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Benn4ynHa reHeTMyeCcKoro rpysa

e I'eHemuueckuil 2py3 — HACAE0CMBEHHA U3MEHYU8oCMb 8 nonyasauuu ,
npueodawas K MNOSABAEHUN MeHee NPucnocobieHHblx ocobell, nooaercawux
ecmecmeeHHoOMYy omoopy

(Bukuneodusn: ceHemuueckuil 2py3 — HaKon1eHue AemaabHbixX U
cy6.21emanbHbIX OMPUUAMENAbHBLIX MYMAauuil, 8bI3bIBAIOWUX NPU Nepexooe 8
20MO3U201MHOEe COCMOSHUE 8bIPAXCEHHOE CHUMCEeHUE MHcU3HecnocobHocmu ocobetl,
uau ux aubenv)

« I'enemuueckuil 2py3 6 Esponeiickux nonyaauusx u 8 Poccuu = 5,5%
o JleTaabHOCTD -70% BCeEX 3UTOT UeI0BEKA

« BpoxaeHHBbIE TIOPOKU Pa3BUTUA — 2,5% HOBOPOKAEHHBIX, K 5-6 ToAaM
yBEJIMUUBAETCA 10 5%

« Ituosiorust BIIP — rennsie myTtanuu (20%), XxpoMOCOMHBIe HapyleHus (25%),
BHellTHecpeoBble (hakTopbl (8% ), MHOKecTBEHHBIE (DAKTOPHI (32 %),
uauomnaruueckue (15%)

» HacieacrBeHHbIE 00JIe3HU - 1,5% (XpoMOCOMHBIE — 0,5%, TeHHbIE — 1,0%)
« MuorodakropHbie 601e3HU ~ 10%
« becruiozHbie cynpy»keckue mapsl — 10-15%

ExxkeroziHo B Poccnu poxkaeTcs OK0J10 100 000 JieTel-NHBAIU0B

OKoJ10 40-50% paHHeUu MJIaJieHdecKol (meprHaTaJIbHOM) CMEPTHOCTH M MHBAJIMTHOCTHU
C IeTcTBa 00YC/JIOBJIEHBI HaCJeJICTBEHHBIMH (paKTOpaMH

ITo maTepuanam jeknui Kypca « MenunuHckas reneruka» B.C. bapanosa



®.I. [lo6prKaHCKUM:

» «Ecnu MBI coxpaHseM cJ1abbIX U
reHeTH4ecku OOJIbHBIX U JaeM UM
BO3MOKHOCTB ITPOJIOJIKEHH S
poja, Mbl MOKEM OHAaCAThCA
3aKara reHetuueckoro. Ho eciun
MBI TaJUM UM YMEPETDb UJIU
CTpazaTh, B TO BpeMsA KaK MOKeM
IIOMOYb, Mbl, HECOMHEHHO,
IIPEABUINM 3aKaT MOPAJTbHBIN »

Hurtupyercd o C.I'. Uare-BeutomMoB «I'eHeTHKA ¢ OCHOBAMM CEJIEKIIT »



Cucrtema npoPUNaKTUKN BPOXKAEHHbIX U
Hac/1eACTBEHHbIX 3aboneBaHun (BH3)

1-11 mun

ITpexoHyenyuoHHaa npoduraxkmuka - HarnpasjieHa Ha o0ecIiiedeHne
OITHMAJIBHBIX YCJIOBUH JJISI PA3BUTHS II0JIOBBIX KJIETOK, OILIOZIOTBOPEHUS 1
HavaJIbHBIX 3TAllOB 3MOpHOTeHe3a.

v’ MenuKo-reHeTHUeCKOe KOHCYJIbTUPOBAHME JIJIsI OIIEHKHN PHCKa
HaCJIeICTBEHHOU I1aTOJIOTUU

v/ TepaTosiornueckoe KOHCYJIbTUPOBAHUE C I1€J1bI0 MUHUMHA3AIUN
BO3MO>KHOTO HEOJIATOMPUATHOTO JIeHCTBUSA BHENTHUX MMOBPEKTAIOITNX
(pakTOpOB

v/Jlueto- 1 BUTAMUHOTEPaN U

v/ CBoeBpEMEHHOE JIeueHe HEKOTOPHIX XPOHUYECKHUX 3a00IeBAaHUU
>KeHIINHBI (InabeT, THPEOTOKCUKO3 U JIP.)

v Onipesiesienrie Rh-nipuHai/1€3kHOCTH CYyIPYTOB

v/IIpu He0OX0IMMOCTH BaKIIMHAIIUA TPOTUB KPaCHYXHU



Cuctema NnpoduUNaKTUKN BPOXKAEHHbIX U
Hac/1eACTBEHHbIX 3aboneBaHun (BH3)

2-u mun
ITpenamaavuan ouazHocmukxa (II/]) — HanpaBjieHa Ha PAHHIOIO
ANaTrHOCTUKY U MPEeAYIIPEKAEHUE POKIEHUS JIETEU C TAXKEIbIMU
WHBAJINAN3UPYIOIIUMH U He MOoAJa0IuMuca Koppekuuu BH3

v/ IIpeguMIuIaHalIUOHHAA TreHeTUYecKasA JUarHoCTUKaA

v’ HennBaszuBHbie meTo bl 11/]

v/ IuBasuBHbIEe MeTOAbI 11/1

v/ Jleuenune mioga (MeauKaMeHTO3HasA Tepamus, 3aMeHHbIe IIepeJIuBaHus KPOBU
IIPU TeMOJIUTUYECKON aHEMUH ILJI0/Ia, HEKOTOPbIE THUIIbI OIIEPATUBHBIX
BMEIIINUTETbCTB, KJIETOUHAS TePaIlusl)

3-it mun
Taxmuxa eedeHust demeit c BH3 — HannpaBjieHa Ha o0eclieueHIe
HeIposiBIeHUs (MUHIMU3AIINIO) IaTOJIOTHUYECKOTO (DeHOTHIIA

v’ HeoHaTaibHBIN CKPDUHWHT Ha HaCJIe/ICTBEHHBIE 00J1e3HU ((DEHUIKETOHYPUSI,
MYKOBHUCITH/IO3, alPEHOTE€HUTAILHBIN CUHAPOM, BPOXKIEHHBIA THIIOTEPHO3,
TaJIaKTO3EMU S

v/ ComnmasnbHas azanTtanusa pedbenka ¢ BH3



T — |
[IpeHaTanbHaA AMArHOCTUKA

HAyYHO-IIPaKTUYECKOe HAalpaBJIeHUe,
BO3HUKIIIEE KaK HOBbIN paseJa
MEJUITMHCKOM I'eHETHUKH B 70-X IT. XX B.
Ha CThIKE KJIMHUYECKUX JUCIHTUILINH

(axywepcmea, 2unexoao2uuU, HEOHAMO.A02UL)

U GyHIAMEHTAJIbHBIX HAYK
(namogusuoaozuu, smbpuoao2uu, buoxumuu,
MOAEKYAAPHOIUL OU0.102UU, 2eHeMUKU)



I'IpeHaTaanaﬂ ANAIMHOCTHMKA - komnnekc MeTozoB, HanpaBaeHHbIX Ha

BblfiBSIEHME MOPDOSIOrMUYECKMUX, CTPYKTYPHbBIX, CTOMKUX (DYHKLMOHAJIbHBIX MU
MOJIEKYNSAPHBIX HAPYLLUEHUM BHYTPMUYTPOBGHOIr0 pa3BMTMS Yel0BEKA

OcHoeHble pykosodawjue dokymeHmut M3 P, Komumema no
30pasooxpaHeHuro AOmunucmpauuu CII6:

« IIpuka3z M3 P® N 316 ot 30 ziekabps 1993 r. "O manbHeHeM pa3BUTHU MEINUKO-
reHeTUUecKoH ciry»k0pl MUHHMCTEpCTBA 3ApaBooxpaHnenus Poccutickout ®eneparum”

« IIpukasz M3 P® N2457 ot 28 nekabpst 2000 T. "O coBepIIeHCTBOBAaHUM ITIPeHaTaIbHO!
JHATHOCTHKHU B IIPO(UIaKTHKE HACJIEACTBEHHBIX H BPOXKIEHHBIX 3a001€BaHUH Y AeTell’

- Pacnopsixkernue Komurera 1o 3ppaBooxpanenuto IlpaBurenberBa CaukT-IlerepOypra N
39-p OT 02.02.2012r. «O Mepax M0 CHUKEHUIO HACJIEICTBEHHBIX U BPOKJEHHBIX
3abosieBanuil y ieteii B CaukT-IleTepOypre»

« IIpukaz M3 P® NQ 572 ot 12.11.2012 OO0 yrBep:kienuu Ilopsaka okazaHus
MEIUITNHCKOU ITOMOIIIH I10 IMPO(HITI0 «aKYIIEPCTBO U THHEKOJIOTHS (32 HCKITIOUEHHEM
HCII0JIb30BAaHUS BCIIOMOTaTEIbHBIX PEPOIYKTUBHBIX TEXHOJIOTU ) »

« IIpukaz M3 P® ot 15.11.2012 N 9171 "O06 yTBep:kziennu Ilopsaka okazaHus
MEIUITNHCKOU ITOMOIIN OOJIBHBIM C BPOKAeHHBIMU U (HJIK) HACIeACTBEHHBIMU
3a00JIeBaHUAMU

'



NcTokun M4

@ Steele & Breg.1966 e. - BIIepBbIE IOKa3aHA BO3MOXXHOCTb Ky/IbTUBUPOBaHUA
1 KapUOTUITHPOBAHUSA KJIETOK aMHHOTHUECKOU KUAKOCTU (AXK)

® Valentietal D 1968 2. — nepsas I1/] Tpucomum 21 Ha KiaeTkax AK

@® Tietung Group, Anshan. China 1975 - TPAHCLIEPBUKAJIbHAS ACIIUPALIHS
BOPCHMH XOPMOHA YePe3 KAHIOJIO, "BCJIEIYI0», IEPBOE UCIIOIb30BaHUE
MHBA3WBHON IMATHOCTHUKHU B I€JIAX npaKTquCKon MeIUIIUTHEI (OIIpeeieHme
II0JIOBOTO XpPOMaTHUHA)

® Kazy Z., Rozovsky IS, Bakarev VA ,1982 - TpaHcliepBUKaJIbHAS acIIUpaIiis
XOPHOHA II0JT KOHTPOJIEM yJIbTPa3BYKa
Smidt-Jensen S, Hahnemann N,1984 - TpaHcabgoMHUHaIbHAsA OUOTICHS
XOPHOHA II0]T KOHTPOJIEM yJIbTPa3BYyKa

@® Daffos F, Capella Pavlovsky M, Forestier F., 1983 - KOPZIOI|eHTE3 I10/1
KOHTPOJIEM YJIbTPa3ByKa

® Niazi M., Coleman D., Loeffler F., 1981 - pazpaboTaH c11ocob

KYJIbTUBUPDOBAHHUA BOPCHUH XOPHXMOHA, IIOBbIIIIEHA TOYHOCTb
OUTOI'€HETNYECKUX NCC/IEJOBAHNN

® Williamson R., Eskdale J., Coleman D. et al. .1981 -BriepBbI€ IPOBE/IEH
npsamoi anaaus JIHK (Z[I/IaI‘HOCTI/IKa reMOTrJIOOMHOIIATUN) - OTKPBIT MYyTh K
JHNaTrHOCTHUKE MOHOTEHHBIX 3a00JIeBAaHUU

@® Simoni G., Brambati B., Danesino C et al., 1983 - pazpaboTaH u orcaH
yCOBEPIIIEHCTBOBAHHBIN METO/, aHAJIN3a IIPSIMbBIX IPeIlapaToB BOPCUH
XOpHOHA
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Mepanko-reHeTnyeckoe KoHcynbTupoBaHue B 11

3adavu epaua-zeHemuka nNpu NEPEUUHOM KOHCYAbIMUPOBAHUU CeMblL:
*O11eHKa pUCcKa Pa3JIUYHbIX BUJIOB IIATOJIOTHUM IIPU HACTOsAIIEN OEpEMEHHOCTH;
*O1npenesieHre HeoOXoAuMOCTH nHBa3uBHou I1/1;
*O11eHKa BO3MOKHOCTU NIpoBeieHu 11/] B KOHKPETHOU CEMbE;
*Onpenenenne 00beMa Bcex MpeHaTaIbHBIX MEPOIIPUATUN U ONITUMAJIbHBIX CPOKOB
o0cJIeIOBaHUH;
*YTOuHeHNe BO3MOKHOCTEN U OTPAaHUUYEHUN JUAaTHOCTUUECKUX METO/I0B;
*O6cyxeHne ¢ ceMbeU BEPOATHBIX Pe3YJIbTATOB M BADHAHTOB BO3MOKHBIX
pelleHun;
Kpumepuu sxaroueHus Ho300.102uu 8 2pynny 3aboaesaHuil 015 uHsasusHotl I1/]:
*Tsxesoe 3abosieBaHue y OyayIiero pebeHka, HaJnure KOTOPOTo SBJISIEeTCS
JIOCTaTOUYHBIM OCHOBAHMEM JIJIsA IPEPBIBAHUA OEPEMEHHOCTH;
«JleueHue mpemnogaraeMoro 3ab0jeBaHuA OTCYTCTBYET UIN Maiod3(HEeKTUBHO;
J[IlarHos 3abosieBanus (HaJmure MyTaIlul) B CEMbe IIOATBEPKAEH MeTOoJaMuU
J1abopaTOpHOM IreHEeTUKU,
*ImeroTcs HaziesKHbIe JabopaTopHble TecThl /Ui 11/ 3a60s1eBaHusA;
*BbIcOKU T€EHETUUECKUI PUCK ITPU TaHHOU OEpeMEHHOCTH;
*VccnenoBanre He0OXOMMO JJ1s1 yTOUHEHUS COCTOSHUA IJI0/1a, TAKTUKU BeeHUA
OepeMeHHOCTH U POJIOB, a TAKKE CPOUHON MeAUIIMHCKON MOMOIIU pebeHKy mociie
POKIEeHUS.



[IlpeHaTaibHbleé CKPUHUPYIOLLME NPOrpamMMbl

CKpUHUH? — 9IMO mMdaccoeble UCCJleaOBClHu.ﬂ, HanpdaeJjieHHble HA 8blsBJ/1IeHUE cpeau
navueHmos epynnsl puckda, yepomaeMoﬁ no passumuro US)/‘{CIGMO& namovJiocuu.
Hpeamem CKpUHUHZA — 2MO namoJjocus ¢ H€6Jla80npu.ﬂmel.M npocHO30M ons
MUSHU U SGOpOGbﬂ U 8bICOKOU nOHYﬂQQUOHHOﬁ yacmomoll, 1ev4eHue KOTTlOpOlj
mpeGyem 6obwux coUuuambHO-IKOHOMUUECKUX 3ampam

3¢¢ekmUGHOcmb CKpUHUHZA onpeaeﬂﬂemCﬂ uyscmeumeibHoCcmbsio u
CTlCl{UgﬁU‘iHOCTlefO aHaau3sa

) luToreHeTUu4eCKUU CKPUHUHT

) bruoxuMu4eCcKu CKpUHUHT

) YapTpa3dByKOBOM CKPUHUHT

- UMMYHOJIOTUYECKHYN CKPUHUHT

] CKpyHUHT Ha MOHOT€HHBbIE 00JIE3HU



[IpeHaTa/ibHble CKPUHUPYIOLLME MPOrPpaMMbl

. "INMumozenemuueckxuit”
['pynmbl pucka poskeHus pedeHKa ¢ XpOMOCOMHOM MaTOJIOTHEH Ha
OCHOBe Bo3pacTa OepeMeHHOI ¥ CEMEHMHOI0 PEMPOAYKTHUBHOIO aHaAMHE3a

2. Buoxumuuecxuil

I'py1iibl pucka BO3BHUKHOBeHUA HEKOTOPHIX BIIP (medekThl HepBHOMI
TPYOKM) M XPOMOCOMHBIX OoJsie3Hel (cuHipoM JlayHa) y Ij1071a Ha OCHOBE
aHaInM3a MapKePHBIX OEJIKOB B CHIBOPOTKE KPOBU ODepeMEHHOM.

3. Yabmpa3seyxkoeoil
BrigBieHre Y3-MapKepoB XPOMOCOMHBIX 6ose3nelt u BIIP y mioaa

4. MoaexyaapHo-zeHemuueckuil
['pyIIibl pucKka poKJIeHUA IeTel ¢ TeHHbIMU 00J1e3HAMU Ha OCHOBE
BBISIBJIEHUSA TOCUMIITOMAaTHYECKUX OOJIbHBIX U O€CCUMIOTOMHBIX
reTepPO3UTOTHBIX HOCUTEJIEN HanboJiee YacThIX MOHOT€HHBIX 00Jie3HeN
(ceprIOBUIHO-KJIETOUHAS aHEMUA, MYKOBUCITUI03).

5. HmmyHnoao2uueckuil

I'pynnbl prucka Bo3HUKHOBeHUA BIIP y m1oaa BeeacTBue nHQEKITNN
(kpacHyxa, reprec, muToMerajaoBupyc) i Rh-koHdimkra.

(Esponeiickasn accouuauus nepuHamatbHoi MeQuuuHsl, 1993)



LnToreHeTM4eCKMM CKPUHUHT

% I'pynnst pucka GopmMupyromes Ha KOHCYAbMAMUBHOM
npueme aKyuepamu-2uHeK0.102aMu HCeHCKUX
KOHCYAbmauuil u 0pyaux podo8cnomMo2ame.bHblLX
yupedxcoeHull, ocyuwiecmeaastowux Hab.arooeHue 3a
bepemeHHbIMU, U gpavamu Opy2ux cneuudibHocmell.

 I'pynmna pucka poxkaeHusa pebeHKa ¢ XpOMOCOMHOM
00J1e3HBI0 (POPMUPYETCSI HA OCHOBE:

= BOo3pacTra bepeMeHHOU’

= aHAMHECTHUEeCKUX JaHHBIX (porkaeHue pebeHKa C
XpoMocoMHoOM narosorueii, MBIIP y pebenka)

" HOCHUTE/IbCTBA dHOMAJIBHOI'O KAPpHUOTHUIIA B CEMbE




LUnToreHeTMMeCKUM CKPUHMHT

Boapacr Yacrora
3aBUCUMOCTDH UaCTOThI POXKACHUA pe6eHKa MaTrepu C. ,Z[ayHa Yy
C CHHAPOMOM Z[ayHa OT BO3pacCTa MAaTEpPH IJ1oga
Copyright ©® The McGraw-Hill Companies, Inc. Permission required for reproduction or display. 20 1 / 1 500
25 1/1350
1:50 - 39 1/900
>
% 35 1/400
qg; 1:100 36 1/300
w 37 1/250
1:500 - /25
38 1/200
1:1000 - - . . | | | 39 1/150
20 25 30 35 40 45 40 1/100
Maternal age (years)
1
Trisomy 21 in liveborn infants 4 1/85
From Color Atlas of Genetics by Eberhard Passage, p. 401. Copyright © 2001.
Reprinted by permission of Thieme Medical Publishers, Inc. 42 1 / 6 5
43 1/50
44 1/40
45 1/30



BUOXMMUYECKMN CKPUHUHT
(npuMeHaeTca c 1972 r.)

< Hccaedosarue yposHs ambpuoHcneuudpuveckux benxos
8 cbleOpOMKeE nepudepureckoll Kposu bepemeHHOll

% Ileawv: popMUpOBAHUE I'PYIIIIBI PUCKA HATUYUA:

@® 1opoKOB pa3BuTHUA I104a (spina bifida, ansHnedanus,
oMdaJionese)

® xpomocoMHOU marosioruu miuozaa (c-m JlayHa, c-M
JBapjca, TPUILJIOUIUS, IIP.)

® aKylIepCKUX OCJI0KHEHUH

<+ Pacuem pucka BIIP u xpoMocOMHBIX 00JIE3HEH Y ILJI0IA

110 OMOXMMHUYECKUM MapKepaM IIPOBOJAUTCS C YUETOM
BO3pacTa 1 aHAMHECTUYECKUX JaHHBIX



BUOXMMUYECKMN CKPUHUHT
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Maternal serum AFP (multiple of normal median)
© Elsevier. Nusshaum et al: Thompson and Thompson's Genetics in Medicine 7e - www.studentconsult.com




BUMOXMMMYECKMM CKPUHUHT

1 TpUMeCTD OepPEMEHHOCTU: duasHOCMuUMecKl 3HAUUMDLIL CPOK
10-13(+6 OH.) HeOdeab

- PAPP-A (pregnancy associated plasma protein A)
- BXT (6era-cyObeauHUIIA XOPUOHUYECKOTO TOHAIOTPOIINHA)

Cunapom /JlayHa |PAPP-A
TBXT
Cunzpom dasapaca |PAPP-A

| BXT Cungpom Ilaray | PAPP-A
° 2 TDMMECTD 66[26M€HHOCTI/IZ duazHocmu4ecku 3HaUUMbIU CPOK

15-20 Hedeab
- ADII (aapdadheTonpoTrerH)
- XT (XOpHMOHHUYECKHUI TOHAIOTPOITHH)

Cunapom JlayHa JA®II TBXTY

CunapoMm dasapaca l APII lﬁXFq KomribproTepHbIii 06cyeT

Boicoxumii puck 1/250 (0,4%)



BO3MOXHOCTM BMOXMMMYECKOTO CKPMHUHIA NS
BbISIBJIEHMSA NN0J0B C CMHAPOMOM JlayHa

TeCT YPOBEHB JeTeKuuu"
Il Tpumectp
Double (A®IT+ XT) 59-63%
Triple (A®IT+ XT'+uE3) 65%
Double (APIT+ B—XF;’ 65-68 % (+5%)
Triple (A®IT+ B-XT'+uE3) 69 % (+5%)
Double + narnomn A 70-75% (+7%)
Triple + nuHruGouu A 73-76 % (+7%)
I rpumecT
PAPP-A + E—XF 62 %
PAPP-A + 3-XT 92-96 %

+ Y3 mapxepuwi (TBIT + HK)

* C yuemom 803pacmHo20 pucka, npu ypogHe JIOHCHONOJI0NCUMENbHBIX Pe3y1bMmaimos
5% u nopozosom pucke 1:250



Y IbTPa3BYKOBOM CKPMUHUHI

% JlopogoBas sxorpadus XxapakTepu3yeTcs:
¢/ 8bICOKOTl UHPOPMAMUBHOCTILIO

v’ be3onacHocmwio

¢ B03MONCHOCTILIO MACCOB020 UCNOAb30BAHUS

% Ilenw: nuarnocruka BIIP, popmupoBaHue IpyIiibl
PHCKA, YTPOKAEMOM MO POKIAEHUIO JETEU C
BPO>KJIEHHBIMHU 1 HaCJI€ICTBEHHBIMU 3a00JI€EBAHUAMU



YcnoBua ana a@OEKTUBHOIo
YIbTPa3BYKOBOIro CKpMHUHIra

® Cpoxku npoBeZieHUA UCCIe0BAHUA
® Kpasmmdukanua spauen Y3/1

@ /lnarHocTuyeckre BO3MOXKHOCTHU YIbTPa3BYKOBOTIO
000pyAOBaHUSI

® EuHBIN IPOTOKOJI UCCIIEAOBAHUSA

® Enunas crucreMa yuera (perucTp BpOKIeHHBIX U
HacJIeJCTBEHHBIX O0JIe3HEHN )

® Bepudukanus qmuaraosa (IraToioroaHaToMHuYecKas
CIIy»k0a)



OnTMasibHag cxema
Y/IbTPA3BYKOBOro CKPUMHUHIa

guazuocmuuecnue 10 - 14
CPOKU OepemMeHHOocmu: 18-22(20-24)
32-34

® 10-14 HeOdeaw. ) Ku3HecrmocOOHOCTD IIJI0/IA, YKUCIIO IVIOAO0B B MAaTKE,

%%OK OepeMeHHOCTH, UCK/II0UeHNe IPyObIX aHATOMHUECKHX IIOPOKOB,
N-mapkepst Xb

® 18-22 Hedeau. BIIP, mapkeprsl Xb, 3BYP, nmaTosiorun mianeHTsl 1
IIYIIOBHUHBI, KOJI-BO BOJ]

® 32-34 Hedeau. BIIP c no3guen manudecranueii, 3BBYP, marosoruu
IUTAIlEHTHI U ITyIIOBUHBI

Ypoeru oo6caedosanusn:

1 YPOBEHB - uccinenosanud B 7KK corsiacHO craHiapTHBEIM
IIPOTOKOJIAaM CKPUHUHTOBOTO Y3U /111 COOTBETCTBYIOILETO CPOKA
6epeMeHHOCTH.

2 YPOBEHD - nccien0oBaHuA HA Y3 annaparax ¢ BBICOKUM
paspeliieHreM (B ClIEUaIN3UPOBAHHBIX IIEHTPAX).



Y3W mapkepbl XpOMOCOMHOW NATONOMn

® 1 mpumecmp

® KTP — xomumko-TeMeHHOH pa3Mep (OIleHKa COOTBETCTBUS CPOKY
Pa3BUTHA)

TBII —TosmuHa BOPOTHUKOBOTO IMpocTpaHcTBa (He 6osee 2,5 MMm)
HK — occuduramnus HOCOBOU KOCTU

= 2 mpumecmp

® MaxopHble MapKepsbl: WwerHas cknagka (bonee 6mm), Me3obpaxudanaHrus,
YKOpPOYEHME OJTMHHBIX TPyBYaTbIX KOCTEN

® MwuHopHLIe (HyxHO Gonee 2 ans dopmupoBaHust nokasanus ana MNo):
«ronb@HbIN MSAY», KNCTbl COCYAUCTbIX CMNETEHUN, TMNEPIXONEHHbIN KULLEYHUK,
NMenoaKTa3ns, eQUHCTBEHHAa apTepust NynoBMHbI, MHOroBoAWeE



Y31 MapKepbl XpOMOCOMHOM NaTOJI0r MU

HopMa yeesnu4yeHue TBI1



Y31 MapKepbl XpOMOCOMHOM NaTOJI0r MU

Puc. 32-15. V306pakeHne oCHOBaHUS CTOMbI y NNoAa ¢ CUHAPOMOM
Puc. 32-14. N3obpaxeHre KNCTU nnoaa ¢ cuHapomom [layHa Bo Raywa 8o BTOpOM TpUmecTpe. LMpokoe pasaeneHue nepeoro u
BTOPOM TpuMecTpe. [unonnasus cpeaHeit (anaHrv NAToro nanb- BTOPOIO Nanbues.

ua.




Y31 MapKepbl XpOMOCOMHOM NaToJI0rMn

Puc. 32-16. Ha cpeguHHom carutTansHom cpesae y nnoga ¢ Hop-

MarbHbIM HaBOPOM XPOMOCOM BU3yanu3upyeTcs HopManbHas Puc. 32-17. CpeauHHbIf carvTTanbHbIi Cpes y nnoaa ¢ CUHAPOMOM
HOCOBAS KOCTb [HayHa. OTcyTCcTBME HOCOBOI KOCTH.




MeToAbl OLUEHKM COCTOAHMA MNoaa

ITPAMBIE
HEINIPSIMBIE (OﬁCJIeIlOBaHI/Ie HJIOZ[a)
(obcnepgoBaHue bepeMeHHON

HEMNHBA3HWBHBIE

NHBA3UNBHDBIE
KianmHnueckoe :

Meaunko-reHeTH4eCcCKoe]
KOHCYJbTUPOBaHUE

AHaan3s
AMOpHOHCHIEIUPUIECKU
X 0O€JIKOB:

ad—dgpbemonpomeun

XOpUoOHUUeCcKUil 20HadOMpoOnuH
PAPPA

Yavmpaseyxoeoe
ckaHuposaHue

IluToreHeTnueckas,

onoxXuMuU4yecKas MeTOAabI

¥ MOJIEKYJIIpHAS JIa00paTopHOM
reHeTHKH

IIpeHaTaJbHas




[loKkasaHua An1a npoBeAeHua MHBasmBHOM /]

- Bo3pacT maTepu OT 35 JIET U CTapIlle

- Hannume B anHamMHe3e peOeHKa WU IIJI0ZIa ¢ XPOMOCOMHOM
natosioruen uiau MBIIP

 YCcTaHOBJIEHHOE CEMENHOE HOCUTEIBCTBO XPOMOCOMHOMU
aHOMAaJIUU WU T€eHHON MyTalluu

 Hasimuue B ceMbe MOHOT'€HHOI'0O 3a00JIeBaHUs

 BrisiBienne y maoza Y3-MapKepoB XpPOMOCOMHBIX
0oJIe3Heu

» BBICOKHI PUCK XPOMOCOMHOM 00JIe3HU Y IIOAA 110
OTKJIOHEHUIO YPOBHSA CHIBOPOTOUYHBIX OEJIKOB



MHBA3SMBHbIE METOAbI NMOJIYHEHUA NJIOAHOI O MATEPHUAJIA

| TpUMecTp

D,O nMmnJiaHTaumu MUKpOXUpYp2US
R 6130651u;eﬁc&1
| allyexnemxu

Il TpmecTp

MpaHcyepeuKaAsHAasn uau
mpancabdomMuHanbHas

xopuoHbuoncus
mMpaHcabO0OMUHANbHBLLU

naayeHmoueHmes,
amHuouenmes,
KopdoueHme3s




Mcnosib3oBaHMe MaTepuasJia njaofa AnAa AMarHOCTUKHU

MoJiekyadapHad nuarHoctuka Hb [[uTOreHeTHMUYEeCKasl AMArHoCTuka Xb

*BopcuHbt xopuona *AmMHuouumst (kyabmypa)
«Ilnauenma «BopcuHwt xopuoHa (xkyavmypa u
ITynosuHHasn Kpoew npamvle npenapambt)

s AMHUOUUMDBL «[lynoguHHas Kpoa8b

buoxumMmuueckas AUAT'HOCTH KA.

*[IlynoBUHHAS KPOBbL

*AMHUOMUYecKUue 800bl



[peHaTasibHasA AMArHOCTMKA XPOMOCOMHbIX 60/1e3HEH
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[peHaTa/IbHas AMArHOCTMKA MOHOIMEHHbIX 60/1€3HEN

¢/ TOYHOCTDL KJIMHUUYECKOTO UarHo3a

v’ CBoeBpeMeHHOe 00cjIeIoBaHNEe CEMbH BHICOKOTO PHCKA 1
OOJILHOTO C IIOMOIIIBIO MOJIEKYJIAPHBIX METOIOB

v [IpaBUILHOCTD OLIEHKHU PHCKA POXKAEeHHs O0JILHOIO pebeHKa

v’ Be160op onrtumasibHOTO cpoka I1]]

¢/ BO3MOKHOCTB ITOJIyUeHHusI MaTeprasia IIoAa

v/ Uetkue pekomenganuu noce I1/]

OcHo8HbLEe NO0X00bL K JuazHocmMukKe 2eHHbLX 00.e3MHell:

s NPAMAan QUAZHOCINUKA — HETIOCPEeICTBEHHAA UAeHTUGUKAIIUS MyTaIlui B
OIIpeAeIEHHOM T'eHe

‘koceeHHan (Henpaman) ouazHOCMuUKAa — MapKAPOBaHUE MyTAHTHOTO TeHa
(MapkupoBaHHE XPOMOCOMBI, HECYIIIEH MyTaHTHBIN T'€H) C ITOMOIIIBIO
MOJIEKYJISIDHBIX MapKEPOB



METOZAbl MOJIEKYZIAPHO - TEHETUYECKOI O AHAJIU3A:
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METO/IbI MOJIEKVJIAPHO-I' EHETUYECKOT'O"AHATIN3A

[IIIP ¢ dpyopectieHTHO-
MeUYeHHbIMU ITparMepaMu

Asnenb-cnenududeckaa II1P

Metoz aHaM3a
KOH(MOPMAITMOHHOTO
oJnMop@ru3Ma OJHOHUTEBOU
ITHK - SSCP

JleHaTypupyoIuid I'paiIieHTHBIN
rejb-asektpodopes - DGGE

Meto/1 reTepOoAyIJIEKCHOTO aHAIN3a
HA,;
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[lpeHaTa/ibHaA AMArHOCTMKA TEHHBIX BOJIE3HEN

Myxosucuudo3s

CnuHaavHas mvliueuHas ampogpus
HeiipoceHcopHasa myaoyxocmb
DeHunKkemoHypus
AOdpeHozceHUManbHbIll CUHOPOM

Cundpom MapmuHa-bean (nomkaa X
xpomocoma)

I'emogpunusn A
Muoducmpodgus /lroweHHa

... BoamoxcHa duazsHocmuka 110601t Opyaoil
Hac.ae0CcmeeHHoll Namo.a02ull, ecAu U38ecmeH
2eH U HatlldeHa Mymauus, npueooaWasn K
danHoMy 3a00.1e8aHUIO. ...
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ANTOpPYUTM MHBAa3UBHOW MPEHATATbHOMW JUATHOCTHKH
HaCJIeICTBeHHBIX 00JIe3HeHr

PNCK MOHOI'EHHBIX

/ BOJIE3HEMU ILIOIA
XOPUOHBUOIICUA
/ (IUTAIIEHTOBHOIICHA) \
IITUTOTEHETUTYECKUI MOJIEKYJIAPHBIA
AHAJIN3 H QLA AHAJIN3 |

Ny l

v e NATO/NOTHUSA

IIOBTOPHAas
onepamusa

PVICK XPOMOCOMHBIX
BOJIE3HEM ILIOZTA

[ HOPMA }4— KOPAOIIEHTES3 )
KapuoTunupoBaHue poauTeaen
v
IMPOAO/IZKEHUNE
BEPEMEHHOCTU IIPEPBIBAHHE

BEPEMEHHOCTU
Bepudukanusa nuarsosa

Y31 B JUHAMUKE




Cxema nposeaeHua Ml s

I'eHeTHUuecKasa KOHCYJAbTAIUA U
o0csegoBaHUE

I'eHeTnueckoe
3aRJIIOUeHUue

/IMarHocTuka MeToaMu

FISH
PCR, NGS !\ buoncus
I — IMOJITPHBIX
| TeJIell U/ niIn
pp—— OJs1acTOMEpOB,
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Microarray HepeHoc
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HeuHBa3MBHaA NpeHaTa/ibHaaA AMarHOCTUKA

« Hcnonswayet kiietku miaoga wiv JIHK miioza, nupkyvpyoiiye B KpOBU
MaTepu

- JlocTyIiHO ¢ 7¥1 Hefeiu OepeMeHHOCTH
¢ MOXHO onpeesIuTh:
- T10JI
- pe3yc-pakTop
- MyTaIllUH, OTCYTCTBYIOII[HE Y MaTepU

HUIIT — HenHBa3uUBHOE IIPpEeHATAJIbHOE TECTUPOBAHUE HA AHEYILJIOUUIO
(ompenesieHre HapyIIeHUN Yuciia XxpoMocoM X, Y, 13, 18, 21, a TakKe
HEKOTOPHIX MUKPOIIUTOTEHETUUECKUX CHHIPOMOB) MOJIEKYJIIPHO-
ounosiornueckumMu merogamu (NGS)



