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HoBoe nokoneHne reHeTUYeCKNX TeCToB
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BBefjeHne B reHeTuky 5CSD

MEOWYHA NABOPATOPIA

XpOMOCOMbI — 3TO CTPYKTYPpPbI B KJieTKaxX opraHnama.
OHu cofepat Hally OHK, nnn Haw reHeTn4YeCcKkumn Kopf, C MH¢opmaume|7| O TOM, KaK PacT 1 pa3BMBATbCA HaALLEMY OPraH3MY.

% %

Kaxpaana KneTka cogepkuT 46 XpOMOCOM, BbICTPOEHHbIX B 23 napbl.
MocnenHsA napa onpegenseT noJs: y My>KUnH 06bI4YHO 0fHa X-XpoMocoMma
N oaHa Y-XPOMOCOMa. Y KeHLLMH 06bIYHO ABe X-XPOMOCOMbI.
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IHE mbhanie
INE IEDInIn

MaTb 1 oTeL, BHOCAT MO O4HOM XPOMOCOME 13 Napbl Yepes AnLeKneTKy 1 cnepmaTtosoung. O6blYHO ANLEKNeTKa U CNepMaTo30U Cogep»KaT No 23 XPOMOCOMbI.
Korga oHn cnnBatoTca Npuv onNIofoTBOPEHM, 06pa3yeTca SMOPUOH, B KOTOPOM OObIYHO MPaBUIbHOE KONIMYECTBO XPOMOCOM: 23 + 23 = 46.
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AHeynnonauwn

HenpanmbHoe KOJINYeCTBO XPOMOCOM Ha3biBaeTCA aHEYHHOMAMeﬁ.
. JlononHuTenbHaa Konua Ntobon OgHON XPOMOCOMbI — 3 KOMWY BMECTO 2 — Ha3blBaeTCA TPUCOMUEN (MPU- 3HAUNT «TPU»)

Tpucomusa 21:
cuHapom [layHa

o [MpubnusutenbHo 1 pe6eHOK 13
700 poxxpaeTca c CMHAPOMOM
HayHa’

« BepoatHocTb cHapoma [layHa
npu 6epeMeHHOCTN 3aBUCUT OT
BO3pacTa matepu

+ BepoATHOCTb HeBbIHaLIMBaHWA
BblLLE NPK Clyyanx 6epemMeHHOCTH
¢ cuHgpomom JlayHa — po 30%

« Y peten, poxKaeHHbIX C
cHgpomom [layHa, 06bIuHO
VMEIOTCA UHTENNeKTyalNbHble
HapyLLEHUA OT NIerkom Ao
YMEPEHHO CTEMEHU TAXKECTU 1
XapaKTepHble Gpr3nyeckre
0COBEHHOCTU, @ TaKXKe MOoryT
MMETbCA BPOXKAEHHbIE MOPOKMY,
3aTparmBatolme cepaue n gpyrue
opraHbl

« [Jletam c cungpomom [layHa
noTpebyeTca AONONHNUTENbHaA
MeANLNHCKas MOMOLLb, B
3aBUCYMOCTU OT KOHKPETHbIX
npo6nem co 340poBbeM

+  BonbWMHCTBO NoAel ¢ CMHAPOMOM
[layHa )uByT 6onee WwecTnaecaty net

Tpucomusa 18:
CcUHApOM DaBappaca

Mpu6nusutenbHo 1 pe6eHoOK n3
3 000 poxpaeTcs C CMHAPOMOM
SpBappaca’

BepoATHoCTb cMHApOMa DaBapaca
npw 6epeMeHHOCTY 3aBUCUT OT
BO3pacTa Matepu

BepoATHOCTb HEBbIHALLIMBAHWA
Bbiwe: 60%-70%

Y pneten ¢ cnHgpomom daBapaca
YyacTo HabnloAalTCA TAXKeNble
VNHTeNNeKTyasbHble HapyLUeHnaA 1
XKM3HeyrpoXatoLime BpOXKAeHHbIe
NnopoKu, 3aTparusaloLne cepfle,
MO3r 1 Apyrve opraHbl; meHee 10%
XnBYT 60onee 1 ropa

Tpucomusa 13:
cuHapom Maray

Mpu6nusutenbHo 1 pe6eHOK N3
5 000 poxpaeTca C CMHAPOMOM
Maray’

BeposATHOCTb cuHapoma Matay
npu 6epeMeHHOCTN 3aBUCUT OT
BO3pacTa MaTepu

BepoATHOCTb HeBbIHaLLVIBaHUA
Bblle: 60%-70%

Y peten c cuHgpomom [MNatay

YyacTo HabsoaaTCA TAXKeNble
WHTeNNeKTyaNbHble HapyLeHna u
XKM3HEeYrpoxatoLme BpOXKAEHHble
NOPOKW, 3aTparvBaioLLme cepaLe u
MO3T; TONbKO 5-10% Xu1BYT 6onee

1 ropa

1. Nussbaum et al. 2007 Thompson and Thompson Genetics in Medicine (7th Ed.) Oxford Saunders, Philadelphia, PA

2. Arthur Robinson & Mary G. Linden, 1993, Clinical Genetics Handbook (2nd Ed.). Cambridge, Mass., Blackwell Scientific Publications
3.Tartaglia et al. J Dev Behav Pediatr. 2012 May;33(4):309-18.

4. Linden, Bender. Am J Med Genet 2002 Jun 1;110(1):11-8.

MoHocomusa X:
cuHppom TepHepa

Mpu6nusnrenbHo 1 feBouKa N3
2 500 poxpaeTca c CUHAPOMOM
TepHepa?

BepoaTtHocTb MoHOCOMUM X
HE yBennuynsaetca c BO3pacTom
mMaTepu

BonbLoi npoueHT 6epemeHHOCTEN
3aKaH4u1MBalOTCA BblKblllem B
nepBOM UK BTOPOM TPUMeCTpe

Y neBouek ¢ cmHapoMom TepHepa
MOTYT UMETbCA nerkme unu bonee
TsXKesble Npo6aemMbl CO 30POBbEM,
BKJIl0Yas NMOPOKM cepaua, npobnembl
C noykamu, Npo6aemMbl CO CIIYXOM 1
He3HauuTeNbHble HapyLLIEHUA
obyvyaemocTu

[eBouKkuy c cuHapomom TepHepa
06bIYHO VCMBITAOT NPEXAEBPEMEH-
HYIO NCMbITBIBAKOT AVYHUKOB; Y HUX
OTCYTCTBYET ny6epTaT, U OHW Camut
He NPOV3BOAAT ANLEKNETKN

@CSD

MEOWYHA NABOPATOPIA

OTcyTCTBYIOWAA KONNA KaKoM-NTnbo XpOMOCOMbl — 1 KONMA BMECTO 2 — Ha3blBAETCA MOHOCOMMUEN (MOHO- 3HAUUT KOLUHY)
BepoaTHOCTb Tprcomnin ysennumsaeTca € BO3pPacToM Matepm

P

Tpucomun no nonosbIM

Xpomocomam

Mpu6nunsurenbHo 1 pe6eHOK N3
1 000 poxxpaeTca c cMHAPOMOM
Knaiinpenbrepa (XXY, npumep
nokasaH)?

Mpu6nnsutenbHo 1 AaeBoYKa 13
800 poxxpgaeTca C CMHAPOMOM
TpoiiHoi X-xpomocombli (XXX)?

Mpu6nnsntenbHo 1 ManbynKk n3
650 poxxpaeTca c CMHAPOMOM
Dxeiiko6e (XYY)?

Tpucommnmn nonoBoON XPOMOCOMbI
(X 1Y) Bbi3bIBaAOTCA NULLHEN
KOMMen ogHO 13 NONOBbIX
XPOMOCOM

Y 60nbLIVHCTBa AETEN C TPUCOMUEN
MOJIOBbIX XPOMOCOM VHTENNEKT
COXpPaHEH, HO UMeeTCA BbICOKas
BEPOATHOCTb Npobsiem ¢ obyyaemo-
CTblo,> MPY KOTOPOI MoMoraeT
|paHHee BMeLaTeNbCTBO*
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Bo3pacT MaTepu 1 BepOSTHOCTb aHOManMiA' 5CSD

MEOWYHA NABOPATOPIA

A o
Bo3spacT matepu n BepoATHOCTb Tprcomun 21, 18 n 13 Bo3pacTt maTtepu 1 BEpOATHOCTb MOHOCOMUM 1 TPUNIONANN
+ YacToTa HepacxoKAeHMA B ANLEKNIETKaX YBENIMYMBAETCA C « BepoaTHOCTb MOHOCOMMM X AU TPUNIOUZNN HE YBENNYNBAETCA
BO3PacTOM MaTepu; Taknm ob6pa3om, KONMYeCTBO C/Ty4YaeB npu yBenmMyYeHnn Bo3pacta matepu. na moHocomum X
6epemMeHHOCTM C XPOMOCOMHbIMY aHEeYNMIoNANAMN «yTpayeHHaa» X-XpOMOCOMa Yallie BCEro ABNAETCA OTLOBCKOM
yBeIMYMBaeTCA C BO3PacTOM MaTepu. NMONOBOV XPOMOCOMOM. [InA Tpynaonann JONOAHUTENbHbIV

Habop XPOMOCOM MOXET OblTb MAaTEPUHCKUM WA OTLOBCKUM

« COBOKYIMHasA BEPOATHOCTb BCEX XPOMOCOMHbIX aHOManNui
MO NPOUCXOXKAEHUIO.

YMEHbLLAETCA CO CPOKOM 6epeMeHHOCTH, TaK Kak HEKOTopble
cnyyan 6epemeHHOCTM ByayT CamonpPOon3BOIbHO NMPepPBaHbl
B pe3ysibTaTe XPOMOCOMHOW aHOMaNun; Takum obpasom,
YyacToTa HKe Npu poxaeHnu (40 Hepenb), YeM BO Bpems
6epemMeHHOCTN.

1. AgantuposaHo no Hook EB. Chromosomal abnormalities: prevalence, risks and recurrence. In Prenatal Diagnosis and Screening. Edinburgh: Churchill Livingstone 1992; 351-392. & Hook EB, et al.
Rates of chromosome abnormalities at different maternal ages. Obstet Gynecol:1981, 58(3);282-5.
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Bo3pacT matepun He BinAeT Ha MUKpOAeneLun 5CSD

MEOWYHA NABOPATOPIA

Mukpopgeneunn — pacnpocTpaHeHbl

TaK Xe, KaK cuHapom JlayHa y 6onee CRE
MONOAbIX MKEHLWNH A F
— — Mukpopgeneuns
- MwuKpoaeneuunm pasnnyaloTca no pasmepy A
13:1 . .
«  OO6bIYHO KaprOTKN NO3BONAET OOHAPYKNTb ol

MUKpoaeneyun Tonbko >5-10 M6

o |/|CXO,E|, 3aBNCUT OT pa3Mepa N BOBJIEYEHHDIX TeHOB
MaTb N3 Hanb6onee N3BeCTHbIX MUKpoaeneyuin
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Snijders RJ, et al. Ultrasound Obstet Gynecol. 1999 Mar; 13(3): 167-70.

CoBOKyMHas YacToTa C MCMoJIb30BaHVe BEPXHEN rpaHuLibl ony6MKoBaHHbIX Arana3oHoB o Gross et al. Prenatal Diagnosis. 2011; 39:259-266; 1 ¢ caiita www.genetests.org.
O6Lan YactoTa MOXKeT BapbMpOoBaThCA B Anana3oHe 1:1071-1:2206.

WwWw.22q.0rg.

www.ncbi.nlm.nih.gov/books/NBK1330.

www.ncbi.nlm.nih.gov/books/NBK1144.

Niebuhr, E. The cri du chat syndrome: epidemiology, cytogenetics, and clinical features. Hum. Genet. 44: 227-275, 1978.

www.ncbi.nlm.nih.gov/books/NBK1191.

2

NOoO v bW

HE [1/19 BOCIPOU3BEEHWA



I'Ipou,ecc MnpeHaTaJibHOro TeCtTMpoBaHWA @%CSD

MEOWYHA NABOPATOPIA

TS

Hepena 1-4 Hepens 5-8 Hepena9-13 Hepmena14-17 Hepena18-21 Hepens22-26 Hepena27-30 Hepensi31-34 Hepena35-40
9 fg —
~ CKPVIHUHT

_Cvs Il Amuviouentes

no CbIBOPOTKEe maTtepn

OwvarHocrnyeckoe
TecTupoBaHue

CKpI/IHIIIHrOBbIe TeCTbl —‘ Amarl-locmqecmne TeCTbl

HenHBa3unBHbIN NpeHaTaNbHbIN CKPVIHVHT MO CbIBOPOTKE AMHNOUEHTe3 unm 6uoncua
tect (NIPT) Panorama™'-%3 matepu (MSS)* BOpPCUH xopuoHa (CVS)?

Uccnepgyemble XpOMOCOMHbIE COCTOAHUSA: Uccnegyemble XpOMOCOMHbIE COCTOAHUA: Uccnepyemble XpOMOCOMHbIE COCTOSHUA:
Tpucommsa 21 « AHeynnougun +  Tpucomusa 21 (cuHapom [layHa) + 3aBNCUT OT 3aKa3aHHOrO TECTUPOBAHNA
Tpucomua 18 no NoJsioBoOw «  Tpucomua 18 + [NoaTBep)KAatoLWniAn aHaNN3 Ha XPOMOCOMHbIE
Tpucomma 13 XpomMocome +  Tpucomusa 13 (MHorga) aHoManuu, BKNoYas geneuny, gyrnamkaumm um
Tpunnongusa Opyrve coctoaHna HapyLweHnA B OQHOM FreHe
MoHocomusa X Mon nnopa

(npw *kenaHwun)

Bpems, korga mo»xHo nponTu Tect (CVS):

10-13 Hepenb

Bpems, Korga MoXXHO NpONTY TeCT: Bpems, Korga MoXHo NpomnTu TecT: )
> 9 Hepenb 11-13 Hepenb u/vnun 15-22 Hepenu Bpems, Koraa MoXHO NPOMTH TecT
(amHnoueHTes): >15 Hepgenb

YyBCcTBMTENbHOCTb K CMHAPOMY [layHa: YyBCTBUTENBHOCTD K CMHAPOMY [layHa:
>99% >75% YyBCTBUTENbHOCTb K cMHApoMY [layHa: 99,9%

YacTtoTa N0XKHONONOXKUTENbHbIX YacToTa N10KHONONOXKUTENbHbIX YactoTa N10XKHONONOKNTENbHbIX
pe3synbTaTtoB AnA cuHapoma [layHa: <1% pesynbTaToB Ana cuHapoma [layHa: 5% pesynbTaToB gnAa cuHapoma fayHa: ~0%

PucK HeBblHaWIMBaHUA: OTCYTCTBYET Puck HeBbIHaWNBAHNA: OTCYTCTBYET Puck HeBblHawmBaHusa: <0,5%

JeTtanbHoe ynbTpa3ByKOBOe€ ncciefqoBaHne BCcé paBHO peKoMeHAO0BaHO BCceM NaljieHTaM, Heé3aBNCMMO OT pelleHNA OTHOCUTE/IbHO TeCTOB

1. Nicolaides, et al. Prenat Diagn. 2013 Jun; 33(6):575-9. doi: 10.1002/pd.4103. 2. Pergament et al. Obstet Gynecol. 2014 Aug; 124(2):210-218. 3.Ryan, et al. Fetal Diagn Ther. 2016;
40(3):219-23. doi: 10,1159/000442931.. 4. Norton et al. N EnglJ Med. 2015; 372:1589-1597. 5. Mpaktuyeckuin 6ronneteHb ACOG/SMFM N2162, man 2016 T.
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CSD

MEOAWYHA NABOPATOPIA

YTo Takoe HeMHBa3uBHbIN rMpeHaTanbHbIn TecT (NIPT)?

NIPT nucnonb3syert obpasew KpoBu, B3ATbIN y MaTepu, anAa aHanusa JHK n3
nnaueHTbl Ha onpefeneHHble XPOMOCOMHbIE COCTOAHUSA, TaKNe KaK CUHAPOM
[layHa, KoTopble cnoco6HbI OKasaTb BAMNAHNE Ha 340pOBbe pebeHKa.

BHeknetouHaa JHK nnopa

+ Y Hac B KpOBM BCerga NpUCyTCTBYIOT
dparmeHTbl FreHeTUYeCkon MHPpopMaLnmn
(BHekneTouyHaa [AHK)

« Korpa xeHuwmHa 6epemeHHa, pparMeHTbl o % «—— KpoBb mMaTepu
reHeTnyeckom nHGopMaLum 13 niaLeHTbl %’/T %
(BHekneToyHaa [JHK nnopa) BbicBOGOXAAOTCA B X’/\ '
€e KPOBOTOK 1 CMEeLLVBAOTCA C ee COOCTBEHHOM \c 0 ‘
reHeTmyeckom nHdopmaumnen \? (\c DXaxa

~

+  MO>HO BbINOMHUTb TecT cmecn AHK n D1 \7 ) \/k,_
onpeaennTb, UMeeTCcAa NN BblCOKaA Unmn \,_ ( W
HM3KasA BEPOATHOCTb Hannuma y pebeHka
onpeneneHHbIX XPOMOCOMHbIX aHOManNumn . :\ o

« TecTnposaHwue 310N BHeKkneTtouHon [IHK nnoaa
Ha3blBAeTCA HEMHBA3VBHbIM MPeHaTaNbHbIM
TecTMpoBaHeM/cKpUHUHTOM, Unu «NIPT/NIPS» MnaueHTa

«  QetanbHasa ppakuus, unmn yactb IHK B npobe
KPOBM, KOTOPas NPONCXOAUT OT 6epeMEHHOCTN,
MOXeT BANATb Ha TOYHOCTb TecTa NIPT

™

10

MnaueHTtapHaa OHK
D@a 1HK matepu
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CSD

MEOWYHA NABOPATOPIA

CuHapom [JayHa — CpaBHeHMe BapUaHTOB CKPUHMHIA

M3 BbIGOPKY 3 GymyT uctukHo 1 6yayT HanpaBneHbl Ha He Tpebylolleeca

NoNyyaT NIOKHOMONOXKNTENbHbIN pe3ynbTaT
nonoxutensHoimm Y 9 ;

1 O O MHBa3nBHOE TeCTUPOBaHNe

6epemMeHHbIe KEHLLVMHDI,

KOTOpbIE MoJiy4atloT

pe3ynbTaT «BblCOKas
BEPOATHOCTb» MPW
CKPUHWHIEe Ha CUHZPOM

[JayHa Ha nepsom
Tpumectpe'

13 BbIGOPKY 6yayT NCTVHHO n
NONOUTEJIbHbIMU TOJIbKO

100 EEEHETERTTTTITTTTHTTIT
powmneaell  335533535555855555555555585

KOTopble MosyyatoT

s 555555555550555855088
caeel $555555555558555%

1. Norton et al. NEJM. 2015 Apr 23; 372(17):1589-97. 2. Dar et al. Am J Obstet Gynecol. 2014 Nov; 211(5):527.

9 O6yLyT NOXHOMOMOXKNUTENbHBIMMN
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@CSD

JInuHble pesynbTaTbl

Panorama npeanaraet nayneéHTam nepCcoHaansnpoBaHHYIO OLl€éHKY BEPOATHOCTN. 3710 CKpIIIHI/IHfOBbIﬁI
TecT, a He gnarHocTnyeckun. OTyetr moxer coaepiKaTtb aieayouine pesynbratbi:

) Hun3kas BepoATHOCTb L BbicoKaa BEpOATHOCTb

B HebonbLOM npoueHTe cny4vaeB TeCT Panorama He MOXeT 13BNeyb JOCTaTOYHOMN I/lHd)OpMaLI,I/II/I 13 Ballen I'Ip06bl

O TcyTCT B I/I e KpOBW A1 onpefenieHrs TOYHOro pesynbraTta. ECiv 3To nponcxout, MoXeT 6bITb MPKHATa BTOpas npoba KpoBw.

JlanbHelillee reHeTNYECKOe KOHCYNbTUPOBAHIE C BO3MOKHOCTbIO BCECTOPOHHErO YNbTPa3ByKOBOro 06CejoBaHNA 1
e 3 n bTa Ta ANarHOCTUYECKOoe TECTUPOBAHIIE JOMKHbI 6bITb PACCMOTPEHbI B CBA3M C MOBbILLEHHON BEPOATHOCTbIO aHeynaouaum,
KOraa «HeT pesynbTaTa» TecTa.
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® natera

Conceive. Delivenr.

Y3HanTe bonbLuie
0 3]J0POBbE
CBOEro pebeHkKa

He Bce NIPT ognHakoBble. Y3HaliTe 60nblLue 06 YHMKaNbHOW TEXHONOIMN
N HenpeB3oMaeHHON ToyHoCcTN Panorama.
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