueM cTpykrypsl JJHK

M3MEHEHUEM CTPYKTYPBI XPOMOCOM
M3MEHEHHEM YHCia MOJIOBBIX XPOMOCOM

76. NOJIMAAKTUIINA XAPAKTEPHA JI1 CUHAPOMA
ITaray

[TepemeBckoro-TepHepa

Hayna

Komraubero kpuka

77. KAKOE 3ABOJIEBAHUE MOXHO ITPEAIIOJIATATE ¥V AEBOYKU HU3KOI'O POCTA C
KPbIUTOBUIHBIMU CKIIAJKAMU HA IIEE, TUITEPTEJIOPU3MOM COCKOB, C
HOPMAJIbHBIM MHTEJUIEKTOM 1 HOPMAJIBHBIM CTPOEHHUEM HAPY KHbBIX
[TOJIOBBIX OPI'TAHOB? KAKOE OBCJIEAOBAHUE HEOBXOANMO HA3HAYNUTD JUJIA
I[MTOATBEPXIAEHWA TUATHO3A?

Cunpnpom lepemeBckoro-TepHepa, kapuotunuposanue, Y 3U manoro Ta3a, aHaau3 Ha MOJIOBbIE
TOPMOHBI

AJpeHOTreHUTaIbHBIA CUHIPOM - KapruoTunupoBanue, ¥ 3U1 manoro tas3a, aHanu3 Ha TOPMOHbI
HAAMOYEUYHUKOB

Cunapom Hynan, kapuotunupoBanue, ¥ 3U manoro taza, 9xo-KI'

Cungapom Knaitndensrepa - kapuorunuponanue, Y31 manoro tasza, aHaau3 Ha MOJOBbIE TOPMOHBI

78. HA HUTOI'EHETUYECKOE UCCJIEJOBAHUE HAIIPABJIEH MAJIBYUK C
ITOAO3PEHMEM HA CUHAPOM JJAVHA. ITP1 AHAJIN3E KAPUOTUITA
BBISIBUJIA TPUCOMMIO T10 21 XPOMOCOME. CAEJTAWTE CUMBOJIMYECKYIO
3AIIMCH KAPUOTHUITIA MAJIBYNKA

47, XV, +21

47, XX, +21

46, XX, +21

47, XV, +22

79.47, XY, +13 - 3TO KAPUOTUII
MaJburKa ¢ cuHapomoM Ilatay
MaJIbUMKa ¢ CHHIPOMOM DBapica
JIEBOUKH ¢ cUHApoMoM JlayHa

Majp4rKa ¢ cuaapoMoM Kalindenprepa



80. Y KAKOM BOJIE3HU CIIELIU®UYECKUM CUMIITOMOM SBJISIETCS «CTOIIA-
KAYAJIKA»

CHUHIPOM DjBapjca

CUH/IPOM «KOIIIAYhETO KPUKa))

C(OUHTONMINI03

cuHapoMoM Jlayna

81.45, X0—-2TO KAPUOTUII

KeHIUHbI ¢ cunapoMoM Illepemesckoro-Tepuepa
MY>KYHHBI C CUHAPOMOM JlayHa

XKEHIUHbI ¢ cuHapoMoM KnaitHdenbrepa
MY>KUMHBI C CHHJIPOMOM JjBap/ca

82. C KAKMM U3 HWXE ITEPEUNCJIEHHBIX CUHJIPOMOB V JIETEH CAMAS BLICOKAS
IMPOAOJDKUTEJIBHOCTD X)KU3HU

cuHapoMm [layna

CUHAPOM DnBapica

cunapoM [laray

CHUHAPOMOM «KOIIAYbero KpUKa»

83. BPAU-TEHETUK HATIPABWJI JIEBOUKY C 3AJIEP)KKO TTOJIOBOT'O PA3BUTHUS HA
[IMTOTEHETUYECKOE UCCJIEJOBAHUE. [TPY KAPUOTUTIMPOBAHUU

BBISIBJIEHO OTCYTCTBUE X-XPOMOCOMBI BO BCEX KJIETKAX. CAEJIAMTE
CUMBOJIMYECKVYIO 3AINCH KAPUOTUIIA TTALIIMEHTKU

45, X0

47, XXY

47, XXX

46, XX

84. HOPMAJIBHBIA XPOMOCOMHBI HABOP HAXOAT Y TAIIMEHTOB C
JAMATHO30M

Muonarus [{romenna

Cunapom Jlayna

Cunnpom lepemesckoro — TepHepa

Cunapom Knaitndensrepa

85. 3SUTOTA JIETAJIbHA TIP KAPUOTUIIE
45, XX, -21

47, XY, +13

47, XXX

46, XY

86. PE3YJIBTATEI JABOPATOPHOI JIMATHOCTUKU CUHJIPOMA 3JIBAPJICA
OBHAPYXXEHHUE

Tpucomus no 18 nape ayrocom

Tpucomust o 21 mape ayrocom

Tpucomus o X-xpomocome

OtcyrcTBUE epMenTa ranakro3o-1-gpocharypununrpancdepassl



87. 3ABOJIEBAHUE, CBSI3AHHOE C JIEJIELIMEN KOPOTKOI'O ITJIEYA 5 ITAPBI
AYTOCOM, HA3BIBAETCHA

CHHJIPOM «KOIIIAYbET0 KPHKAY

cungapom Tesa-Caxkca

xopest ['eHTHHrTOHA

CHUHIpPOM DjBapjica

88. KAKME KJIETKN OBbIYHO UCIIOJIB3YIOTCS ITPU TPOBEAEHNN
LHUTOI'EHETUYECKOI'O AHAJIM3A

JIumdonuTh KPOBU

Kierku kocTHOrO MO3ra

OpUTPOLIUTHI

MplmeyHble KIETKH

89. IIOJIMCOMUMU 110 X-XPOMOCOME BCTPEUHAIOTCA
VY My>XUUH U KEHUIMH

TOJIBKO Yy My>KUUH

TonbKo y )KEeHIUH

Tonbko y nerei

90. XPOMOCOMHBI HABOP B COMATHUYECKUX KJIETKAX MYXXUYMH COIEPXUT
44 ayTocoMmbl, 0/IHYy X-XpOMOCOMY U OJHY Y-XpOMOCOMY

44 ayTocoMBbl U JIB€ X-XpOMOCOMBI

22 ayTOCOMBI U OJJHY X-XpOMOCOMY

44 ayTocoMbl, 1B€ Y-XpOMOCOMBI

91. CHHPOM KJIAUH®EJILTEPA BCTPEUAETCS
TOJIBKO Y MY>KUYHH

TOJIBKO y KEHIIUH

yalmie y My>K4HH, 4YeM y KEHIUH

yaile y )KCHILWH, YeM Yy MY>XYUH

92. CUHAPOM HIEPIIEBCKOI'O - TEPHEPA BCTPEHAETCHA
y A€BOYEK

Y MaJIbYUKOB

y au1 000ero noja

TOJIBKO y B3POCIIBIX

Pa3naeJ 3. BOJIE3HU C HACJIEJICTBEHHBIM IPEIPACHOJIO)KEHUEM

1. OCHOBHOMH 3AJIAYE ®APMAKOI'EHETUKU SBJISETCS

N3yuyenue poiny reHETUYECKUX IETEPMUHAHT B BOSHUKHOBEHHUH PA3JIMYHBIX PEaKLUN Ha
IIPOBOJIUMYIO TE€PAIUIO

N3yuenne BausiHUA GU3NIECKUX (PAKTOPOB HA TEHETUUECKUH anmapar 4ejgoBeKa

Nzyuenue 3¢ hekToB BO3AEHCTBUS XUMHUYECKUX (DAKTOPOB HA TEHETUYECKHI anmapaT yeaoBeKa
N3yueHre reHOTOKCHYHOCTH (hapMaKOJIOTHYECKUX MPErnapaToB



2. 3ABOJIEBAHN A, HE OTHOCAINUECSH K I'PYIIIIE MYJIbBTUD®AKTOPUAJIBHBIX
reMouIns, TaJacceMHusl, CEPIIOBUIHO-KIECTOYHAsI aHEMUS

MK30(pEeHNs, SMUIEIICHUS], MAHUAKAIIbHO-AETIPECCUBHBIN TICUXO03

BPOXKJICHHBIE TIOPOKHU CEp/ALIa, MOYeK, AnadparmaibHas rpbhka

paK JKeJyKa, IOPKEITYA0YHOH JKese3bl

3. METO/I UCITOJIB3YIOLIIUNCS 111 JOKA3SATEJIBCTBA MYJIbTU®AKTOPUAJIBHON
I[TPUPO/JIbI BOJIESHUA

OJIN3HELIOBBII

WCCJICIOBAHHUE ACCOIMAIINY TCHETUYECKUX MaPKEPOB C OOJIE3HBIO

UTOT€HETUYECKNI U OMOXUMUYECKUN

MONYJISLUOHHO-CTATUCTUUYECKU N

4. METO/1 I/ICHOJH>3YIOH_[I/H71CH JJ11 TOKA3ATEJIBCTBA MVYJIbTU®AKTOPUAJIBHOM
I[TPUPO/JIbI BOJIESHA

KIIMHUKO-TCHEATOrMISCKUH

MCCJICI0BAHKE aCCOIMAIIMK TeHETUYECKHX MapKePOB C O0JIC3HBIO

[UTOTCHETUYECKUI U OMOXUMUYECKUN

MONYJISALUOHHO-CTATUCTUYECKU I

5. MVJIbBTU®AKTOPHAJIBHBIE BOJIE3HU XAPAKTEPU3YIOTCA
HIMPOKUM CIEKTPOM KIMHUYECKUX MPOSBICHUN

pas3nyreM OOJIbHBIX 110 MOy U BO3PACTY

MEH/ICITUPYIOLINUM XapaKTEPOM

MONYJIALMOHHBIMU PA3JIUYUAMU B 4aCTOTE

6. [TOBBIIIIEHHBIN PUCK PA3BUTHSA MYJIbTU®AKTOPHUAJIBHOI'O 3ABOJIEBAHU S
OLIEHMBAIOT HA OCHOBAHUNU

JTAHHBIX KJIMHUKO-T€HEaJOrMYeCKOro aHaan3a

OJIM3KOTO POJICTBA CYNIPYTOB

LIUTOTEHETUUECKUX HCCIIEN0BaHNN

HaJIU4Hs CEU(UIECKOro OMOXMMHYECKOTO MapKepa

7. X TUOJIOTUYECKUE TEHETUYECKUE ®AKTOPHI [TPY MYJIbTUOAKTOPUAJIBHOM
I[TATOJIOT'N

AnuTuBHBIN 3(()EKT MHOTHUX TE€HOB C Pa3TUYHBIM OTHOCUTEIHHBIM BKJIAJ0M KaXI0TO B
[aToreHes

JelicTBue NByX ajuiesieil reHa OJTHOTrO JIOKyca

Muxkpoenenuu u Apyrue MUKPOIIEPECTPOUKU KaKOH-INO0 XPOMOCOMBI

D¢ deKT eTMHUYHOTO TeHa

8. K DAKTOPAM, [TOBBIIIAIOINUM PHCK MYJIbTUD®AKTOPUAJILHOM BOJIE3HU,
OTHOCATCH

HaJIMYUe aHAJIOTUYHON O0JIE3HU Y KPOBHBIX POJICTBEHHUKOB

TeTePO3UTOTHOCTH 110 AyTOCOMHO-PEIIECCUBHOM 00JIC3HU

OJIM3KOTO POJICTBA CYNIPYTOB

0OJIBIIIOE YHCIIO ACTCH B CEMbE

9. CTEIIEHb TEHETUYECKOM JIETEPMUHALIMU MVYJIbTUDGAKTOPUAJIBHO
OBYCJIOBJIEHHOI'O [TPU3HAKA OTPAXKAET

K03 PUILIMEHT HACIeAYEMOCTH

K03 dUIIMEeHT UHOPUANHTA



HoKa3aTesb IEHETPAaHTHOCTU
JIOJIIO KJIETOK C MyTallMEW XpOMOCOM IIPYU MO3aUYHOM KapHOTHUIIE

10. BOJIE3HU, OTHOCAINECA K MYJIbTU®AKTOPUAJIBHBIM
OpoHxHasibHas acTMa, HEHPOJAEPMHUT, ATOHMYCCKUIN IEPMATUT
HelipodubdpomaTos, cuaapoM Mapdana

CeMeitHas TUTIIEPX0JICCTEPUHEMUS, aXOHIPOTLIa3Hs

MYKOBHUCIIH]I03, (PEeHUIIKETOHYpUS

11. BOJIE3HU, OTHOCAIIUECA K MYJIBTUD®AKTOPUAJIbBHBIM
AJIKOTOJIM3M, TICOpHa3

HelipohubdpomaTos, cuHapoM Mapdana

CeMeifHas TUIIEPX0JICCTEPUHEMUS, aXOHIPOTLIa3Hs

MYKOBHUCIIH]I03, (PEeHUIIKETOHYpHUS

12. TEMOJIMTUYECKHUE PEAKIIUU OPTAHU3MA ITPOBOLIMPYIOTCA VY JIUL CO
CJIEAYIONINMU SKOT'EHETUYECKMMU BAPUALIUAMMU:

Henocrarounocts riroko30-6-¢pocharaernaporenasst

ATHnHMYHAs [ICEBOXOIMHAICTEPa3a

MyrantHas N-aneruntpancdepasa

Hu3kasi akTHBHOCTh [TAPAOKCOHA3bI CHIBOPOTKU

13. PE3KO ITOBBIINIEHHA A CKJIOHHOCTD K PASBUTUIO XPOHUYECKUX
BOCTIAJIUTEJBHBIX 3ABOJIEBAHUU Y DM®U3EME JIETKUX T1PU 3ATPSI3HEHUU
ATMOC®EPHI YAILE PABBUBAETCS YV JIUL] C MYTALIMEN

0-aHTUTPUTICHHA

HecTabuipHbINH reMorIoonH

mytaHTHast N-anetunrpancdepasa

aTUMHUYHAs TICEBIOXOIUHACTEpas3a

14. SKOT'EHETUYECKOW PEAKLIMEN OBYCJIOBJIEHA
OCTAaHOBKA ObIXaHUA HpI/I HpI/IMeHeHI/II/I MI/IOpeJ'IaKcaHTOB
cuHapoM Jlayna

CpeaN3EMHOMOpPCKAas JIUX0opaagKa

My'I(OBI/ICI_II/II[03

15. BABOJIEBAHUM S, OTHOCAIIUECA K I'PYIIIE MVYJIBTU®AKTOPHUAJIBHBIX
TUIIepTOHNYECKas 00JIe3Hb, HIIEeMUYeCKas 00JIE3Hb cepaLa

HECOBEPLIEHHBIH ocTeoreHes, cuHapoM Mapdana, cuapom Diepca-Jlanino
NOJUIAKTHIINSA, SIKTPOJAKTUINS, OpaxuIaKTUIIUS

(eHUITKETOHYPHS. TaTAKTO3EeMHUS

16. TOBBILIEHHBIN PHCK 10 MYJIbTU®AKTOPHUAJILHOMY 3ABOJIEBAHIIO
HEBO3MO>XHO OLUEHUTH HA OCHOBAHUUA

bim3koro poacTsa cynpyros

JIaHHBIX KIIMHUKO-T€HEaJOTUYECKOr0 aHalu3a

Bpennbix npodeccroHanbHbIX (PaKTOPOB HA IPOU3BOACTBE U MECTE JKUTEIHCTBA
Hannuus cnerududyeckoro 6HOXUMUYIECKOT0 MapKepa



17. HA OCHOBAHUU KAKUX JIABOPATOPHBIX NCCJIEJJOBAHMI UHIUBUJIA MOXHO
OTHECTU B «I'PVIIITY ITOBBIIIEHHOI'O PUCKA» [TO MYJIbTU®AKTOPUAJIBHOMY
3ABOJIEBAHUIO

MonexysipHO-TeHETUUECKUX UCCIIEOBAaHUMN

CriennaiabHBIX MMMYHOJIOTUYECKUX UCCIIeI0BAaHUMN

CrienuanbHBIX OMOXUMUYECKUX UCCIICTOBAHUI

CoBpeMEHHOT0 IUTOTEHETHUECKOTO UCCIICOBAHUS

18. KOOOOUIIMEHT HACJIEAYEMOCTU OTPAXAET
Bxnan renerndeckux (pakToOpoB B MOABEPKEHHOCTh

TsoxecTh 3a001eBaHHS

BepositHOCTE pa3BuTHs 32001€BaHMs Y POJACTBEHHUKOB IMpoOaHa
Bpems manudecranuu 3a0oneBaHus

19. BABOJIEBAHU S, HE OTHOCAIIUECSA K I'PYIIIE MYJIbTUD®AKTOPUAJIBHBIX
['emodums, TamacceMus, CEPIIOBUIHO-KICTOYHAS AaHSMHUSI

Bposxnennsie TOpoku cepAla, mouek, AuapparmaibHas rpbhka

[n3odpenus, snuiencus, MaHUAKaTbHO-ICTIPECCUBHBINA TICUX03

Pak xenyzaka, moaxenyI0uHOM JKene3bl

20. K MVJIbBTUDPAKTOPUAJIBHBIM 3ABOJIEBAHUAM HE OTHOCUTCA
BPOXKIIEHHBIN cuuimc

PEBMAaTOMIHBIN apTPUT

ACCEHIMANTbHAs THIIEPTCH3HS

BapUKO3HOE pacIIpeHue BEH

21. HACJIEACTBEHHAS [TPEAPACIIOJIO)KEHHOCTD ITPY MYJIbTU®AKTOPHUAJIBHBIX
BOJIE3HAX BOJIEE BCEI'O CBA3AHA

C cemeliHBIM HaKOIJICHUEM B 3aBUCHUMOCTHU OT CTETIEHHU POJICTBA ¢ IPOOaHAOM

C reorpaduueckuMu pa3InyusMU IPOKUBAHUS

C couunanbHO-3KOHOMUYECKUMH Pa3InIUsIMU

C ce30HHOCTBIO 3200JI€BAEMOCTH U POXKACHUSI OOJIbHBIX

22. 1P ®ETAJIBHOM CUHJAPOME KPACHY XU HE OITMCAH
MOJMKHUCTO3 MOYEK

MIOPOKHU cepaua

MTOPOKH Pa3BUTHS HEPBHOW CHUCTEMBI

BPOXIEHHAs KaTapaKTa

23. TIPUSHAKOM AJIKOT'OJIbHOU SMEPUO®ETOITATUM HE SABJIIETCSA
aHdHIIeQanus

MUKpoLedanus

nepuHaTaIbHAs THIIOTPO(HS

TUITOIUIA3US HIKHEH YelmocTH

24. ITPUSHAKOM ®ETAJIBHOI'O HUKOTMHOBOI'O CUHAPOMA HE ABJISAETCAH
YMCTBEHHas OTCTaJIOCTb

npeHaTajgbHasi TUIOTpo(us

MPEKIEBPEMEHHBIE POJIbI

TUIIOKCHS 1013



25. BRIPAJXKEHHBIM TEPATOI'EHHbBIM JIEMCTBUEM HE OBJIAJIAIOT
HUTPAThI

dheHobI

CBUHEI]

napbl pTyTu

26. U3 TPYIIIbI JIETCKUX MHOEKIIMI HAUBOJIEE OITACHA BO BPEMI
BEPEMEHHOCTU

KpacHyxa

KOpb

BETPSIHKA

CKapJjaThHa

27. MYJIbTUOGAKTOPUAJIBHBIE 3ABOJIEBAHUA 3AHUMAIOT CJIEAYIOUIVYIO AOJIIO
XPOHUYECKNX HEMH®EKIIMOHHBIX 3ABOJIEBAHMI YEJIOBEKA

90%

10%

20%

50%

28. PUCK PA3ZBUTUS MYJIbTU®AKTOPUAJIBHBIX 3AFOJIEBAHUI PACCUNTBIBAIOT
HA OCHOBAHU1U

SMIIMPUYECKUX JaHHBIX

3HAHUU O MYTaHTHBIX JIOKyCax

3HaHWUH O «IJIaBHOM» I'€HE

3HaHUH O paANalMOHHOM (POHE MECTHOCTH

29. BOJIBIIMHCTBO 3JIOKAYECTBEHHBIX HOBOOEPA30BAHMIT OTHOCUTCS K
BOJIE3HAM

COMAaTHUYECKUX KIIETOK

MOHOT€HHBIM

XPOMOCOMHBIM

MHUTOXOHIPUAIBHBIM

30. K PAKTOPAM, ITOBBITAIOIIVM PUCK MYJIbTUDGAKTOPUAJIBHOI'O
3ABOJIEBAHI S, OTHOCATCA

Hanwmumne aHamorngHoro 3adoseBaHus y KPOBHBIX POJICTBEHHHKOB
['eTepOo3UTOTHOCTH MO0 ayTOCOMHO-PEIIECCHBHOMY 3a00JIEBaHUIO

KonunyectBo nereit B ceMbe

[Tpo>xuBaHUE B CEBEPHBIX IUPOTAX

31. HOBBIIIEHHbBIN PUCK ITO MYJIbTUGAKTOPUAJIBHOMY 3ABOJIEBAHUIO HE
OHEHMBAIOT HA OCHOBAHHWU YYETA

bnmskoro poactsa cynpyros

JlaHHBIX KIIMHUKO-T€HEaJOTUYECKOTO aHaIn3a

Bpennsix mpodeccrnoHanbHBIX (PAKTOPOB HA TPOU3BOJICTBE U MECTE KUTEIHCTBA

Hanmmuus cnenuduueckoro OHOXMMHUYECKOTO MapKepa



32. KOHKOPJAHTHOCTDL - 3TO

IPOIIEHT CXOJICTBA Y OJIM3HELIOB 110 U3y4aeMOMY MPU3HAKY

CHOCOOHOCTh OJJHOT'O I'eHa MOJABIIATh ASHCTBUE IPYTroro reHa

THII MEKXPOMOCOMHOM IEPECTPOUKHU

ABJICHUE U3MEHEHUS ICHCTBUSA TE€HOB B 3aBUCUMOCTH OT MX II0JIOKEHUS B XpPOMOCOME

34. TIAPBI BJIM3HEIIOB B KOTOPBIX HACJIEAYEMBIHN ITPU3HAK ITPOSIBJISETCS
TOJIBKO Y OZJTHOT'O 13 ITAPBI HA3BIBAIOTCAA

JMCKOPJAaHTHBIMU

KOHKYPCHBIE

KOHKOPJaHTHBIMH

JUCKOM(OPTHBIMU

35. IIPUMEPELI MYJIbTUDAKTOPUAJIBHBIX 3ABOJIEBAHUIA
THIIEPTOHUYECKAst O0JIE3HB, aTEPOCKIEPO3

cunapoMm Mapdana, cunapom Jlayna

CEpPIIOBUIHOKJICTOUHASI aHEMUSI, MUEITIOUIHBIN JICHKO3
(eHUIKETOHYpUS, IITUKOT€HO3

36. 3AJJAYEN BJIM3HELITOBOI'O METO/IA SIBJISIETCS
U3Y4YUThb POJIb HACJIECACTBEHHOCTH U CPEbl B Pa3BUTUU IIPU3HAKA
OIIPEJEIUTE XapaKTeP HACIAEA0BAHUs IIPU3HAKA
IIPOTHO3UPOBATH IIPOSIBIICHUE IIPU3HAKA B IIOTOMCTBE
YCTaHOBUTH CTEIIEHb POJACTBA MEXKY JIFOJAbMU

37. HAJIMYUE U3YYAEMOI'O ITPU3HAKA YV ObOMX BJIM3HELIOB HA3BIBAETCH
KOHKOPIaHTHOCTBIO

JIMCKOHTapTHOCTBIO

['0OMO3UTOTHOCTEIO

I'eTepo3UroTHOCTHIO

38. OJMHAKOBBIN TEHOTUII, 'PYIIITBI KPOBU U PE3YC-®AKTOP UMEIOT
MOHO3UTOTHBIE OJIN3HEIbI

JU3UTOTHBIE OIM3HELbI

JTBOIOPOJIHBIE CHOCHI

BCE€ JIETH OJTHOM Iapbl pOIUTENEH

Pa3nen 4. MPO®UIAKTUKA HACJIEJICTBEHHOM IMMATOJIOI A

1. BKJIAJT HACJIEJCTBEHHBIX 3AFOJIEBAHUI B CTPYKTYPY CITOHTAHHBIX
ABOPTOB 1-I'O TPUMECTPA COCTABJIAET

50-60 %

10-20 %

20-30 %

30-40 %

2. BKIIAJL HACJIEJJCTBEHHBIX ®AKTOPOB B HEBJIAT'OITPUSITHBIE MCXOIbI
KJIMHUYECKU 3APETMICTPUPOBAHHBIX BEPEMEHHOCTEN

0K0J10 35%

okom0 15%

0K0J10 25%



okoo 1%

3. IIEPBBIM KPUTUYECKHI [TEPUOJ] DMBPUOHAJIBI'OI'O PA3SBUTUS
IMPOIOJDKAETCA

OT MOMEHTA 3a4aTHsl 10 KOHIIa 2 HeleJIu OEPEeMEHHOCTH

ot 3-eil 10 6-0i1 Hexenn GepeMEeHHOCTH

OT KOHIIa 1-0# 10 Havasa 2-i Heeau OEpeMEHHOCTH

OT KOHIIa 2-0ii 710 Hayaa 3-i HeJenu OepeMeHHOCTH

4. TEPATOI'EHHbIM TEPMUHAIIMOHHBIM TTEPUOJIOM SBJISAETCA

Ctporo onpeeneHHbli nepruoi s3MOpHOHAIBLHOTO Pa3BUTHS, BO BpeMsi KOTOPOT0 KOHKPETHBIN
TEPAaTOTeH MOXKET BbI3BATh CHEIU(PUICCKOE TTOBPEKICHUE

[Tepuoa BHYTpUYTpOOHOTO pa3BUTHS, BO BpeMsi KOTOPOTO SMOPUOH sIBiIsieTcs Haubosee
YYBCTBUTEIHHBIM K TOBPEK/IAIOIIUM BO3ICUCTBUSM

[IpenenbHBIN CPOK, BO BpeMsi KOTOPOTO 3K30T€HHBIN (haKTOp MOKET BbI3BAaTh (DOPMHUPOBAHHE
BPO’KJICHHOT'O ITOPOKa B OpraHe

MuHUMaNbHBII CPOK, BO BPEMsI KOTOPOT'O AK30T€HHBIN ()aKTOp MOKET BbI3BaTh (POPMUPOBAHKE
BPO’KJICHHOT'O ITOPOKa B OpraHe

5. BHACTOSAIEE BPEMS YMCTBEHHAS OTCTAJIOCTb OBYCJIABJIOBJIEHA
T'EHETUYECKNMU ®AKTOPAMU B

80% cnyuaes

20% cny4aes

10% ciydaeB

100% cmyuaes

6. [TPU BBISABJIEHN HACJIEJCTBEHHOI'O 3ABOJIEBAHUSA YV PASBUBAIOLIETI'OCSA
[UIOJA, CYAbBY 3TOI'O IVIOJA (ITPOAOJDKEHUE BEPEMEHHOCTU MJIN ABOPT) B
[TPABE PEIIIATH

TOJIBKO POIUTENH

TOJIBKO Bpa4yu

TOJIBKO MaTh

peTUTHO3HBIE 00bETUHEHUS

7. KEM ITPUHUMAETCS PEHHIEHUE O AETOPOXJIEHUU ITPU HAJIMYMI
HACJIEACTBEHHOI'O 3ABOJIEBAHUA Y OAHOI'O 13 CYIIPYT'OB
CYIPYKECKOMW Mapoun

BpPa4OM-KOHCYJIbTaHTOM

3I0POBLIM CYIIPYTOM

OOJBHBIM CYNIPYTOM

8. IIPOBEJJEHME I[TPEHATAJIBHOM JUATHOCTUKHN HACJIEJCTBEHHOI'O
3ABOJIEBAHM A B CEMBE C BBICOKUM 'EHETUYECKUM PUCKOM ITPU OTKA3E
POJIUTEJIEN OT ITPEPBIBAHMSI BEPEMEHHOCTH, JOJDKHA ITPOBOJIUTCS

IIPU HAIMYNW MEIUIMHCKUX MMOKA3aHNUN U IIPH JKEJTAHUN CEMBH BHE 3aBUCUMOCTH OT OTHOLIEHUS K
pepbIBaHUIO OEPEMEHHOCTH

KaK MOXHO paHbllie, 4TOObI 0Ka3aTh 00JIbHOMY peOEHKY BO3MOKHYIO MEIUIIMHCKYIO TOMOIIbh

B TPEThEM TPUMECTpE OEpPEMEHHOCTH

TOJIBKO TIPH OIUIaTe MPOLEAYPHI



9. BOBMOXHBIE IMPUYNHBI YBEJIMYEHUA YPOBHA AJIbOA-OETOINPOTENMHA B
KPOBH Y BEPEMEHHO! )XEHIIIMHBI

ne(dEeKT 3aKphITUS HEPBHON TPYOKH

MIOPOKHU PA3BUTHS JKEITYJOUHO-KUIIIEIHOTO TPAKTA

yrpo3a npepbIBaHusi OEPEMEHHOCTH

MIOPOKHU PA3BUTHS CEPACUHO-COCYTUCTON CUCTEMBI

10. BOSMOXHBIE ITPUYNHBI CHXXEHW S YPOBHSA AJIbOA-OETOITPOTEMHA B
KPOBHW Y BEPEMEHHOM )XEHIIIMHBI

Cunnpom Jlayna

[Topoku pa3BUTHS KETYJOYHO-KUILIEYHOTO TPaKTa

Yrpo3a npepsiBaHus OEPEMEHHOCTH

[Topoku pa3BUTHS CEpAEUHO-COCYTUCTON CUCTEMBI

13. BHEOHATAJIbHBIN CKPMHUHI HE BKJIFOYEH
Hetipopubpomaros

['mnotupeos

ANpEeHOTreHUTAIBHBIN CUHIPOM

MyxkoBucun03

14. UCCIIEAOBAHUE HEOBXOJMMOE JJI51 ITIPO®UTTAKTHUKHU IIOBTOPHOI'O
POXJIEHI S PEBEHKA C MUOIIATUEN JIIOIIEHHA

WHBa3WBHAsI MMPEHATAJIbHAS TUAarHOCTHKA

KapUOTUIIMPOBAHUE POJTUTEICH

OMOXHMMHYECKOE 00CIIeIOBaHNE POIUTEIICH

HEWHBa3WBHAsI MPEHATAIbHAS TUarHOCTHKA

15. YBAXKEHUE YACTHOM )XM3HU YEJIOBEKA CO CTOPOHBI BPAUA TTPEIIOJIATAET
COXpaHEHHE TallHBI O COCTOSIHUU €T0 370POBbs

nepeaavy CBeICHUH 0 XapakTepe 3a00JIeBaHNi MalueHTa ero padoToaaTessiM

WH(OPMUPOBAHHUE O COCTOSIHUU 3/TOPOBBS MAIIEHTa €r0 KPOBHBIX POJICTBEHHUKOB O UX MPOchle
coOJroIeHne ero U30MPaTeNLHOTO MpaBa

16. MACCOBBIVI BUOXUMWYECKWUI CKPUHUHT ITPEJIITIOJIATAET

OO6cnenoBaHre HOBOPOKJCHHBIX C LIEJIbIO BBISBICHUS ONPEAeNICHHBIX (hOPM HACIEICTBEHHOM
NaTOJIOTUU B JOKJIMHUYECKON CTalun

OO6cnenoBaHue 1eTei U3 yupexxaeHui st c1aboBUIAIINX

HccnenoBanue KpoBU M MOYM HOBOPOXK/IEHHBIX Ha COZIepKaHKE INIMKO3aMHHOTJIMKAHOB
OO6cnenoBaHue eTel ¢ CyA0pOKHBIM CHHAPOMOM, Naparuieruel U ¢ OTCTaBaHUEM B
IICUXOMOTOPHOM Pa3BUTHH

17. BABOJIEBAHUE, TIOAJIEXKAIIIEE MACCOBOMY BUOXNMHNYECKOMY CKPUHUHIY
(eHUITKETOHYPHS

HelipopubpomaTos

TreMOXpPOMATO3

MYKOTIOJINCaXapruI03

18. YVJIbTPA3ZBYKOBOE MCCJIEJOBAHUE IUVIOJA C IEJIbIO BBIABJIIEHU A ITOPOKOB
PA3BUTHS ITPOBOAUTCA
Ha 14-20 Henene 6epeMeHHOCTH



Ha 7-9 Hepnene 6epeMEeHHOCTH
Ha 30-32 Henene OepeMEeHHOCTH
Ha 16-18 Henene OepeMeHHOCTH

19. OIITUMAJIBHBIE CPOKW BEPEMEHHOCTU JIJ151 ITPOBEJIEHW A BUOIICH BOPCHUH
XOPHUOHA

9- 11 negenn

3-5 genenn

14-16 nenenn

19-20 genens

20. OIITUMAJIbHBIMU CPOKAMUW BEPEMEHHOCTU JJI51 ITPOBEJIEHU A
AMHUOLIEHTE3A C LIEJIbIO IUATHOCTUKU HACJIEJICTBEHHOM ITATOJIOT U Y
IJIOOA SABJIAKOTCA

15-17 "Henenb

9-11 menenn

24-26 wenenn

28-30 nenenn

21. B ChIBOPOTKE KPOBU BEPEMEHHOM JKEHIIMHBI PE3KO CHMXXEHO
COJAEPXXAHUE AJIBOA-OETOIIPOTEMHA, TOT'JA KAK YPOBEHb XOPUOHHWYECKOI'O
I'OHAJTIOTPOITNMHA PE3KO ITOBBIIIEH. IOCTABBTE HPEI[BAPI/ITEJH)HI)II71 JANATHO3S.
cunapoM [layna

CHUHJIPOM TE€CTUKYJSIPHOU (peMUHU3AIUN

cuHzpoM Diepca-/lanno

cunapom Mapdana

22. IOKA3AHUMEM JJ151 TIPOBEAEHN A AMHUOLIEHTE3A HE SABJISAETCA
peOEHOK CO CITIMHHOMO3TOBOM I'pbhKeN

BO3PACT MaTepu CBbIIIE 35 JieT

pebeHOK ¢ XpOMOCOMHOM MATOJIOTHEH

peOeHOK ¢ HaceICTBEHHBIM Je(EeKTOM MeTaboIn3mMa

23. KAKOU METO/J1 MTHBA3UBHOI ITIPEHATAJIBHOM JUATHOCTHKU
[IPEJITIOYTUTEJILHEE [TPU HACJIEJICTBEHHBIX 3ABOJIEBAHUSIX KPOBU
Kopnonenres

AmHnornenrtes

HJ‘IaLICHTOGI/IOHCI/ISI

XopuoHobuorcus

24. B 1-OM TPUMECTPE BEPEMEHHOCTHU [TPOBOJAUTCA
XopuoHbuoncus

AmHnonenTes

Kopnouenres

[TnanenTobuoncus

25. «PEBUCTEHTHOCTb» K TEPATINN HACJIEJCTBEHHBIX FOJIE3HEU O3HAYAET
HEa/IeKBaTHOCTh IPUMEHSEMbIX METOJIOB JICUEHHS MPUPOJIE 3a00IeBaHU



NPUHIUIHAIBHYI HEBO3MOKHOCTD JICUEHHUS HACIIEICTBEHHBIX OOse3Hen
TPYAHOCTH JICYCHUSI KOHKPETHBIX (DOpPM HaCIeICTBEHHOH MaTOIOTHH
He3(PPEeKTUBHOCTD MPEANPUHATHIX METOAOB JICUEHUS

26. K KATEI'OPMHM BbICOKOI'O TEHETUYECKOI'O PUCKA OTHOCATCA CIIEAYIOIINE
EI'O 3HAYEHU

25-75%

5-10%

10-15%

15-20%

27. OIIPEJAEJIEHUE ITIOHATUA TEHETUYECKOI'O PUCKA

BeposiTHOCTS BOHUKHOBEHUS HACIIEACTBEHHOTO 3a00JIEBaHUS WK 3a00JIeBaHUS C
HACJICJICTBEHHBIM MIPEIPACIIOIOKEHUEM Y YEJIOBEKA

[ToBbIIEHHAS! BEPOSITHOCTD 3a00JIE€Th ONMPEICICHHOM MAaTOJOTUEN B TCUCHUHN KUZHH
BepostHocTh BHYTpUYTPOOHOI MM 11012 BCIEACTBUE HACIEACTBEHHOTO 3a00JIeBaHuUs
BeposiTHOCTE pokieHUsT peOeHKa C M30JIMPOBAHHBIM IIOPOKOM Pa3BUTHUS

28. COCTOSAHUE, JTMATHOCTHUPYEMOE C IIOMOIIBIO BUOIICHMU XOPNOHA
Cunapowm Ilepemesckoro-TepHepa

MynbsTudakTopuagbHas MaToJIoTUs

AmdHIEhaTHS

dokomenus

29. KKATEI'OPUUM CPEJHEI'O TEHETUYECKOI'O PUCKA OTHOCATCA CJIEAYIOUIUE
EI'O 3HAYEHUA

10-20%

50%

6-10%

20-25%

30. COCTOAHMA, IMATHOCTUPYEMBIE V IUVIOAA C IIOMOILBIO Y31
AHdH1IEhanus

DeHUIKETOHYpHUs

MykoBuCIHI03

Cunapom Mapgana

31. BABOJIEBAHUE, KOTOPOE HEBO3MOXHO IMAI'HOCTUPOBATD ITPEHATAJIBHO
ITcopuas

AJIpeHOT€HUTAIbHBIN CUHIPOM

I'emodunms

N3onupoBaHHas pacuieanHa Heba

32. IIOKA3AHMEM JUUTA HAITPABJIEHUA HA MEJAMKO-TEHETUYECKYTO
KOHCVYJIBTALIMIO HE ABJIAETCA

CrioHTaHHOE MpepbIBaHNEe OEPEMEHHOCTH Ha CPOKe 28 Heslemb

KpoBHOE poacTBO Cynpyros

Y cTaHOBIIEHHBIN IMAarHO3 HACIEICTBEHHOTO 3a00J1eBaHHS

3anepkka (pU3NYECKOro pa3BUTHUS, OJUTOGPEHUS C WM 0€3 BPOXKICHHBIX TOPOKOB PA3BUTHS



33. TPEBOBAHU, ITPEABABIIIEMBIE K METOJAM BUOXUMHWYECKOI'O CKPMHUHI'A
Jlnarsoctuueckasi 3HaYMMOCTb (HEOOJIBILION MTPOLIEHT JI0’KHOIIOIO0KUTENBHBIX 1 OTCYTCTBUE
JIOXKHOOTPHLATEIBHBIX PE3YJIBTATOB)

CrouMoCTb IMarHOCTHYECKON MTPOrpaMMbl HE I0JI)KHA TIPEBbILIATE CTOUMOCTH COJEPKaHUS OOIIECTBOM
OOJBHBIX

HeBo3M0KHOCTb HCIIOIB30BAHNUS JIETKOAOCTYITHOTO OMOJIOTMYECKOr0 MaTepraa B MaJloM KOJIMYECTBE
OtcytcTBrE HEOOXOUMOCTH IIPU TOJNOKUTENBHOM Pe3yJIbTaTe B IIPOBEJICHUH TIOBTOPHOTO UCCIIEN0BAHYS C
LIEJIbI0 TIOATBEPIKACHUS JMarHo3a

34. OCHOBHBIMH TPEEOBAHMSIMU K 3ABOJIEBAHUSM, TIOUTEXKAILIIM MACCOBOM
[PEKJIMHUYECKOM JIMATHOCTUKE, ABJISIIOTCS

3¢ PEKTUBHOCTD MPOPUITAKTHICCKIX MEPOTIPUATHIA

yacToTa 00J1e3HU cpeu HaceneHus 10 1%

Haymure MetoioB JIHK-muarnoctiku

JIETKOE TEUCHUE 3a00JIeBaHUs

35. COCTOAHMA, IMATHOCTUPYEMBIE C ITOMOIIBIO BUOITICUN XOPUOHA
HAaCJIe/ICTBEHHbIE JIepeKThl 0OMEHa BELIECTB

MHOKECTBEHHBIE BPOKJICHHBIE IIOPOKU Pa3BUTHS

B MyJbTU(AKTOPUAIbHbIE 32001€BaHUS

W30JIMPOBAHHBIE BPOKJICHHBIE [IOPOKH Pa3BUTHS

36. COCTOSAHUSA, JMATHOCTUPYEMBIE C IIOMOUIBIO Y31
aXOH/IPOTLIA3US

(eHUITKETOHYpUS

rajaKTo3eMus

MYKOIOJINCAXapUI03

37. IIEPBUYHAS ITPODOUNIIAKTUKA — 3TO

Komrneke MeponpusiTuii, HalpaBlIEHHBIX HA MPEAYIPEXKACHUE 3a4aTs AETeH C HACIEICTBEHHBIMU
00JIe3HSIMU

Kommuiekc MmeponpusTuii, HalpaBJICHHBIX Ha MPEJOTBPAILEHNE PA3BUTHSI YHACTIEJOBAHHOTO
3a00J1eBaHUS

®deHoTUITIYECKAsT KOPPEKIHS epexTa

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

38. [IPU KAKOM HACJIEJJCTBEHHOM 3ABOJIEBAHNUN UCITOJIB3YETCA TPETUYHA S
[TPOOMIIAKTUKA

beHnnKeTonypus

cuHIpoM Mapdana

xopes ['eHTuHrTOHa

AIbOMHHU3M

39. )KEHILWUHE 27 JIET BbUJI ITIPOBEJJEH AMHUOIIEHTE3 HA 16-OU HEJIEJIE
BEPEMEHHOCTHU. IIOKA3AHWEM ITOCJIYXXWJIN PE3VYJIBTATHI Y3U
(MHOXECTBEHHBIE AHOMAJINN). [TPU HUTOI'EHETUYECKOM UCCJIEAJOBAHUUN YV



IIJTOJIA BBISIBUJIM TPUCOMMIO KAKOM JJOJIP)KHA BbITh TAKTHKA BPAYA-
I'EHETHUKA?

MPEIOCTaBUTh CEMbE MOJHYI0 HH(POPMALIMIO O BEPOSATHOM COCTOSIHUM 3/10pPOBbsl peOCHKa,
BO3MOYKHOCTSIX €T'0 JICUCHHUS U COI[MATIbHOM aJlanTaluu

PEKOMEHI0BaTh MpepblBaHUE OEpEeMEHHOCTH

PEKOMEHI0OBATh BO3JIEPKATHCS OT JIETOPOKIACHUS

PEKOMEHI0BaTh MOBTOPHYIO OEpEMEHHOCTh

40. )KEHILIMHE 30 JIET BbIJI [TIPOBEJJEH AMHUOIIEHTE3 HA 16-O1 HEJIEJIE
BEPEMEHHOCTH. ITIOKA3AHWEM ITOCJIYXXWJIN PE3VJIBTATEHI Y3U
(MHOXXECTBEHHBIE AHOMAJINN). ITPU HUTOI'EHETUYECKOM UCCIIEJOBAHUU ¥V
I1JIOJIA BBIIBUJIM TPUCOMMIO KAKOM JOJIKHA BbITh TAKTUKA BPAYA-
I'EHETHUKA?

IIPEAOCTAaBUTh IPABO OKOHYATEIBHOIO PELICHUS O POJIOHTMPOBAHUY WIIU IIPEPHIBAHUN
OepeMEeHHOCTH POIUTEIISM

PEKOMEH10BaTh IPEpPhIBAHNE OEPEMEHHOCTH

PEKOMEHI0BATh BO3/IEPKATHCS OT I€TOPOKICHUS

PEKOMEH/10BaTh NOBTOPHYIO OEPEMEHHOCTD

41. KOI'’JA ITPOBOJUTCS B3ATHUE KPOBU Y HOBOPOXJIEHHOI'O JIJIs
[IPOCEUBAIOLIEN IUATHOCTUKU ®EHUJIKETOHYPUU

3-5 neHb KU3HU

B IIPOLIECCE POJIOB (IIYIOBHHHAS KPOBB)

7-10 neHs XU3HU

25-30 nens xu3HU

42. IIOKA3AHUAMU IJIS TIPEHATAJIBHOI'O HUTOI'EHETUYECKOI'O
NCCIIEIOBAHUA ABJIAIOTCA

y iona npu Y3U obHapykeHa KUCTO3HAs TUTpOMa IeH

BO3pacT Matepu 29 et

B aHAMHE3e — pOJKjIeHne pebeHka ¢ cuaapomoM Jlayna

HaJIMYUE y TPOIOPOIHOTO OpaTa pacuieuHbI Mo3BoHOYHKKA (Spina bifida)

43. KAKOE 3ABOJIEBAHUE MOXXHO IUATHOCTHUPOBATD ITPEHATAJIBHO C
[MOMOLIBIO HUTOI'EHETUYECKOI'O METOJA

Cunnpowm Ilatay

ApEeHOTeHUTANBHBINA CHHIIPOM

Cunapom Mapgana

CHHIIpOM TECTUKYISPHON (heMUHU3aLUN

44. TIPY TIPOBEJIEHUU MHBA3UBHOM ITPEHATAJIBHOM TMATHOCTHUKH
XPOMOCOMHOM IMTATOJIOI' MU UCTIOJIB3YIOTC S CJIIEAYIOIUE METO/IbI
UTOT€HETUYECKUI

UATOXUMHYECKUN

MOJIEKYJISIPHO-TEHETUYECKU I

Ouoricus TKaHel moia

45. IIPW ITPOBEJIEHUN MHBA3UBHOU ITPEHATAJILHON IUATHOCTHUKH
MOHOI'EHHOMU IMTATOJIOT U UCIIOJIB3YIOTCA CIEAYIOIWE METO/bI
MOJIEKYJIIPHO-T€HETUYECKU I



[MATOXUMHUYECKUI
ouoIcus TKaHe! miona
[IUTOT€HETUYECKU I

46. BTOPUYHA ITPOOUITAKTUKA BKIIIOYAET

Komuiekc MeponpusiTuii, HalpaBIEHHbBIX HA IPEIYIPEXKICHUE POKICHUS peOEHKA C BPOXKIECHHON
W/WAIM HACJIEICTBEHHOM aTOJIOTUER

[TnanupoBanne 6epeMEeHHOCTH

BryTpuyTpoOHy!0 Tepamnuto miona

Komiuieke MeponpusaTuii, HalIpaBJIEHHBIX Ha MPEAYIPEKICHUE 3aUaTUsl I€Tel C HACIEACTBEHHBIMU
0ose3HIMu

47. TPETUYHAS [TPOOUITAKTUKA BKIIFOYAET
denoTUTIMYECKAs] KOPPEKIus aedexra
HeonaranbHbIil CKpUHUHT

V3U nnona

Menuko-reHeTUYeCKOe KOHCYJIbTUPOBAHKE

48. JEOUINT KAKUX U3 NIEPEUUCIIEHHBIX ®EPMEHTOB UMEET
I[MTATOI'EHETUYECKOE BJIMAHUE HA PASBUTUE PA3JIMYHBIX ®OPM
AJIPEHOT'EHUTAJIBHOI'O CUH/IPOMA?

21-runpokcunasa

20-necmorasza

TIII0K030-6-pocharaerunporenasa

(eHUIaIaHUH THIPOKCUIIa3a

49. KAKO BUJ] XPOMOCOMHBIX AHOMAJIU HE BCTPEUAETCS Y
KMBOPOXIEHHBIX?

MOHOCOMHUH T10 ayTOCOMaM

TPUCOMHHU TI0 ayTOCOMaM

TPUCOMUHU 11O MOJOBBIM XPOMOCOMaM

MOHOCOMUS O X-XpOMOCOME

50. ITPEUMIIVTAHTALITMOHHA AL JTMATHOCTHUKA ITOAPASYMEBAET
MonekynsipHO-TEHETHUECKYIO U IIUTOT€HETUUECKYIO IUarHOCTUKY MO0 €IMHUYHBIM KJIETKaM
»MOpHOHA YelloBeKa JJO UMIUIAHTALMHU MPH POBEJCHNUH MPOLEAYP IKCTPAKOPIIOPATBHOTO
OIJIOJJOTBOPEHMSI

JIMarHoCcTHKy COCTOSIHUS SMOPHOHA YEJI0BEKA 0 UMIUIAaHTALUHU ¢ ToMollbo Y3U
MounekynsipHO-TEeHETHUECKYIO JUarHOCTUKY SMOpHOHa Ha 5 HeJlesie BHYTPUYTPOOHOTO pa3BUTHS
[luToreHeTHUECKyI0 JUArHOCTUKY Ha 4 HeJesie BHYTPUYTPOOHOTO Pa3BUTHS

51. TIEPBBI KPUTUYECKU ITEPUO ] SMBPUOHAJILHOT'O PA3BUTHSA
KoHel[ 1-i1 — Havaso 2-i Heaenu 6epeMeHHOCTH

OT MOMEHTa 3a4yaTus 10 KoHla 1-if Hezenu OepeMeHHOCTH

3-1 - 6-51 HeeM OEPEeMEHHOCTH

KOHell 2-if — Hayao 3-i Hejenn GepeMeHHOCTH

52. BTOPOM KPUTUYECKUM ITEPUOJT SMBPMOHAJIBHOI'O PASBUTUS
3--6- Hegenmu OepeMeHHOCTH

8-s1 — 9-1 Henenu OepeMeHHOCTH

Komnery 1-i1 — Hauano 2-i Hegenu 6epeMeHHOCTH



KOHeII 2-i — HavyaJio 3-i Henen O0epeMeHHOCTH

53. ITIPOBAH/I C X-CHEIUVIEHHBIM IOMMHAHTHBIM 3ABOJIEBAHUEM C JIETAJIbHBIM
OOOEKTOM V IVNIOJOB MYXCKOI'O ITIOJIA MOXXET BbITh

TOJIBKO )KEHCKOT0 I10JI1a

TOJIBKO MY>KCKOT'O I10J1a

KaK MY’KCKOT0, TaK U ’KEHCKOTI'O I10J1a

54. BEPOSJTHOCTDB POXIAEHMS BOJIbBHOI'O PEBEHKA B CEMBE, I'’IE MATH U OTEL]
CTPAJIAIOT PABHOJIOKYCHOM ®OPMOM I'TIA30-KOXHOI'O AJIbBUHU3MA

omu3ka k 0%

25%

50%

ommska x 100%

55. ®EHOKOIIMA — 5TO BO3HUKHOBEHUE KIIMHUYECKU CXOJHOI'O ®EHOTUIIA B
PE3VJIbTATE

JleiicTBus BHEITHECPEIOBBIX (DAKTOPOB, MPUBOAIIUX K OOIE3HIM (MIIH TIOPOKaM ), KITHHUYECKH
CXO/IHBIM C HACJEJICTBEHHBIMU (hOopMaMHU

JleficTBUS pa3HbBIX BHELIHECPEIOBBIX (PAKTOPOB, MIPUBOAALIUX K OJHOMY U TOMY K€ ITIOPOKY
pa3BUTHSA

MyTtanuii B pa3HbIX JIOKycax

MyTanuu pa3HbIX y4acTKOB OJHOI'O T'€Ha

56. TEHOKOIINA -OTO

Bo3HMKHOBEHME OIHOTO M TOTO ke (peHoTuna (Ipu3HaKa Wik 00J€3HN) B pe3ysbTaTe MyTalui
pa3IMYHbIX T€HOB

Bo3HukHOBEHME OIHOTO M TOTO k€ (heHoTHNa (IIpU3HaKa WK O0JIE3HU) B pe3yJIbTaTe MyTalluu
pa3HBIX y4aCTKOB OJJHOTO I'eHa

Bo3uukHOBEHHME OJTHOTO U TOTO k€ (peHOoTHUIa (TpU3HaKa Wi OOJIE3HH) B MPOIECCE
B3aMMOJICMCTBYS T€HOTHIIA U BHEIIHEN CPEJIbI

JleificTBHS pa3HBIX BHELIHECPEOBBIX (PAKTOPOB, MPUBOAAIINX K OJHOMY U TOMY K€ ITOPOKY
pa3BUTHSA

57. K OTAITAM KJIMHUKO — I'EHEAJIOTUHECKOI'O METOJA HE OTHOCUTCA
NPOBE/ICHUE CYIEOHO - TEHETHYECKOW IKCIIEPTH3BI

cOop aHaMHe3a

(deHoTUNINYEeCKUI aHaTn3

COCTaBJIEHUE U aHAJIN3 POIOCIOBHOM

58. CBOP AHAMHE3A B MEJIMKO-TEHETUYECKOW KOHCVYJbTALMU 10 [TOBOJY
ITATOJIOI'A Y PEBEHKA HAUMHAIOT C

MOMEHTA, TIPEIIIECTBYIOIIETO 3a4aTHIO

MOMEHTA 3a00JI€BaHU

MOMEHTa TOSIBIICHHUS MIEPBBIX JKaJI00

MOMCHTA pO)K}IGHI/IH

59. POANJICA PEBEHOK C 'EHUTAJIMAMU ITPOMEXYTOYHOI'O TUIIA. JUTA
OINPEAEJIEHM A BUOJIOT'MYECKOI'O TTIOJIA PEBEHKA HEOBXOJUMO



HccnenoBarh kapuoTui peOeHKa

Onpenenuts ypoBeHb 1 7-KETOCTEpOUIIOB B MOUe peOeHKa
HccnenoBaTh KapuOTHI MaTEpH

Uccnenosars kapuoTun oTua

60. 1JIs1 MACCOBOI'O BUOXUMHNYECKOI'O CKPUHHMHI'A HA ®KY XAPAKTEPHO
OBCJIEJJOBAHUE

BCEX HOBOPOXKICHHBIX

TpyIN HaceJICHMsI, pabOTAIOMIMX Ha BPEIHBIX MPEATPUITHIX

nerent ot 1 roxga no 7 jet

JKEHIIUH JETOPOJIHOIO BO3pacTa

61. BO3SMOXHAS I[TPUYMHA VBEJIUYEHWS YPOBHS A®IT Y BEPEMEHHOI
MHOTOILIO/IHAsi 0€pPEMEHHOCTh

yrpo3a npepbIiBaHusi OEPEMEHHOCTH

XPpOMOCOMHas IaToJIOTHUA

yrpo3a npepbIiBaHusi OEPEMEHHOCTH

62. COCTOAHUE, IMATHOCTHUPYEMOE C [IOMOIIBIO V31
AXoHzpormia3us

DEeHUIKETORYpHUS

I'anakTo3zeMus

Myxkononucaxapuaos

63. HE CYILIECTBEHHGI JIUTSI BPAUA-TEHETUKA CJIEAYIOIUE ITACITOPTHBIE
JAHHBIE BOJIBHOT'O

MECTO PErUCTpAIHH

JlaTa ¥ MECTO POXKJICHUS

HAlIMOHAJIIBHOCTH POJAUTENEH

MECTO JKUTEJIbCTBA CEMbHU

64. KJIIMHUKO -T'EHEAJIOTMYECKUI METO/I HE [TIPUMEHSETCS B CJIVUASIX
o0cie10BaHus YCHIHOBIIEHHBIX J€Tel

OTIpeieNIeHus TUIA HAacJel0OBaHUs U MIEHETPAaHTHOCTH T'eHa

MCIUKO -I'CHETUYCCKOI'0 KOHCYJIbTUPOBAHUA

YCTAHOBJICHHE HACIIEICTBEHHOTO XapaKTepa Mpu3HaKa

65. KAKOE HACJIEACTBEHHOE 3ABOJIEBAHUE ITOJAAETCS KOPPEKIIUU
CIHHELMAJIbHBIMU JTUETAMN

(beHuIKeTOHYpHUs

Helipopubpomaros

MYKOBHCLU03

YMCTBEHHAs1 OTCTAJIOCTh C JIOMKON X-XpOMOCOMOM

66. METABOJIMYECKA S MHI'MBULINA KAK OAVH N3 BUJAOB KOPPEKIIMN OBMEHA
BKIIIOYAET
OTpaHNYEHUE NOCTYIICHUS BEIIECTBA C MULIEH



BBIBE/ICHHE U3 OpraHu3Ma cyOcTpaTa MaToJorHuecKoi peakiuu
CHI)KCHHME WHTCHCHBHOCTU CHHTE3a MMaTOJIOTHYECKOTO cyOcTpaTa
3alUTy OPraHOB OT MOCTYIUICHHSI U30BITOYHBIX KOJMYECTB MIPOTYKTOB KaTaboiu3mMa

67. COCTOAHMA, IMUATHOCTUPYEMBIE V TUVIOAA C IIOMOILBIO V31U
I"acTpommsuc

DeHUIKETORYpHUs

Cunapom Mapdana

Cunapom Dnepca-/lanno

68. IIOKA3AHUEM JUJI1 HAITPABJIEHUSA HA MEJAMKO-TEHETUYECKYIO
KOHCVYIJIbTALIMIO HE SABJISIETCA

Yrpo3za npepsiBanust OepeMeHHocTH Ha 20 Henemne

KpoBHoe poacTBO cynpyros

Y CcTaHOBIIEHHBIN AMATrHO3 HACIEACTBEHHOTO 3a00IeBaHUs

3anepxka (pU3NIECKOro Pa3BUTHSI, OMUTOPPEHHs ¢ WK 0€3 BPOKACHHBIX TOPOKOB Pa3BUTHS

69. TPEBOBAHU, ITPEABABIISAEMBIE K METOJIAM BUOXUMUWYECKOI'O
CKPUHUHT A

Heob6xomuMocCTh HCITOJIb30BaHUS 0o0Jiee YIITyOJIECHHBIX METOIOB IIPH MOJIOKHUTEIBHBIX TECTAX
NPeBAPUTEILHOTO YPOBHS

B03MOXHOCTB KaK JI0)KHOTIOJIOKUTEBHBIX, TaK U JIOXKHOOTPUIIATEIILHBIX PE3yIbTaTOB
Heo0Xx0auMoCTh JIErKO JOCTYIHBIX OHMOJIOTMYECKHX MaTePHaIoB B OOJIBIIMX KOJIUYECTBAX
CTOUMOCTh JUArHOCTHYECKUX IMPOTPaMM HE JOJDKHA MPEBBIIIATh CTOMMOCTH COJIEPIKAHUS
0011ecTBOM OOJIBHBIX

70. TIOMY JIALIUOHHO-CTATUCTUYECKHI METOJI UICCJIEJIOBAHNA ITO3BOJISET
N3YUUTH

4acTOTY PaCIpEeNeICHUS OTAEIbHBIX T€HOB U TEHOTHUIIOB B MOMYJISALAAX

TEHHBIN COCTaB B MOIYJISILUAX

COOTHOUICHUE TI0JIOB B MONYJIALHUAX YEIOBEKa

YUCJIEHHOCTH MOIYJISALNT

71. YACTOTA BPOXJIEHHBIX 1 HACJIEJCTBEHHBIX 3ABOJIEBAHUI Y
HOBOPOXJEHHbBIX COCTABJIAET

5%

1%

10%

25%

72. POAUTEJIAM BOJIBHOI'O PEBEHKA C BOJIE3HBIO TEA-CAKCA COOBIIEHO O
HEOBXOJIMMOCTH ITIPEHATAJIBHOM JUATHOCTUKHU ITPH CJIEYIOIIEN
BEPEMEHHOCTU. BUOXUMHWYECKOE UCCJIEJOBAHUE BYJIET 3AKJIFOUATHCSA B
ONPEJEJIEHNN AKTUBHOCTU

I'excozammanga3er A

[lenounoii pocdarasbr

JIumonpoTenHOBOM JIHMa3bl

CdunromuennHasbl

73. Y JKEHIIUHBI BO BTOPOM TPUMECTPE BEPEMEHHOCTH OTMEYAJIACH
CYbOEGLPUIIbBHAA TEMIIEPATYPA, CbIIIb, PAPUHI'UT, IHEMHBIN JINMMOAIEHUT.



PEBEHOK POJIMJICS C HU3KOM MACCO¥ TEJIA (2100 I'), KATAPAKTOH,
MUKPOLIED®AJIMEN, TJIYXOTOM, BPOXIEHHBIM IIOPOKOM CEP/ILIA,
T'EITATOCITIJIEHOMEI' AJIMEN, AHEMHMEN. 3TOT KOMIUIEKC CUMITTOMOB
XAPAKTEPEH JUTA

Kpacnymnoii peronarun

I'epneTnueckoit aMOpronaTUn

Toxkcomnazmo3a

XpOMOCOMHOM MMaTOJIOTUU

74. B CEMbBE POJIMJICSI PEFEHOK CO CIIMHHOMO3I'OBOM I'PRIXKEN. ITPU
CJIEAYIOLIEW BEPEMEHHOCTH LIEJJECOOBPA3HO ITPUMEHUTD

V31 nnona

Onpenenenue nosa mwioga

Kapuorunuposanue mioga

M HBa3uBHYIO IPEHATAIBHYIO TUArHOCTUKY

75. BEPEMEHHA {1 JKEHIIITMHA SIBJISAETCSI HOCI/ITEHI)HI/H_[EfI T'EHA TEMO®WJIUU. EN
MOJKET BbITb PEKOMEHIJOBAH METO/] [TIPEHATAJILHON JAMATHOCTUKHA
MoneKyIapHO-TEHETUYECKOE UCCIEIOBAHUE KPOBH IO

deTtockomnus

V3U- nnona

Onpenenenre KapuoTUIIa 1miojia

76. IIEPBASI BEPEMEHHOCTD VY X XEHIIMHBI OKOHUYMJIACH POX/IEHUEM PEBEHKA C
AHPHIE®AJIMEN. ITPU CJEAYIOLIEN BEPEMEHHOCTU MOXXHO PEKOMEH/IOBATD
Hccnenosanue anbda-peTonporenHa B KpoBu Matepu u Y31

AMHI/IOIIGHTC?; N KYJIbTHUBUPOBAHNEC AMHUOTHYCCKHUX KIICTOK

buoxumuueckoe ncciaenoBaHue BOPCHH XOpPUOHA

®deToamauorpaduio

77. UHBA3UBHAS IIPEHATAJIBHASL JUATHOCTUKA C ITIOCJIEAYIOIINM
BUOXNMHNYECKUM NCCIIEJJOBAHUEM AMHUOTUYECKUX KJIETOK MOXET BbITh
PEKOMEHJIOBAHA ITP1

bonesnu Tes-Cakca

MyxkoBucuuose

Cunapome Jlayna

Cunpnpome Ilaray

78. CAMBIM BAYHBIM ITOKASAHUEM K ITPOBEJIEHMIO IITUTOI EHETUYECKOM
[IPEHATAJIBHOM JUATHOCTUKU SABJISETCS

Hanuue c6anancupoBaHHOM XpOMOCOMHOM MEPECTPOUKH Y OJTHOTO U3 POAUTENCH
BupycHoe 3aboneBanune, nepeHeceHHOe MaTEPhIO BO 2-OM TpUMECTpe OEpEMEHHOCTH
BupycHoe 3a0oneBanue, nepeHECEHHOE MaTephio B 1-0M TpuMecTpe OepeMEeHHOCTH
Poxnenne pebeHka ¢ M30JUPOBAHHBIM ITOPOKOM Pa3BUTHUS

79. N3 XXEHIIIMH, OBPATUBIINXCA K BPAUYY, HA KAPUOTUITMPOBAHUE
HEOBXOAMMO HAIIPABUTH

[TaruenTky 18 ner, ¢ nepBUYHON aMmeHOpeei

[TaruenTky ¢ pudpomMuomoit



[TanmeHTKy ¢ 3-X HEAEIBHOM 3a1eP/KKOM MEHCTpyaluu
[TatenTKy ¢ AuchyHKIMENH STHIHUKOB

80. KTO U3 BOJIbHBIX OILIMBOYHO HAITPABJIEH HA KAPUOTUIIMPOBAHUE
Pebenok ¢ ncopuazom

Kenmmna, poauBiias pebeHKa ¢ TpaHCIOKAIMOHHOM Gopmoii cuaapoma [layHa
Kenmuna, umeronias B aHaMHe3e 4 CIIOHTaHHBIX abopTa

Oren pebeHKa ¢ TPAHCIOKAIMOHHOM opmoii cuHapoma [layHa

81. DJIMMHWHALINS OPTTAHU3MOB C AHOMAJIbBHBIMU KAPUOTUITIAMMU TTPU1
BEPEMEHHOCTU YAILIE BCEI'O ITPOUCXOIUT

o 12 nenenp 6epeMeHHOCTH

C 12 mo 13 Henento 6epeMEHHOCTH

C 17 no 21 negento 6epeMEeHHOCTH

C 28 no 32 Henento 6epeMEHHOCTH

82. TIOKA3AHMEM JUJIS TTPOBEJIEHN ST THBA3SUBHOM ITPEHATAJIBHOM
JUNATHOCTUKU C LEJIBIO OITPEAEJIEHUSA KAPUOTUIIA TIOJA ABJISAFOTCSA BCE
KPOME

Poxxnenne pebeHKa ¢ M30JUPOBAHHBIM ITOPOKOM CEepALa

Bo3spact marepu crapie 35 et

Hannumne mo3annusma y O4HOTO U3 poauTenein

Hannuune cTpykTypHOU NEPECTPOMKHU Y OJTHOI'O U3 POJAUTENEH

83. BUJOM ITPOPMIIAKTHUKY HACJIEJCTBEHHBIX BOJIESHEU HE SIBJISIETCS
AHTuHOaKTEpHUaIbHas Tepanus

Menuko-reHeTHYECKOE KOHCYJIbTUPOBAHNE

[IpeHaranbHass IMarHOCTHUKA

CKpUHHMHT HOBOPO>KJAECHHBIX Ha HAcle/ICTBEHHbIE 00JIe3HN 0OMeHa

84. ®YHKIIMEN MEJUKO-TEHETUYECKOM KOHCYJIbTALIM HA COBPEMEHHOM
OTAIIE HE ABJISAETCA

AKTHBHOE BBISIBJICHHE OOJBHBIX B MOMYISAIUN

Omnpenenenue MporHo3a noToMcTBa

YTOuHEeHHE TUarHosa

[Iponarana MEIUKO-TEHETUYECKUX 3HAHUM CPEan Bpayen

85. 310POBAS )KEHIIIMHA OBPATUIIACH B MEJMKO-TEHETUYECKVYIO
KOHCVYJIBTALIMIO 3A ITPOI'HO30M ITIOTOMCTBA. OHA BBIIIIIA 3AMYK 3A
MYXXUYUHY, Y KOTOPOI'O OT ITIEPBOI'O BPAKA ECTb JJBOE JETEM C
®EHMJIKETOHYPUEN. CPEJI POJICTBEHHMKOB KOHCYJIbTUPVIOIIENCS BOJIHBIX
C ®EHUJIKETOHYPUEN HE OTMEYAJIOCh. BEPOSITHOCTbD POXXJIEHUSI PEBEHKA C
®EHUJIKETOHYPUEN B 9TOM BPAKE COCTABJISIET

binsko k HyIIO

25%

50%

75%

86. B MEJIMKO-T'EHETUYECKYIO KOHCVYJIbTALINIO OBPATHNJIACH CVYIIPYXECKAA
IIAPA, Y KOTOPOU POJNJICS PEBEHOK C JIEGEKTOM HEBPAJIbHOM TPYEKH. BAIIIN
PEKOMEH/JALTNN

[TpoBecTH NEPUKOHLENIMOHHYIO TIPODUITAKTHKY



He pekoMenaoBaTh nocneaymouiee 1eToOpoKIeHUE
OrpaHu4nThCs pEKOMEHIAIMEN Clieyrolell 0epeMEHHOCTH, B CBSI3U C HU3KUM PHCKOM
NHcemuHamms 10HOPCKOM CriepMOid

87. ITP1 OBHAPY X XEHNU HOCUTEJILCTBA TITATOJIOTUMYECKOI'O I'EHA NJIN
XPOMOCOMBI Y 3JI0POBBIX JIUL] B MEJIUKO-TEHETUYECKOM KOHCYJIbTALIUU
NMHOOPMALMS COOBIIAETCA

Hocwuremnto naTolorndeckoro reHa uild XpoOMOCOMBI

PoncrBeHnukam

B monmMKIMHUKY IO MECTY KUTEIIbCTBA

ITo mecTy paboThI

88. IIP1 OBHAPYXXEHHNU JIOXKHOI'O OTLHHOBCTBA, UTO INTPUHIIUIINAJIBHO U3MEHUT
I[TPOI'HO3 IIOTOMCTBA, TAKTUKA CJIEAYIOIIAA

['eneTnueckuil puck cooOIaeTcs TOIbKO KEHIUHE

Hudpopmarninio o pucke noaydyaroT pOACTBEHHUKU

becena npoBoauTcs ¢ 1ByMs Cynpyramu

Myx noxydaeT nHGOpMaIHIo 6e3 ydeTa «JI0KHOT0» OTIIOBCTBA

89. BUI TEHETUYECKOI'O CKPUHUHI'A, AJIAA KOTOPOI'O JOCTATOYHO
[TPEJIBAPUTEJILHOM MH®OPMAIIUN BE3 OBS3ATEJIBHOI'O O®OPMIIEHU S
NH®OPMHNPOBAHHOI'O COI'JIACUA

CKpUHUHT HOBOPOXK/ICHHBIX Ha HACIIEJCTBEHHbIE 00JIe3HH 0OMEHA BEIIECTB

CKpHHUHT Ha MTPEIPACTIONOKEHHOCTh K TPO(HEeCCHOHATLHBIM 3a00JICBaHUSIM

CkpuHuHT OepeMeHHbIX B | TpumecTpe

CKpUHUHT [J151 BBISIBJICHUS T€TEPO3UTOTHOTO HOCUTEIIbCTBA

90. 3I0POBAS XXEHILIMHA OBPATHUJIACH B MEJIUKO-TEHETUYECKVYIO
KOHCYJIbTALIMIO, MYX KOTOPOI BOJIEH TEMO®UJIUEN A. OITPEJEJUTE PUCK
JUISL JETEU B 9TOM BPAKE, ECJI POJJOCJIOBHA ST CAMOM XEHII[UHBI T10
I'EMO®WIINU HE OTAT'OLIEHA

Bce netu OynyTt 310pOBBI HE3aBUCUMO OT 110J1a, HO A04epH OyJyT HOCUTEIbHUIIAMU T'€Ha
reMopuInn

Bce manbunku OynyT O0JIbHBI

Bce neBouku 6yayT O0JbHBI

50% manbuuKoB OyIyT OOJIBHBI

91. MEJJUKO-TEHETUYECKVYIO KOHCVYJIbTALIMIO OBPATUIIACH )KEHIINHA, OTEL]
KOTOPOM BOJIEH TEMO®WIIMEN A. OITPEJIEJIUTE PUCK HACJIEJIOBAHUA
3ABOJIEBAHUS JJIS EE JIETEM

B cpennem 50% manbuukoB OyayT OOJIBHBI

Bce manbunku OyayT 60JIbHBI

Bce neBouku 6yayT OOIBHBI

Bce netn OyayT 310pOBBI HE3aBHCHUMO OT IT0JIa

92. TEPATOI'EHHBIM 5®PEKTOM B OTHOILIEHWN BPO)K}IEHHOIZ T'JIVXOTHBI
OBJIAIAET

CTtpenToMuLIH

Tamumomung

Anansrug

XUHUH



93.3A KOHCYHI:TALIHEPI OBPATUIIACH XXEHIIIUHA, ¥V IBOIOPOJHOI'O CUBCA
KOTOPOM POJMJICA PEBEHOK C MYKOBUCHMAO30M. YV )KEHIIMHBI Y2KE ECTb
TPOE 3/I0POBbIX I[ETEﬁ. ITPU ITPOBEJEHUU MOJIEKYJIAPHO-I'EHETUYECKOI'O
OBCJIEJOBAHUWA BBIABJIEHO, UTO XXEHIIMHA ABJIAETCA TETEPO3UTOTHON
HOCI/ITEHI)HI/IL[Eﬁ MYTAIMU BT'EHE MYKOBUCHHWAO3A. EE MYX HE
OBCJIEJOBAJICA. KAKOBA BEPOATHOCTbB POXIEHWA PEBEHKA C
MVYKOBUCIINJO30M B I[AHHOI71 CEMBLE?

Puck MuanManbHBIM

Puck makcuManbHBIN

Puck cpennmit

Her pucka

94. BMEJJUKO-T'EHETUYECKYIO KOHCYJIbTALINIO OBPATHUJIACH CEMbA 3A
I[TPOI'HO30M UJIA IIOTOMCTBA. MY>XUYNHA CTPAJAET JAJIBTOHU3MOM, EI'O
KEHA 3/10POBA, OAHAKO V )XEHbI OTEILl TAKJKE UMEET JAHHOE 3ABOJIEBAHMUE.
KAKOBA BEPOATHOCTDH POXJEHMA B CEMBE PEBEHKA C JAJIbTOHU3MOM?

50%

100%

25%

0%

95. OTCYTCTBUE MAJIbIX KOPEHHBIX 3YEOB HACJIEAYETCS KAK JOMUHAHTHBIN
AYTOCOMHGBII [TPU3HAK. KAKOBA BEPOSITHOCTBH POXEHU S JIETEM C
AHOMAIJIMEN B CEMBE, I'’TE OFA POWUTEJISA TETEPO3UT OTHAI 110
AHAJIM3UPYEMOMY IIPU3HAKY?

75%

100%

50%

25%

0%

96. OBPATUJIACH CEMbS, B AHAMHE3E KOTOPOI POXXJIEHUE PEFEHKA C
BOJIE3HBIO TAYHA U TAXEJIBIM BPOX/IEHHBIM [TOPOKOM CEPIIIA. PEBEHOK
VYMEP B BO3PACTE 3-X MECSIIEB. ITPY OCJIEJOBAHUU POJIUTEJIEN BBISIBJIEHO,
YTO MATh PEBEHKA - HOCUTEJIbHULIA XPOMOCOMHO TPAHCJIOKALIAU 21/21.
KAKOBA BEPOSITHOCTbD POXXJIEHVA PEFEHKA C FOJIE3HBIO JIAVHA B JIAHHOU
CEMBLE?

100%

10%

3%

0%

97. KOHCYJIbTUPYETCSI CEMEWHA S TTAPA. TIEPBBI PEBEHOK V 3JIOPOBBIX
POJIMTEJIEN BOJIEH ®EHUJIKETOHYPUEN. OIIPEJIEJIUTE PUCK ITOSIBJIEHUS 3TOI'O
3ABOJIEBAHMA V CIIEAYIOIIEI'O PEBEHKA?

25%

50%

75%

100%



98. OTCYTCTBUE MAJIbIX KOPEHHBIX 3YEOB HACJIEAYETCS KAK JIOMUHAHTHBIN
AYTOCOMHGBII [TPU3HAK. KAKOBA BEPOSITHOCTD POXIEHUS JETEU C
AHOMAIJIMEN B CEMBE, I'’IE OJIUH POJIUTEJI TETEPO3UT'OTEH 11O
AHAJIM3UPYEMOMY IIPU3HAKY?

50%

75%

25%

100%

99. B MEJIUKO-TEHETUYECKOM KOHCYJIbTAIITUN HA OBCJIEJJOBAHNM HAXOUTCS
JAEBOUYKA, 13 JIET, MAJIEHBKOI'O POCTA, C KPbUIOBUJHbBIMU CKIIAIKAMU HA
IIEE, OTCYTCTBHMEM BTOPUYHBIX ITOJIOBBIX ITPU3HAKOB. ITPU ITPOBEJAEH1UN
HUTOTEHETUYECKOI'O UCCJIIEAOBAHUA B 60% KIIETOK OBHAPYXXEHO
OTCYTCTBUE OJIHOM 13 X XPOMOCOM. BAIIIE 3AKJIIOUYEHUE?

kapuotut 45, X0/46, XX (60%:40%) - MoHOCOMHUS TTI0 X XpOMOCOME, MO3an4Has (hopma

kapuotun 45, X0 - MoHOCcOMUS 110 X XpOMOCOME

kapuotul 46, XX — Hopma

BAPUAHT HOPMBbI

100. B MEJUKO-TEHETUYECKOM KOHCYJIbTAIIM HA OBCJIEJIOBAHUN
HAXOAUTCA AEBOYKA, 17 JIET, BBICOKOI'O POCTA, C BOJIBIIMMU KUCTAMU U
CTOIIAMHU, OTCYTCTBHUEM MEHCTPY AU, IICUXOCEKCYAJIbHOE ITOBEJAEHUE -
KEHCKOE. 10 PE3VYJIbTATAM VY3U - AIUTA3UA MATKU. ITPU ITPOBEJJEHNN
[IUTOIEHETUYECKOI'O UCCJIEJIOBAHUS - KAPUOTHII MYKCKOI. BAIIIE
3AKIIIOYEHUE?

kapuoTun 46, XV - tecTukynspHas GeMuHU3aIMs

kapuotur 46, XV - ciieyer IpoBecTH Olepaltio Mo NepeMeHe noJa.

kapuotun 46, XV - HopMma AJi1 JaHHON NaIllUEeHTKH

kapuotut 45, X0 - MoHOCOMUS IO X XpOMOCOME

101. BEPEMEHHAA 40 JIET HAITPABJIEHA HA TIPEHATAJIbBHYIO UHBA3UBHVYIO
JUATHOCTUKY. ITPU VJIBTPA3BYKOBOM HUCCJIIEAOBAHNWM CPOK FEPEMEHHOCTHU
COCTABWMJI 9 HEAEJIb. KAKME KJIETKHW Bbl BY IETE NCITIOJIb3OBATD J1JIA
KAPUOTHUIIMPOBAHUMS TJIOJA

KJIETKH BOPCHUH XOpHUOHA

KJIETKH aMHHOTHYECKOM KHIKOCTH

KJICTKH IIJI0Ja

TUTalleHTapHbIe KIETKU

102. XEHIIUHA, UMEIOIIA S HOPMAJIBHOE CTPOEHUE CKEJIETA, BBILIJIA 3AMYX
3A MYXXUNHY C AXOHIPOIUIASUEN. KAKOBA BEPOSITHOCTD POXIEHUS B OTON
CEMBE PEBEHKA C AXOH/IPOIIABUEN

50%

25%

100%

0%

103. MYXX 1 )KEHA POACTBEHHUKU. OFA 'ETEPO3UI'OTHELI 110 TEHY 5
OEHWJIKETOHYPUN. BEPOATHOCTDL POXAEHMA BOJIBHOI'O PEBEHKA B 9TOU
CEMbBE



25%
50%
100%
0%

104. TEHEPATUBHBIE MYTAIIMM BO3HUKAIOT
B IIOJIOBBIX KJIETKAX

B DIIUTEJINAIBHBIX KIETKAaX

B MBILICYHBIX KIETKAX

B HEPBHBIX KJIETKaX

105. MYTAT'EHBI [IEPBUYHO U3MEHAIOT
TEHETUYECKUH ammapaT KJIETOK

CTPOEHUE TKaHEU

Te4eHHe (PU3MOJOTUIECKUX MPOIIECCOB
CTPOEHHE KIIETOK

106. MHOXKECTBEHHbIN DODEKT OJHOI'O TEHA DTO
[InelioTponus

[Tonmumepust

Onucras

KomnnemeHnrapHocTh

107. MOHO3UI'OTHBIE BJIM3HELBI MOI'YT IIOSAABUTBHCA B TOM CJIIVUAE, ECJIN
0J1HA SIMLIEKJIETKA OIIOJOTBOPSETCS OIHUM CIIEPMATO30UIOM

OJ1Ha SIUIEKIIETKA OIJIOJJOTBOPSIETCS IBYMsI CIIEpMATO30UaMH1

JIBE€ SIMIEKIIETKYU OIJIOJOTBOPSIIOTCS ABYMS CIIEPMATO30MIaMHU

JIBE STUIEKJIETKHU OIJIOJJOTBOPSIETCS OJHUM CIIEPMATO30M10M

108. COXPAHEHUE '’EHETUYECKOU NHOOPMAIIMU B PAAY KIIETOUYHBIX
[TOKOJIEHUI IMPOUCXOAUT B PE3VYJIbTATE

Penmmkamun

Cruraiicuara

Tpanckpunuuu

Tpancnasauuun

109. TEHOM YEJIOBEKA — OTO

HacnencrBenHslii anmapar KIeTKH, COAEpKAIINA BeCh 00beM HHPOPMAIIH, HEOOXOTUMOM TSt
Pa3BUTHA OpTraHHU3Ma

BenkoBblif anmapar KJI€TKH, COIEPKAIIN COBOKYITHOCTh BCEX MOJIEKYJ CTPYKTYPHBIX OCITKOB H
bepmMeHTOB

DHepreTU4ecKuil anmapar KJIeTKH

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

110. TIOCJIEQOBATEJIbHOCTh COBBITHI, ITIPOUCXOJIAIINX B KJIETKE, C MOMEHTA
EE OBPA3OBAHMA 110 EE T'MBEJIM NI AEJEHUSA HA JIOUEPHUE HA3BIBAETCS
JKr3HEHHBIM LIMKIIOM KJIETKH

MUTOTHYECKUM LIUKIIOM



MUTOTHYECKUM UHAEKCOM
buoput™Mom muTo3a



