


NMPUHLAIMBbI MOCTAHOBKU ONATHO3A
HACJNEOCTBEHHOW BOJIE3HN

ooLyee KINMMHNn4YeckKoe obcnepgoBaHue

OonbHOro B COOTBETCTBUMU C
COBPEMEHHbIMU TpeboBaHUAMM,
ONMUCaHHbIMU B COOTBETCTBYHIOLNX
pyKoBoACcTBaXx

npuv noao3peHnun Ha KOHKPETHYIO
HacneaocTBeHHYHO Oorfe3Hb Heobxoaumo
npoBeneHue cneuuarnn3npoBaHHOro
anddepeHUunanbHO-AUarHoCTU4YeCKoro
obcneaoBaHus



ISTAIbl MOCTAHOBKU OAUAITHO3A
HACJNEOCTBEHHOW BOJIE3HN

e 1 atan - KnnHnyeckum:

- CBOP AHAMHE3A + KnuHuko-reHeanorm4eckum merton!

- OBbEKTUBHbLIXN OCMOTP + KnuHuko-mopdonormyeckui
ocMoTp!

lNpun obwem KNMHn4YecKkom obcnegoBaHMM NOCTAaHOBKA
AWarHo3a AoMkKHa 3aBepLUUTbLCA OO4HUM U3 TPEX 3aKNYEeHUN:

- 1) AMarHo3 HeHacneacTBeHHOro 3aboneBaHus
(KOHBIOHKTUBUT, OCTpas NHEBMOHMUSA, AN3EHTEpPUs, He
TpebyeT reHeTU4YECKOro oocnenoBaHus);

- 2) AMarHo3 HacrneacTBeHHOU 6one3Hn (KNMUMHNYECKOro u
napakfiMHM4YecKoro oocneaoBaHus AOCTaTOMHO ANA
AWAarHOCTUKU TaKMUX (KJFTaCCUYECKMNX)» HAaCNeACTBEeHHbIX
3aboneBaHuN, Kak axoHgponna3us, Heupocgpmnbpomaros, c-m
MapdaHa u 1.4.);

- 3) nogo3peHune, UTO bone3Hb HacneacTBeHHas (TpebyeTtca
NPUMeHeHUus cneunanbHbIX, OOMNOSNIHUTESNbHbLIX MEeTOA0B
ob0cnepnoBaHus - NapaknMHN4YecKux, nabopatopHo-



e 2 3Tan - MapaknuHunyeckun:

- ObLLWME NMAPAKITUHNWYECKUE METOODbI
OBCJIEOOBAHUA (knuHM4YeCcKnn aHann3 KpoBun, ooLLNA
aHanun3 mouun, IKI v ap.)

- NAPAKITMUHWYECKUE-TEHETUYECKUE METO/bI
OANATHOCTUKH

- LUTOreHeTU4YeCKumn

- MONEKYNAPHO-reHeTU4YeCKNmn

- Buoxnmmnyeckmnm

- aHanu3 cuensieHna reHoB U Aap.
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KITACCUDPUKALIUA BO3PACTHbLIX MEPNOOOB
PA3BUTUA
PEBEHKA 1O H.IN. 'YHOOBUHY

A. NOArOTOBUTEJbHbIN 3TAR:
NEPUOA ®OPMUPOBAHUA HACIIEOCTBEHHOCTMUY;

®OPMUPOBAHUE COMATUYECKOIO U PENMPOAYKTUBHOIO 300OPOBbA
BUOJIOT'MYECKUX POOAUTEIJIEW;

NPEOKOHLUEMNUUOHHbLIV NMEPMOL.

B. BHYTPUYTPOBHbIN 3TAR:

®A3A SMBPUOHAJIBHOIO PA3BUTUA (2-3
MECHAL);

®A3A MNJNTALEHTAPHOI'O PA3BUTUA (C 3-T'O MECALA OO0
POXOEHUA).

B. BHEYTPOBHbIN 3TAn:
NEPMOA HOBOPOXAOEHHOCTU (Ao 4
HEL);

ﬂElz:VlO,U, rPYOHOIO BO3PACTA (C4HEO OO 12
MEC);

NPEAOOLWUKONbHBLIA (CTAPLUUU ACENbHbIW) NEPUOA (OT 1 FOOA A0 3
NET);
OOLWKONbHbIA NEPUOL, (C3006
NET);

MAAALLMA WKONbHLIA NEPUOL (C7 00

_— LU



1 atan - KnuHnyeckun: CbOP AHAMHE3A

1) Anamue3 :ku3Hu (0003HAYEHBI TOJBKO cienu(pUUecKHe MPU3HAKHT AJs Me/l. TeHeTUKH):

- Cocrosinye 3710pOBbS NPEIKOB, poAMTENei, CHOCOB (00Je3HH, OKp. cpeaa, Bpel.

NPUBBIYKH, IKOJIOTHYECKOE OKPYKEHHUE, MPOd. BPEAHOCTH, CIYyK0a B aDMUM U T.1.)

- AKyHIepCKO-FI/IHeKO.JIOFI/IquKI/Iﬁ aHaMHE3 MaTEePHU (HaJu4ue CIIOHTAHHBIX BBIKUIBIILIEH,
0CO0EHHO HA PAHHHUX CPOKAX, MEPTBOPOKAeHUU, poxkaenunin gereil ¢ BIIP u HacjencTBeHHbIMU
3a001eBaHUAAMHU, CMEPTh JleTell B PaHHEM BO3pacTe, JAJWTEJbHbIN NpeIlIeCTBYIOINNA NEePHO
Oecruioausi, XpOHUYECKHE BOCHAJNTEIbHbIC 3200J1eBAHUN YPOTCHUTAJIBbHON 30HbI, B TOM 4HCJIe
HH(EeKUHH, IepeaaBaeMble M0J0BbIM IyTeM).

- TeueHue HacTOSNIEH OEPEMEHHOCTH (mepeHeceHHbIe 3a00JieBAHHUS, MEPHOIABI

rumeprepMur, MeIUUMHCKHE BMeELIaTeJbCTBA, IPUHEM JIEKAPCTBEHHbLIX Ipenaparos,
BO3/1eMCTBHE TEPATOreHHbIX M MYTAreHHBIX ()AKTOPOB HA SMOPHUOH U IJIOA U AP.).

- Beco-pocroBbie mnokasareau npu poxaeHud  (3BYP no rumomiacTH4eckoMy u

AUCIIACTUYECKOMY THIIy, MAKpPOCOMHS, MAKpPO- U MHKpouedaaus, COOTBETCTBUE CPOKY
recraunum).

- InHAMHKA BECOPOCTOBBIX MOKAa3aTeJeil U HEPBHONCUXUYECKOI0 pa3BuTHs Ha 1-M

IOy KMN3HM (0CTAaHOBKA, perpeccus, IMCrapMOHMYHOCTb).




2) AHaMHe3 3aboneBaHNA: Bpems
MaHudecTauum nepBbIX CUMNTOMOB, AMHAMUKA
KJIMHNYECKOWU KapTUHbI, Pe3UCTEHTHOCTb K
Teparnuu, CKITIOHHOCTb K 3aTSXKHOMY U
XPOHNYECKOMY T€YEeHUI0, MOSIMCUCTEMHOCTb
nopaxeHus, Hasinume HETUNMUYHbIX U
OCOOEHHbIX CUMIMTOMOB.



KnuHuko-reHeanornyeckmm meton

[eHeanorusa - y4yeHue o poaoCcnoBHbIX, rpadunyeckoe
n3obpaxeHne poaACTBEHHbLIX CBA3eN OAHOU CEMbMU B
HECKOJIbKMX NMOKOJEeHUsX.

¢ KnuHukKo-reHeanorm4eckuu MeToz peluaeT criegyrowme
3apavm:

¢ yCTaHOBJI€eHMEe HAaCcNeACTBEHHOro xapakrepa v Tuna
HacneaoBaHUs 3aboneBaHus

¢ NEeHeTPaHTHOCTb reHa

¢ aHanu3 cuensieHus v rioKkanusaumm reHoB Ha XpoMocomMax

¢ N3y4YeHue 4YacToTbl MyTaLUU U pacyeT pUCKa PoXaeHUs
OornbHOro pedbeHka



| 3Tan - coctaBrieHne PoaOCIOBHOMU:
% COop cBeaeHnn o 3aboneBaHUsAX NpobaHaa N ero poaACTBEHHUKOB -
Onpoc, aHKeTUpPOBaHUe, KNMHMNYecKkoe obcnepnoBaHne, AaHHble
ncTopmmn 60ne3Hn UnNu amoynaTopHbIX KapT.

& COoop nHcdopmMmaunn BKO4YaeT cBeaeHUS 0 3-4-X MOKOSIEHNAX OgQHOMN
cemMbM, cobupaertcsa nHopmauma o npodbaHae, ero poautensx, cubcax
WU Apyrmx poacTtBeHHUKaxX. YTouHsAeTcs MHcpopmauusa o
HeGnaronpuATHbLIX UCxoaax 6epeMeHHOCTEN Y XKEeHLMUH, MOBTOPHbIX
cny4asix aHanorm4yHoro saboneBaHus cpeau poacTBEHHUKOB.
< CobOpaHHy0 nHopmauuro nsobpaxarot rpachmnyeckn. Pumckumm
uncdpamm ceBepxy BHU3 0003HA4YaKOT NOKOSIEHUA, MOTOMCTBO O4HOIO
NOKONIEHNA HYMepYIT apabckumu unucpamm crneeBa Hanpaeo — KaXabIn
npeacTtaBUTeslb CEMbMU NOJy4YaeT NepCcoHarnbHbIX HOMEpP, Hanpumep:
II-3, 1ll-5. BpaTtba n cecTpbl (CMOCHLI) B pOAOCIIOBHON pacnonaralrTcs B
nopsiake NX poXXaeHus CTPOro ropu3oHTarnbHoO.
<Jlrogen, obnagaroWwmx aHanNnU3npyemMbIiM NPU3HaAKOM (3aboneBaHUeM),
BbIAENAIOT LUTPUXOBKOM.
<PopgocnoBHasa cobnpaeTcs no ogHOMY UM HECKOJTbKUM NMpPU3HaKaM.
<WN300paxeHne poaoCNOBHOW CONPOBOXAAETCA NereHaAou, Kotopas
BKJIHOYaeT: onMcaHue COCTOSAHUSA 300POBbS YsieHa POAOCIIOBHOM,
BO3pacT Ha4yasia n xapakrtep Te4eHus 3aboneBaHnsa y 60rbHbIX,
NPUYUHY CMEPTU N BO3PACT HA MOMEHT CMepTH YfieHa POAOCIIOBHOM,
MecTa NPOoXUBaHUA POACTBEHHUKOB, a TaKXe nx gobpayHbie chamunum,
AN onpeneneHnsa poacTBEeHHbIX OpakoB, roa poXxaeHus npodaHaa w
ero onmxauwmnx poacTBeHHNKOB, ONUCaHUe MeToA0B ANAarHOCTUKU U
naeHTudmnkaumm sabonesaHmmn, nepevyeHb UCTOYHUKOB MeOAULIMHCKUX U
Apyrve cBefeHums.



Il 3Tan - reHeTU4eCKMN aHanu3 poaoCriOBHOMU:
*[Tocne ochopmrieHna NloobpaxeHnsa poaoCcnoOBHOMU
NMPUCTYNAIOT K ee aHanu3y, uenblk KOTOPOro sIBNsieTcs
yCTaHOBJIeHMEe HAaCcneACTBEHHOro xapakrepa npusHaka.



UHpekc MakapoBa (MHAEKC HacneacTBEHHOU OTANOLWEeHHOCTN):

[o 0,2 — HU3KNN (aHaMHe3 G6rnaronosiyyYHbIn)

0,3-0,5 — yMepeHHbIN (aHaMHe3 YCNIOBHO Gnaronosny4HbIn)
0,6-0,8 — BblpaXeHHbIN (AaHaMHe3 Hebraronosly4HbIn)

0,9 U > BbBICOKUH (AHAMHE3 He0JIAronoJIyYHbIN)

CMelIaHHAsI BOCXOALILA BEPTHERATBHAS CXEMA

10 11 13

DN.0. O.M10.
npababxu npababru npababru




AyTOCOMHO-OOMWHAHTHbIWU TUN Hacne[oBaHUS

bone3Hb PeknuHrxayseHa, cuHgpombl MapdaHa, dnepca-AanHno,
axoHaponnasusa, xopest FTeHTUHITOHA, HeCoBepLIEeHHbIU OCTeoreHes,

XapakTepHbl naTonSRANMAATYENAHIQNIAAKTMNA 1 AL

HaHocsILLMe cepbe3HOoro yuepb6a ans 340poBbA U B
OoNnbLUMHCTBE Crly4yaeB He BNusiloLMe Ha
penpoaykKuuio.

MaTonornyecku npusHak nposiBnsieTcs B
rOMO3UrOTHOM U reTePO3UroTHOM COCTOSIHUMN.

MaTonorn4yecknm npmusHakKk BCTpe4YaeTcAa B KaXKaom
NOKONIEHNUN POAOCIIOBHOM - BePTUKANbHbINA TUN
HacnegoBaHUA.

CooTHolweHne 60NbHbIX U 340POBLIX NPUGNNXKaeTca K
1:1.

CooTHOLWEeHNe NopaXeHHbIX MY>XX4YMH U XKeHLLUH
oAUHaKoBoe.

I'Iopax(eHHble MYX4YUHbIl U XXeHWHWHbI OANHAKOBO
nepenaroT NnaToniorM4eckumn NMPU3HaK CBOUM OEeTAM -
MalnibduMKaM U geBo4Kam.

Y 300poBbIX AeTen 60nbHbLIX poauTesnien Bce
NOTOMCTBO 340pOBOE.

B Opake ABYyX OONbHbIX poauTenen poxaarTcsa AeTH, y
KOTOPbIX MYTaHTHbIA FreH HaxXoAUTCA B FOMO3UIrOTHOM
COCTOSIHMM, B TaKOM criy4yae 6orne3Hb npoTtekaeT
TA)Kernee u BO3MOXXHa npeHaTanbHass CMepTh.

1 2
MedicalPlankt.su
— MeouyuH§ Ons eac.



AyTOCOMHO-peLeCCUBHbIN TUMN HacregoBaHUS.

HapyweHna obmeHa aMUHOKUCIIOT, YrNeBOAO0B U XNPOB, MyKOBUCLMAO3,
MyKoMnonmcaxapuaosbl, renaTtoneHTUKynspHas gereHepaums (6onesHb
BunbcoHa-KoHoBanoBa), agpeHoreHuTanbHblii CUHAPOM U Ap.

BonblwnHCTBO 6GONe3Hen ¢ ayTOCOMHO-pPeLLeCCUBHbLIM TUMNOM
HacnegoBaHUSA OTIIMYAKOTCA TAXKENOW NaTonornen.

NMaTonorunyeckumn NMPU3HaK nposiBnAaAeTcs TONIbKO B rOMO3UTOTHOM
COCTOAHUN. reTepO3VIrOTOHOCVITeJ1VI d)eHOTManeCKM He
OTJINHaKOTCA OT 340pPOBbLIX JINL.

MaTonornyecknim npusHak Yailye NposiBrAeTCs Yepes NOKoreHme, ¢
GonbLlon YacToTon y cMb6coB npobaHaa - FOpM3OHTaNIbHbIN TUN
HacneaoBaHUS.

Poautenun 6onbHoro pebeHka oeHOTUNUYECKU 300POBbI, HO
ABMNAKOTCA reTepo3nroTHbLIMM HOCUTENAMU MYTaHTHOrO reHa.

C POCTOM 4HuUcCIia KPOBHOPOACTBEHHbIX 6paKOB pacTeT YacToTa
npuU3Haka.

B 6pake 2-x reTepo3vMroTHbIX HOCUTErlie MyTaHTHOIO reHa puck
NnosiBNIeHNA 60NbHOroO - 25%, 340pOBOro - 25%, HocuTenewn
MYTaHTHOrO reHa - 50%.

B 6pake 2-x 605bHbIX (FOMO3UIOTHbLIX) CYNpPYyroB BCe AeTU
OonbHbIe.

B 6pake 60f1bHOro ¢ HocuTenemM MyTaHTHOro reHa - 50% 60nbHbIX
AeTen, YTO UMUTUPYET AOMUHAHTHbLIN TUN HacneaoBaHUSA
(nceBaoaoMuUHUpoBaHue), 50% - peHOTUNNYECKN 3A0POBbIX
AeTen (reTepo3nroTHble HOCUTENU MYTaHTHOrO reHa).

O6a nona nopaxarTcsa OQUHAKOBO.




A - CUenJieHHbInNn peuecCnBHbIN TUN
HacJlieAOBaAHUA.

femocpunusa A n B, 6onesHb Jlewa-HuxaHa, ganbToHN3M, onuUrogaHTuUS,
rmnopaHTus, nogarpa, CUHAPOM TEeCTUKYNAPHOM (heMUHU3aLnn, bonesHb

- eHuWHa sBnseTcs retepoanroTHEIMRBRIRMHARR:e. dheHoTMnnueckm 3noposa. BonetoT
TONBKO MY)XUYMHbI. BOMbHBIE MY>KYMHBI MEPEAAtOT NaTONOTMYECKUIi FeH BCEM CBOVM [0YEPSM U
He NnepedaroT CbIHOBbSM. Bce heHOTUNMYECKM 300poBble AoHepH BOMbHBLIX MYXUYMH SBASIOTCS
HOCUTENbHULLAMU MYTAHTHOTO reHa. 3[40poBble MY)XUYMHbI HE MEPEAAIOT NaTONOrMYECKMiA
NpV3HaK MOTOMCTBY.

B Opake XeHLNHbI-HOCUTENbHULbI MYTAHTHOMO reHa Co 340POBbIM MY>XYMHOW 50% Manb4nMKoB
- BonbHblE, 50% Marb4MKOB - 300POBbLIE, 50% OEBOYEK - HOCUTENBbHULbI MYTAaHTHOIO reHa,
50% [eBoYekK - 300poBbIe.

B Opake XeHLNHbI-HOCUTENbHULLI MYTAHTHOIO reHa ¢ 60SIbHbIM MYXYMHOM 50% Masrb4MKOB -
BonbHbIE, 50% Marib4YMKOB - 300POoBbIe, 50% OeBOYEK - HOCUTENbHULIBI MyTAaHTHOIO reHa, 50%

-.
Koponesa Buktopus 8 AHrnuu
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MpeHa ®pe- Anek-|Huko- Anuca Anbthos- Mopuc
AepuK caxgpa | nan |l Esrenus| co XIlI

Bunbsam 8 VicnaHum

[] ) O (
Boneaemap [eHpu Anekceit BuckoHTt AnbhoHco
B [Mpyccun B lNpyccum 8 Poccuu TpemartaH B8 cnauu



X - cuenneHHbIN AOMUHAHTHBLIW TUN HacrieAoBaHUSA

ButamuH [1-pe3ancTeHTHbIN paxuT, cuHapom bnoxa-Cynbubeprepa,
ONNUKYNAPHLIA U MUTMEHTHLIW KepaTos, cuHapoM KoHpaaun-XioHepmaHa,
YyacTu4yHasa nunogmuctpodus ¢ NMNoTpodHbIM anabeTom u ap.

[MopaxatoTcs U MY>XYMHbI U XXEHLLMHBI, GOMbHbIX XXEHLLWUH B 2 pa3a bonblue, Yem
MY>KYUH.

BonbHbIe XeHLLMHbI NepeaatnT MyTaHTHbIN reH 50% CbIHOBEN U 50% Ao4Yepen.

BonbHOM My>X4YnHa nepenaeT MyTaHTHLIM FreH BCEM JOo4YepsiM U He nepenaeT
CbIHOBbSAM, T.K. MOCNeAHMe Nnosiy4atoT OT oTua Y-XPOMOCOMY.

YKeHLMHbI (reTepOo3nroTHbIE HOCUTENN) BONEKT MEHEE TSKENO, YEM MY>KYMHbI
(FOMO3UrOTHbIE HOCUTEMN).

Y XEHLUNH BbICOKMA NOSIMMOPMPU3M KITMHNYECKON KapTUHBbI.

Manb4umKkn (roMO3UTOTHBLIE HOCUTENW) BONEOT TSXKENO (CUMHAPOM HeaepKaHus
nurMeHTa, cuHapom onbTua-fopnnHa) ¢ netanbHbIM UCXO40M, BO3MOXHA
npeHaTanbHas cMepTb. BONeT TONbLKO AEBOYKUN (FETEPO3UTOTHBLIE HOCUTENN).

2 A3

Puc. IX.14. PonocnosHasi ¢ X-CLEIUIEHHBIM JOMMHAHTHBIM THITOM HacJIe10-
BaHUs 3a00neBaHUs (BUTAMMH-/l-pEe3UCTEHTHBIN paxuT)




Y - cuensfieHHbIN TUN HacneaoOBaHUA.

My>xckoe 6ecnnoaue.

B Y-xpomMocome HaxoaATcA reHbl -
oTBevarLlue 3a cnepmaToreHes
(dbakTOp azoocnepmum),
KOHTPONUpPYHOLWMNE MHTEHCUBHOCTb
pocTa Tena, KOHe4YHOCTeUu U 3y60B,
onpenenarownMn oBosiIoceHne
YLWHOMN PaKOBUHbI, NanbLeB.

lNpu3Hak nepepaeTca BceMm
Manb4YMKam.

n pM3HaK n po;l BJifeTCA TOJIbKO y Puc. IX.16. PonocnoBHas ¢ Y-cuenieHHbIM (ro1aHAPHYECKHUM) THITOM
nm u My)KCKo ro n ona. Hac/eI0BaHH1s NMpU3HaKa (0OBOJOCCHHE CpeHeil (haaHrH najibLes)

[NaTonornyeckmne mytauum,
3aTparuBawowme chopmmpoBaHue
CeMeHHMKOB UMnun crnepmartoreHes,
HacneagoBaTbCs He MOTyT, Takue
UHOMBUODbI CTEPUNBbHDI.

SR e ¢ 5 RO




MuToxoHapuanbHbIU TUN
.'

HacnegoBaHUA. ‘ iy

Medicall”laner.su
- MeduyiHa Ons eac.

ATpodus 3putensHoro Hepaa Jlebepa,
MUTOXOHApPUanbHas MmonaTusi, CAHOPOM
KepHca-Cenpa, obpokayeCcTBEHHbIE
OMyXOnu (OHKOLMTOMBI), Nporpeccupytoime
odpranbmonnerum un gp.

5

1. MuToxoHapuu nepenaroTcs C
LUMTONNIAa3MOMN ANLIEKNEeTOK (B KaXXaoun
sAAULeKreTKe - 25 000 MUTOXOHAPUMN, Rl A
copepxalluen KONbLEBYHO XPOMOCOMY) I st il

MaTEPUHCKOW INHAN 1

2. bone3Hb nepenaeTcsa TONbKO OT MaT e Ilkuidendiiiwis
3peHNe, HEPBHYIO CUCTEMY

3. BoneroT 1 AEeBOYKN, U MaNbYUKMW.

4. bonbHbIe OTUbI HE NepeAaloT

R
OONne3Hn HM Ago4yepsaMm, HN CbIHOBbSAM. { Q\, \ q\
&’\f"}g Haln KNeTo4Hble oprar%

OT Mam, nanbl NPUBHOCAT TONbKO\
XPOMOCOMbI




OBBbEKTUBHbLIN OCMOTP +
KnuHuko-mopdonornyeckmm ocmotp!

* Llenb KNUHMKO-MOpPOriormyeckoro ocMoTpa - oueHka mopdormna
nauuMeHTa, Korga AMarHocTMKa OCHOBbLIBAeTCA Ha BHELWHEeM
«y3HaBaHUW)» TOro UM MHOrO CUHAPOMA - (NOPTPETHaA» ANarHoCTUKa.
Bo MHOrmx criy4yasix BbIIBNAA€TCA XapaKTepHbIN BHELUHUA BUA
OONMbLHOro, KOTOPbLIN AenaeT pa3HbIX 0ONbHbLIX U3 pa3HbIX ceMmen bonee
CXOXWUMMU ApPYr C APYrom, 4YemMm gaxe onuskue poacrteBeHHUKU. Hanpumep:
nuuo anbga (cnHapom Bunbsamca), ntuueronoBas KapfiIMKOBOCTb
(cunapom Cekkens), rapronniudeckum gucMmopgpusm
(MyKononucaxapuaosbl U MyKonunuao3bl) U T. 4. BHMMaHue Bpayva
AOIMKHO ObITb HaNPaBfieHO TaKXe Ha BbISIBNIEHNE TaKUX 3HAKOB Y
ONMN3KUX poaCcTBEHHUKOB OOJSILHOrO.
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OoLleHMBalOTCA:

(pusnyeckoe pazpuTue (AHTPONOMETPHUA)

KOCTHBIMA BO3PACT (CBOEBPEMEHHOCTh 3AKPBHITHS 30H POCTA JJIMHHBIX TPYOUATBIX
KOCTEM);

THII TCJIOCTO0KEHUA U HAJIUIUEC ACUMMMCECTPHUN CKEJIETA, €10 OTAC/I0B,

HApyLIeHHE MUTMEHTAIMH KOKH, BOJIOC; CTPYKTYPbI NPUIATKOB KOXKH; COCYTUCThIE
o0pa3oBaHMsi HA KOXKe, CJIU3UCTHIX 000JI09KAX;

HAJIM4YMe BPOKIAEHHbIX IOPOKOB PA3BUTHS M CTUTM JAU3IMOPHOreHe3a;
a-, TMII0-, THNIEPTPO(PUN MBI, CYI0POTH, HACUIbCTBEHHbIE IBUKEHUS, MAPATHYM;

THNOIIA3M sl HAPYKHBIX M BHYTPEHHUX F€HUTAJIUI, OTCYTCTBHE BTOPHUUYHBIX
MOJIOBBIX NIPU3HAKOB, HHTEPCEKCYAJIbHOE CTPOCHHUE HAPYKHBIX F€HUTAJINI;

CBO€OOpAa3HbIi 322X OT KOKH, 0TA U MOYHU 00JILHOTIO;

renaro-, CljieHO-, renaToCnJIeHOMErajausi HesICHOM dTHOJIOT MM ;
rpyobie aHOMAJIMU CKeJIeTa;

CJICNOTA, BPOXK/ICHHAS KaTapaKTa, 1eeKT paayKKu, NTo3;
HaApyLIeHHeE CJIyXa;

CYIOPOKHbIN CHHAPOM M JAPYyrasi HEBpPOJOrHYeCKasi CHMIITOMATHKA;
3a/IepKKA MICHUXOMOTOPHOIO U Pe4eBOr0 pa3BUTHS.



° 2 3TAan NOCTAaHOBKW AMarHo3a HacneacTBeHHOMU
natonorum - lNapaknmHnyeckum:

- ObLLUME NAPAKITMUHWYECKUE METO[ObI

OBCJIEOOBAHUSA (knMHM4YeCcKnn aHanus3 KpoBu, ooLwmnmn
aHanu3 mouu, IKI m ap.)

- NTAPAKITMHUYECKUE-TEHETUYECKWE METO[ObI
OUWATHOCTUKHN (umToreHeTn4eCKNN, MOreEKynspHo-
reHeTu4YecCKMu, OMoOXMMun4eckum, aHanus cuensieHus
reHoB u Agp.)
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COBOKYMHOCTb XPOMOCOM KJ1€TKM) - T A B I
onpeneneHne Konu4yecTtea U CTPYKTYpbl
XPOMOCOM C LeNnbi AUarHOCTUKN
reHOMHbIX MyTaLUN N XPOMOCOMHbIX
abeppauun.




NokaszaHua onNa UMTOreHeTUuYeCcCKoro
obcneaoBaHusa 60NbLHONO

* MHOXECTBEHHbIE MOPOKU pa3BUTUSA
(Tpex n bonee cncTem);

* YMCTBEHHasi OTCTanocTb B COMETAHMUM C HapYLUEHUAMM
b131MYECKOoro 1 NoOrfoBOro pasBUTUS

* CTOMKOE Decnnoaune y My>XYNH N XXEHLLMH Mpu UCKNYEHUN
TMHEKOSTIOrM4YeCckou 1 ypornornyeckom natonorum

* NPUBbIYHOE HeBbIHALLMBaHNE bepeMeHHOoCTH

* HapyLLEeHWe NoroBOro pa3BuUTUA (TMNOroHaAn3M, NoroBble
NHBEPCUN)

* Hebornbllaa Macca pebeHka unu 3agepxka BHYTPUyTpPoOHOro
Pa3BUTUSA, POXXOEHHOIO NP AOHOLLEHHON BEPEMEHHOCTH

* poxgeHne oaHoro nrinm HECKOJ1bKUX OeTen c BPOXAOEHHbBIMA
NMNOPOKaMU pa3BnUTUA



OnpepeneHue X- XxpoMmaTuHa

OnpepgeneHune X- xpomaTuHa - MeTof
9KCrnpecc-anarHoCTUKK, onpeaensaoLmin
NCTUHHYIO NOMNOBYIO MPUHALSIEXXHOCTb.

UccnenyloT KNeTkn cnmsncTomn o60mo4Kkn poToBOM NOMOCTU, BarMHaNbHOro
3aNUTEeNnUA U BONIOCAHOM NyKOBULbI. B sgpax KNeTok XXeHLWMWH B AUNSIOUAHOM
Habope NPUCYTCTBYIOT ABE XPOMOCOMbI X, O4HA U3 KOTOPbIX NOSIHOCTLIO
WHAKTUBUPOBaAHa (CNMpPannM3oBaHa) y>ke Ha paHHUX 3Tanax aIMOpUOHanbLHOro
pa3BUTMA U BUOHA B BUAeE MbIOKU reTepoxpomMaTuHa NpUKpensiéHHoOro K o6onouke
saapa. MHakTuBMpoBaHHas XpoMmocoMa X Ha3biBaeTCA NOSIOBbIM XPOMaTUHOM UIU
Tenbuem Bappa, Ana ero BbisIBNIeHNA B sgpax KNIeTOK Ma3ku OKpalluBaroT
aueTapceMHOM U npenapaTrbl NPOCMAaTPUBAIOT C NOMOLL LI CBETOBOro MUKpOCKoNa.

B HOpMe y XXeHLIUH OOHapyXNBaKT OAHY MMbIOKY X-XpOMaTUHA, a Y MY>XYUH €€ HeT.

OnpeageneHue NOMOBOro XxpoMmaTtMHa UCNOMb3yeTcsl B AKCnpecc-AnarHocTuke
XPOMOCOMHbIX CUHAPOMOB, NPU HESICHOM NoJsyie HOBOPOXAEHHOro nocrne 1 mec.
XU3HU, NepBMYHON aMeHOopeun, HapyLLeHNM MeHCTpyanbHOro uukKna, 6ecnnogum y
MY>X4YMH U XXeHLUH, HeaudcdepeHUMpoBaHHOU onuropeHnn, Npmu HapyLeHum
Habopa NonoBbIX XPOMOCOM, B CyAeOHOU MeauLMHe Ans onpeaerieHusa nona
nHamMBMAaaA.



NAdpPpnormimpoOoBanv
e

Onsa nsy4vyeHmna mopcgonorum XxpomMmocom
MUCMNONb3YHT KITeTKU KPOBU, KOCTHOIO
Mo3ra v KynbTtypbl ¢pnbpobnacroB

Ona onucaHusA Kapuotuna 4yesfioBeka pa3pa60TaHa cneunasibHad HOMEeHKrInaTypa.

HopManbHbI KapuoTun MyX4YuHbl U XXeHLUHbI 0003HA4YaloT Kak
coorBeTcTBeHHO. [lpu cuHapome [layHa, XapakTepu3yHLEeMCH Hanuuvem
AONONHUTENLHON XPOMOCOMbBI 21 (TPUCOMMUA 21) KapuoTUn -

[Mpn CTPYKTYpPHOU aHOMaNMMMU XpOMOCOMbI YKa3bIiBalOT U3BMEHEHHOE ANIMHHOe UIKn
KOPOTKOE nfe4yo: OYKBOUM P - KOPOTKOE nnevyo, q - AJZIMHHOe nre4yo, t -
TpaHcnokauusa. lMpun geneuum KOPOTKOro nsied4a XPOMOCOMbI 5 (CUHAPOM
(KOLA4Ybero Kpuka») XXeHCKMM KapuoTun -

Takum obpasom, ana ronorpacpmm xpoMOCOM, UCMNOSIL3YIOT YeTbIpe MEeTKU: HoMep
XPOMOCOMbI, CUMBOJ1 MJfie4ya, HOMep pavoHa U HOMep cerMeHTa B npegenax
AaHHOro pavoHa. Hanpumep, 3anucb 6p21.3 O3HaA4YaeT, 4YTO pevyb MAOET O
XpoMocoMe 6-1 napbl, €€ KOPOTKOM nnede, panoHe 21, cermeHTe 3. CywecTByHOT
eLLué AONONIHUTESIbHbIE CUMBOJbI, B YACTHOCTU pter - KOHEL, KOPOTKOro nreyva gter
- KOHeL, AJIMHHOrO nneva.



BUOXMMUYECKA METOA

Buoxnmmnuecknn meton onpegendeTr MetTabonuTol,
cneundunyeckne ana HacneacTBeHHbIX bonesHen HapyLweHns
obmMeHa BeLecTB (3H3umMonaTum). buoxmmmyeckomy aHanmay
noasnexar mMo4ya, noT, nrasma 1 CbiIBOPOTKA KPOBU, POPMEHHbLIE

arieMeHTbl KpoBu, nbpobnacTel 1 MIMMQOUUTHI.

* Ha nepBom 3atane obcrnenoBaHUsA (3KCnpecc-auarHoCTuKa) NPUMeHsIITCA
MeToAbl MacCoBOro OMOXMMMNYECKOrOo CKPMHUHIa: Npoobl PennuHra (Ha
¢peHUnkeToHypuio), AnbTtrayseHa (rnmkoreHo3bl), beHeaukTa (ranakrosemus,
dpykTO3emus), npoba Ha runepamMuMHoaLUAYpPUID, MUKPOOUONOrM4eCcKum
Tect NaTpu (PKY u ap. amnHoauumaonatumn). PaspadboTtaHbl NpocTblie
Ka4yeCTBEHHble OMOXMMMUYECKMeEe TeCTbl AN IKCNepcc-AnarHoCTUKN
rmnoTupeosa, MykKoBucUumnao3sa, Ans BbisiBJIeHUA HapyLeHnmn oobmeHa
oununpyouHa, bone3Hu Tesa-Cakca, renaTtoneHTUKYNIAPHOU AereHepauuun. 3tn
NPoObI NPOCTbI U NCNONL3YIOT NIEerkoAOCTYNHbLIN MaTepuan (KPOBb, MOYa).

e Ha BTOpOM 3Tane - MeToAbl aHaNUTU4YeCKon noxmmmn: anektpodopes,
TOHKOCIIOMHasaA Xxpomatorpadus, rasoBas U XUAKOCTHas xpomartorpadus,
MaccC-CMeKTpoMeTpU, MarHMTHaA pe3oHaHCHas CNeKTPoCcKonus,
bombapanpoBKa ObICTpbIMU HEUpPpOHaMKU. Hanpumep, ¢ noMmoLwbO
TOHKOCJIOMHOM XpomaTtorpacum Mo4m n KpOBU MOXXHO AUAarHOCTUPOBaTb
HacreACTBEHHbIEe HapyLWeHNna oOMeHa aMMHOKUCIOT, onurocaxapuaoB U
rMUKO3aMMMHOITIMKaHOB (MyKononucaxapugoB). FazoBasa xpomaTtorpadus
NpPUMeHseTCA ANA BbIABMIEHUA HacneACTBEeHHbIX 6one3Hen oomeHa
opraHuyeckux kucnot. C nomMmolybo anekTpodopesa reMornooMHoB
AWarHoCTUpyeTcs BCA rpynna remorrnoouMHonaTum.



[Moka3zaHua ona 6MoOXMMUYECcKoro
uccrnenoBaHUSA:

1) yMCTBEHHas OTCTalloCTb, NCUXUYECKMe HapyLleHUS;

2) HapyLweHue (hn3n4yeckoro pasBuTUSA - aHOMarnbHbIN POCT U
CTpOEeHue BONOC, HOrTeu; UCKpUBIIeHMe KOCTeun TyroBuLLa U
KOHEYHOCTEU, Ype3MepHOoe OTIIOXKEeHUe Xnpa, runotpodusa unum
KaxeKCcusl, TYronoagBMXHOCTb UM pa3bonTaHHOCTb CYyCTaBOB;

3) nyioxoe 3peHue U NosiHas crnenoTa, TYroyxoCcTb UIU FMyXoTa;

4) cyaAoporu, mbillevyHass runoToHuUA, runep- n runonurMeHTauus,
XenTtyxa;

5) HenepeHoOCUMOCTb OTAeNIbHbIX NULLEBbLIX NPOAYKTOB U
NeKapCTBEHHbIX NpenapaToB, YacTaa pBOTAa, Anapes, XNakum
cTyn, renaTto - U crnJyieHomMeranus; cneuuolouqecxm‘/l 3anax MmoumM
noTa;

6) MOYeKaMeHHas 6one3Hb, XxonecTas;
7) reMmonnTU4YeCcKue aHeMUn n Op. COCTOSIHUSA.

Bbnoxnmmyeckme metoabl NMPUMEHAIOTCA TaKXe ANnAd ANarHOCTUKu
reTepo3nroTHbIX COCTOSHUN Y B3pPOCIJIbIX.



MOJIEKYNAPHO-TEHETU4HECKUWE METO[bI

Cpenun ocHoBHbIX MeTogoB HK-anarHocTukn BelAenstoT:
- 1030BbIN B6M1OK-rMbpnan3aLMoOHHbIN aHaNn3

- aHanmMa nonMmMmopdguamMa 4fiMH PECTPUKLMOHHBIX doparMeHTOoB
(MAP®)
- nonmMmepasHas uenHaga peakuusa (INMUP)

- dHaJrin3 nonmmopcbmsma MUKPOCAaTEJUTUTHbIX
nocreanoBartesibHOCTEN

MeTtoabl AHK-anarHocTrukn no3BonsoT OCYLLECTBATb TOYHYIO
OWarHoCTUKy MHormx 3aboneBsaHnn, NPoBOANTb JOPOLAOBYHO
ONarHOCTUKY HacneacTBeHHbIX bonesHen. OCHOBOM METOO0B
ABMNSAKTCSH Hay4YHble AaHHbIE O CTPOEHUN N CBOUCTBAX MOSEKYI
NHK n PHK, reHax, 3aKOHOMepPHOCTSAX HacneaoBaHus
NPU3HAaKOB.



MACCOBbIU MPOCEUBAKOLLA METOL
(CKPUHUHI) BbIABNEHUA
HACJIEQCTBEHHOW NATONIOMMHA

CKPUHUHT (OT aHrN. Screening - NpoOcCeMBaHMe) - MaccoBoe obcneanoBaHue
rpynn HaceneHus (bepemMeHHbIX, HOBOPOXAEHHbIX, 3STHUYECKUX rpynn),
HanpaBJieHHOe Ha BbISIBNIeHNe OONbHbIX U HOCUTENIeM MyTaHTHOrO reHa,
C Uenbilo NpeaynpexaneHus poXxaeHus, paHHen AUarHOCTUKMN,
3achheKTUBHOro nevyeHUs U NPOoPUNakTUKU TAXKeNbIX OCFIOXKHEHUN
onpeaesnieHHbIX 3aboneBaHnmn

TpeboBaHMA K NnporpaMmmam HeoHaTarlbHOro CKPMHUHra Ha
HacreacTBeHHbIe 6one3Hu («3onoton ctaHaap™ B0O3,1968):

- 3aboneBaHne KIIMHNYECKN N 5TabopaToOpPHO XOPOLUO U3YYEHO;
- yacTtoTa 3aboneBaHuA B nonynsiuuu 4OCTaTOYHO BbICOKAas;

- 3aboneBaHue TAXenoe ¢ BbICOKUM PUCKOM UHBannan3aumm nnum
ietTaJibHbIM UCxXxoaom;

- na6opaToprle TeCTbl HE AAalOT JNNIOXKHOOTPULUATEeJIbHbIX pPe3ysibTaToB,
COOTHOLWLEeHne NCTUHHONONMOXUTEeJNIbHbLIX N TOXHOMONOXUNTEeJN1IbHbIX He
MeHee 1:5;

- TeCTbl TEXHUYECKUN NPOCTbIe, Oe3onacHble, 3KOHOMUYHbIE U 3TUYECKMU
npueMriemMmblie;

- meeTcsH achcheKTUBHOE NevyeHne AaHHOro 3aboneBaHus.



HeoHatanbHbIN CKPUHUHT — AMarHoCcTuka y
HOBOPOXXOEHHbIX HACNeaCTBEHHbIX
oone3Hen

(B P® 5 3aboneBaHunn: ®KY, ranakrosemus,
BPOXAEHHbIN rnnotupeos, AC,
MYKOBUCLNOO03)



3a0os1eBaHMe Yacrora |Bospacr CuMnToMbl Jleuenue

Ha4vaJjia

3agep:kka pa3sBUTHS, CYyIOPOrH, «MbIIIMHBbIA JlueTroTrepanus

dennnkeTonyp RSsUE

1:20000 3amax» MOYM, IepMATUT U THNONUIMeHTanus, ¢ 1-2 Mecsia ;KM3HU
ns
YMCTBEHHAsl 0TCTAJIOCTh
BpO)KIleHHbIﬁ 1:3000 - 1-3 mec. Makporinoccus, OTe4YHOCTb, 3aaep:xkka lopmoHorepanust ¢ 2-3
1:6000 Pa3BHUTHS, YMCTBEHHAsl 0TCTAJI0CTh He/e/b JKU3HU
TUIOTHPEO3
ladakTozeMus 1:14000 7-10 cyTkn CpbiruBaHusi, pBOTa, :KejaTyxa, remaro- u Jluerorepanusi
-1:60000 CIUIEHOMeraJiusi, IUPPO3 Ne4YeHH, cyaoporu, c 1-2 Hexean
KarapakTta. JleraabHOCTH KM3HHU
A,qpel-loreHMTa 1:10000 7-10 -cyTKH IIITP, conbTepsitolne KpU3bl M JeTaabHOCTh Y [opmonHoTepanuss ¢ 1
o -1:15000 3-5 aer MAJBYMKOB. BupuiIu3anuMs TreHUTANUIl Yy Hexeau
JIbHbIA
JAeBOYeK. JKM3HU
MyKOBI/ICIII/I 103 1:2000 - 3-5 cyTkm MekoHHaAbHBIH HJIEYC. ®epmenTOoTEpanusi ¢ 6
1:2500 10 6-12 mec. XpoHuyeckue 00CTPYKTHBHbIE MeC. ;KU3HH

6p0on.11er0qH1>le U KHIIeYHbIe 3200/1eBaHUs.

Pannss CMEPTHOCTD.




HeoHaTanbHbIN CKPUHUHT

| 3Tan - nony4YyeHue oo6pasLoB KPOBU Y
BCEX HOBOPOXAEHHbIX Ha 3-7 AHU XXU3HU
U UX HemeAsieHHaA TPaHCNOPTUPOBKa B

nadoparopuro n nabopatopHoe
npoceunBalLlee TeCTUpoBaHue

Il 3Tan - nogTBepXxaatoLLas
nabopaTtopHas gnarHocTuka, cpeau
NO3UTUBHbIX PE3YrbTaTOB NEPBUYHOIO
CKPUHWHIa, BKIOYas MONeKynspHo-
reHeTM4YecKoe nccrneaoBaHue

Il 3Tan - paHHEe rie4yeHne (He nosaHee 1
MEC. NoCne poXXaeHuns),
ancnaHcepusaumsi 6onbHbIX,
nabopaTopHbIN KOHTPOIb 3a
9P PEKTUBHOCTLIO NEeYeHnd

IV 3Tan - Meguko-reHeTn4yeckoe
KOHCYJ1bTUPOBaHMe CEMbM



(eHUIKeTOHYpHUS, JIeHIHMHO3, TOMONMCTHHYPHS, LMTPYJIHMHEMHsl, APrHHUHEMHUS, THPO3HHEMHS,

HEAOCTATOYHOCTDH 6I/IOTI/IHI/[I[a3BI

Opranunyeckue anuaypun/ HEJ0CTATOYHOCTh APTHHUHOCYKUMHHUI-KOA-11a3pl, NponuoHOBasi amuaeMusi, MeTHJIMAaJIOHOBasi
anuaeMun anuaeMusi, HeAOCTATOYHOCTH M300yTHpPMI-KoA-nerngporenaspl, H30BaJiepbsIHOBasl alUAeMusl,
HeJ0CTAaTOYHOCTh  3-THApoKcH-3-MeTHarIyTapmwi-KoA-nuasel, miyrapopas anomgemust tHn I,
HeJA0CTAaTOYHOCTh 2-MeTWIOYTHPHWI-KOA nermaporenassl, 3-MeTHIKPOHOTHI-KOA kapOokcuiiassl,

0eTa-KeTOTHO0J1a3bl
I[e(beKTl)l HEA0CTATOYHOCTH KOpOTKOHCﬂO‘Ie‘IHOﬁ, cpenneuenoqeqﬂoﬁ WIH UIHHHoOUenodyeuHo amui-KoA-

B-OKHCJIGHI/[H LSO NG (L TErnIPporeHa3dbl, MHOKECTBECHHAsI HEA0CTATOYHOCTD aunﬂ-KoA-nernnporeHa:*,LI, HEA0CTATOYHOCTH

ATMHHOLeNoYe4Hoii 3-ruapoxcnanmi-KoA-geruaporenaspl, KApHUTHHNAJIbMATOMITPaHPepa3bl TUH 1

" Tun  II, HemoCTATOYHOCTHL KAPHUTHH/ANMJIKADHUTHHTPAHCIOKA3bI, Ae(eKThl TpaHCHOpTa
KAPHUTHHA
AMHUHoanuaonaTHw/ BPOKIEHHbII IMNIOTHPE03, BPOKACHHAS] THIIEPIIA3US KOPbI HAIII0YEYHNKOB

Hapymenusi o0MeHa yriieBoioB BeReiNikaliii:i

JIuzocomubie 60J1€3HI 0ose3ub Tes-Caxkca, 6o1e30b omne

Hapymenue Tpancnopra MYKOBHCIHI03

METa00JIUTOB

BoJiesHn cucremMbl KpOBH TaJlacceMMsl, CEPIIOBUIHOKIETOYHAS aHeMuUsl, T1eUINT III0K030-6-dochaTaerugporeHasnbl



I\UMIIDI‘UIUIJI'IDIC IIIJUI IJdMMDI
ANArHOCTUKU HacneacTBeHHbIX
oone3Hewnm.

B 3apy6exHon nutepatype eCTb HECKOJIbKO KaTanoroB, cogepxalwimx nogpooHyo nHgpopmayuio o
HacneacTBeHHbIX OOMe3HAX, reHax U XpoMocomax 4yenoBeka. ABTOPbI 3TUX KaTanoros U NporpamMm -
Beaywme meguumHckue reHetukm V.A. McKusik (CLLUA); M. Baraitser, R. Winter (Benuko6putaHusa) v gp.

MeHnagenupyrouwlan HacrneacTtBeHHOCTb YenoBeka V.A. McKusik (CLUA). 3ToT KaTanor reHOB Bblaepxan
y>Xe 15 nsgaHum ¢ 1966r., B TEKCTOBOM BapuaHTe nepensfaéTca NpUMepHoO Kaxable 2 roga, cem4yac B
HEém Gornee 13 000 ctaTten. Ero 3-e nsgaHme 661510 NnepeBeAeHO Ha PYCCKUU A3bIK NOA4 Ha3BaHUEM
«HacneacTBeHHble Npu3Haku Yenosekan» (M., MeguuuHa).

Okccopackas meauumMHcKasa 6a3a AaHHbIX COCTOUT U3 ABYX YacTten: 1) JIoHaoHCKOM 6a3bl AaHHbIX NO
Aucmopdpornorum u 2) JloHaOHCKON HenporeHeTU4eckon basbl AaHHbIX. O6e 6a3bl OblnKM co3pgaHbl M.
Baraitser u R. Winter Ans KNMHUYECKOW ANArHOCTUKN BPOXKAEHHbLIX aHOMAasNIMN U HEMPOreHEeTUYECKNX
CUHAPOMOB.

O6a aBTOpa - ONbITHLIE KITMHUYECKNE FeHEeTUKU, U CUCTEMA OCHOBaHa BO MHOIMOM Ha UX KJTMHUYECKOMW
NpaKkTUKe 1 onbITe. coaepXXUT nHdopmaLmio 6onee 4em o 2300 HEXPOMOCOMHbIX CUHAPOMOB C
MHOXXeCTBEHHbIMM NOPOKaMM1 pa3BUTUA U O 2198 CMHAPOMAaX C HacreACTBeHHbIMU HapyLUEeHUSIMU
LeHTpanbHon u nepudepuveckon HepBHOU CUCTEMbI.

B Meauko-reHeTn4yeckom Hay4yHoMm LeHTpe PAMH co3aaHbl pyccKkoa3blYHbIE NporpaMmmMbl AN
AWarHoCTUKN HacneacTBeHHbIX o6one3Hen obmeHa BewecTB (K.O. KpacHononbckasa un coasr.),
BpPOXAEHHbLIX NopokoB pa3Butua (B.U. UeaHoB., J1.41. JlleBuHa, J1.M. KoHcTaHTUHOBa U Ap.).

CUHIEH (cMHapoMbl reHeTU4YeCcKue) - UNNICTpupoBaHHasa MHOpMaLMOHHAA AUMarHocTUYecKas
cucrtema o 2000 CMHApPOMaxX BPOXAEHHbLIX NOPOKoB pa3Butua yenoseka. CUHIN'EH nosBonsiet
KOMMbIOTEPU3NPOBATb perucTpauuio naumeHToB, AN CTaHAAPTU30BaHHOIO ONMCaHUS KIMHUYECKOM
KapTUHbI UMeeTCs crnoBapb Ha 1200 TepMuHOB. CucTema ocyLecTBnsieT NOUCK CUHAPOMOB Mo Habopy
CMMMNTOMOB U BbICTpanBaeT psf CXOAHbIX CUHAPOMOB (AUWarHo3bl-KkaHAUAATbI), AAET CpaBoOYHOEe
onucaHue BbIOpaHHOro cuHapoma u3 6a3sbl AaHHbIX.

XPOOUC (xpomocoMHble aucmopcunmn) - UHPOPMaLMOHHO-MOMCKOBaAA CUCTEMA MO HapPYLUEHUSAM
pa3sBUTUA XPOMOCOMHOM aTuonornn. OHa BKNYaeT B ceb6A AaHHblIe O KITIMHUYECKOM KapTUHEe KaXaoro
GonbHOro (bonee 2000 60MnbHLIX) ¢ MOHO- U Tpucomunamu. XPOAUC «BbIOMpaeT™ U3 KOMNbIOTEpPaA
XapaKTepPUCTUKY KITMHUYECKOWN KapTUHbI NaLlMEeHTOB C onpeaesiEHHON XPOMOCOMHOWN U FEHOMHOM
MyTauuen. B cucteme ectb LuToreHeTU4ECKas HOMeHKNnartypa 1 CNNOBHUK TePMUHOB, NO3BONSAOLWMX
onucbiBaTb (heHoTUN GONbLHOrO.



[peHaTanbHaa AnarHOCTUKa HacrnenCcTBEHHbIX
oone3Hewn.

[lpeHaTanbHaga (qopoaoBasi) AnarHoCTUKa HacreacTBEHHbIX
Bbore3Hen - 3To KoMMreKcHas bbICTPO pa3BmBatoLLasica obrnacTb
MeAauLuHbI, ncnonb3ayowas Y3, onepatuBHy0 TEXHUKY
(XopnoHBbMoncus, aMHUO- 1 KOPAOLEHTES, BUONCMST MblLLILL, U
KOXW nnoaa) u nabopaTtopHble MeToAdb! (LLMTOreHeTu4eckue,
Brnoxmummyeckne, MoseKkynsapHO-reHeETUYECKNE).

ODPPEKTUBHOCTb MEANKO-TEHETNYECKOIO KOHCYNLTUPOBAHUSA
3Ha4YUTENLHO BO3pacTaeT, bnarogaps NCNofb30BaHMUIO
COBPEMEHHbIX METOAOB NMpeHaTtanbHOoM auarHoctukn. lNpu ee
NOMOLLM BO3MOXXHO 3a[0Sro A0 poXxaeHus pebeHka onpeaenntb
3aborieBaHue 1, ecnn Heobxoanumo, npepBaTb bepeMEHHOCTb
NN NPOBECTN BHYTPUYTPOOHYIO KOPPEKLMIO NATONOMNMN.

3aboTa ceMby 0 300pOBLE DyayLlero pebeHka TpebyeT OLEHKM
reHETUYECKUX N CpeaoBbIX aKTOPOB puUcka ncxoga
bepeMeHHOCTU N NCNONb30BaHUE METOA0B NpeHaTanbHOM
ONArHOCTUKW.



[TokazaHnsaAMM K NpoBeaeHUI0 NpeHaTaribHOW
ANArHOCTUKU AABNAIOTCA:

- TOYHO YCTaHOBNEHHOE HacrneacTBeHHOe 3aboneBaHne B
cembe,

- BO3pacT maTtepu Bbille 35 neT, oTua - ot 40 ner,
- Hanu4ue B cemMbe 3aboneBaHusl, CBA3aHHOIO C MOfoM,

- HaNU4ne CTPYKTYPHbLIX MEPECTPOEK XPOMOCOM Y OAHOIo U3
poagnTenen (0CoObeHHO TpaHcoKaumnm n NHBeEPCUn),

- FeTEPO3NTOTHOCTbL 0DOMX poauTenen No 0gHON Nape annenewn
Npn ayTOCOMHO-PELIECCMBHOM 3aborieBaHun,

- HanMM4ue B aHaMHe3e bepeMeHHOW AnNuTenbHOW paboThkl Ha
BpeAHbIX A8 300pOBbsi NPOU3BOACTBAX UMW NPOXUBAHUS B
MECTax C NOBbILEHHbLIM pagnaluoHHbIM POHOM U Ap.,

- MOBTOPHbIE CMOHTaHHbIE NPepbIBaHNS BepeMeHHOCTU NNn
poXaeHue pebeHka ¢ BPOXXAEHHbIMU NOPOKaMN Pa3BUTKS,
caxapHblv gnabet, anunencusi, HekUnn y bepeMeHHoH,
nekapcTBeHHas Tepanusi.



MeToabl npeHaTaribHOU ANAarHOCTUKM:

1) Buoxummnyeckue (onpeaeneHne ypoBHen CbiIBOPOTOYHLIX MapKEPOB KPOBU Yy GepeMeHHOU
KEHLMUHBI):

- onpegeneHue KoOHUeHTpauum a-petonporenHa (ADI);

- BbISIBNIeHUEe YPOBHS XOPUOHUYECKOro roHaaoTponuHa yenoseka (XIM4);

- onpeaeneHue ypoBHS HECBA3aHHOIO 3CTPUONa;

- onpeaeneHue accouMMpoBaHHOro ¢ 6epeMeHHOCTbLIO Nna3MeHHoro 6enka A;

- BblaeneHue knetok unu AHK nnoaa w3 opraHuama martepu.

2) YnbTpa3ByKOBbI€ (CKPUHUHIOBbIE U CEeNeKTUBHbIE), HeMHBa3UBHbIE:
- ynbTpa3ByKoBoe uccrnepnoBaHue nnopa (Y3WN).

3) WHBa3uBHbIe:

* Ouoncust XOopMoHa 1 NnaueHTbl;

°*  aMHMOLEHTE3 (NPOKOJ NNOAHOro Ny3bipsa Al NOMy4YeHUSA OKONONIOAHON XXUAKOCTH);
* KopaoLeHTe3 (B3ATUe KpOoBU U3 NYNOBUHbLI);

* (peTockonusa (BBegeHMe 30HA4a U OCMOTP nsioaa).

4) MeTtoabl NnabopaTopHOMN reHeTUKU (ULMTOreHeTUKa, MONneKynsipHas reHeTUKu T.4.)

5) PyHKUMOHaNbHas OoLeHKa COCTOSIHUA nroaa (aonnreporpadus, Kapamotokorpadus)

6) MeToab! Bepudukauum gmarHosa (narosioroaHaToMM4eckne U CUHAPOMONOrnyeckue
uccrnenoBaHuN)

7)Mpe- n NocTHaTanbHOe KOHCYNLTUPOBaHWe

8) Apyrme naGopaTopHble U KNMHUYECKUe uccrieqoBaHusl, NepeyYeHb KOTOPbIX paclunpseTcs ¢
KaXAabIM OHEM.



MHBa3nBHaA AMarHoCcTHuKa.

buoncus BOPCHH XOpHUOHA

TpancuepBuKkajIbHast

TpancadaoMuHaIbHasI

AMHHOLIEHTE3

TpaHncBarnHaAbLHbBIN

TpancadaoMuHAIbHBIH

Kopnouenres

derockonus

(He MCIOo/Ib3YyeTCs1)

Buoncusa TkaHel 1miona

Cpoku

1 TpumecTtp

8-10 nenean

C 11-22 geneap - IJIANEHTOONONCUS

Pannwnii

9-11 Hexean

Oo0menpunsaThiid 15-18 Hexenn

II Tpumectp

18-22 neneas

IT TpumecTp

18-23 Hegenst

II TpumecTp

14-16 neneas

HHTOFCHCTH‘!CCKOC HCCJICJOBAHUE

buoxnmuueckoe uccjieroBaHue

MoJiekyJIsIpHO-TEHETHYECKOe NCCIeT0BAHNE

IuToreHeTn4eckoe uccjieJ0BaHue

buoxnmuueckoe uccjieioBaHue

MoJieKyJISIpHO-TeHeTHYeCKOe HCCIeI0BaHue

IuToreneruveckoe, OMOXHMHYECKOE H
MOJIEKYJIIPHO-TeHeTHYeCKoe HCCIIeI0OBaHHUSA,
AMAarHOCTHKA OoJie3Hedl KpoBu Iuioga, BYWU,

HMMYHOAe(UIHUTHBIX COCTOSHUA.

Busyanusauus Baemnux BITP

ITeyenn

Koxa




