HoBble meToAbl
reHeTu4YecKunx
TeXHONOrumn B
cCOBpeMeHHOM

HayKe U NpaKTuke




OcobeHHOCTU Hallero BpemeHu

Pa3sutue npeHatanbHOU U NpeaUMNIaHTALMOHHOMN
AWNArHOCTUKMU

YTOuHeHue NOHATUA HacneACTBeHHOM
npeapacnonoXeHHOCTH

BO3MOYXHOCTb NO/IHOro aHaaAM3a reHoma
MNoasneHne monekynapHou meauuuHbI.

leHHaa Tepanua (COBOKYNHOCTb BuoTtexHonormnyeckux
MeTOoA0B, HanpaB/IEHHbIX HA BHECEHUE U3SMEHEHUMU B
reHeTUYECKMM annapaTt COMaTUUECKUX KNeTOK YenoBeKa ¢
LeNblo NeyeHun 3abonesaHun).



* YyenoBeka okosno 22000 reHoB

ba3za Omim — oKos0 6000 mOHOreHHbIX
3aboneBaHun U cMHAPOMOB




[ANnA yero Hy)XHa reHeTUYeCcKan
ANArHOCTUKaA

YcTtaHOB/AeHWe AnarHo3a

OnpepneneHue cTeneHn puUCKa
noBTOpeHUA 3aboneBaHnA B ceMbe

OnpeaeneHune NpPorHo3a ana
naumeHTa (NpPoao/IKUTENbHOCTb
YKU3HU, NPOrpeccmMpoBaHme
3ab60n1€eBaHUA, BOSMOXKHOCTb
peabunmntauumn)

[MporHo3 spPeKTUBHOCTH
NIEKapCTBEHHOM Tepanmnm Nnu
XUPYPTrNYECKOro nevyeHus

KoppeKkuua tepanum




[eHeTU4YeCKuu rpys

leHeTMUYECKUM rpys — BCA naronorusa, obycnosneHHan
HacneacTBeHHbIMU paKTOpamu.

MyTauMOoHHbIU — 06ycnoBneH mytaumamm de novo.

CerperauMoHHbIN — 0O6ycNnoOBAEHHDbIN HachegyeMbiMU
MyTaLUAMM.

OcHoBa 2eHeMuU4YeCcKo020 MOHUMOPUH24 —
KOHMPOsb 34 ypoeHem ceHemu4yecKoco

2py3a



[TpUUYMHbI POCTA reHeTUYECKOro rpysa

°* U3MEHEeHUe 3KONOormuu
* yXyalleHue 340p0OBbA poautTeneun

* yAyulleHUe COCTOAHUE 3A40pO0BbA 6ONbHDbIX
HacneacTBeHHbIMM 3aboneBaHMaMMU

* yAyuylleHUue ANarHOCTUKMU



3a4a4Mm NPaKTUYeCKoro Bpaya

YacTto naumeHTbl, C yCTAaHOB/IEHHOM

e B BNocaAeacTBUM XPOMOCOMHOMN U1 MOHOTeHHOMU
narosnorneuv, HabarAaANNCb HEBPOIOTOM C
I O4HUM U3 CeayoWwmux AUarHo3oBs:
e H Aun
U nn UHC

MNocnepcTBnA BHYTPUYTPOOHOU MHPEKLUMN
PopoBas TpaBma

CumnTomaTuyecKaa anunaencua
MMA v ap.

odocmuixceHUU 2eHemuKu Heobxooumo, Ymobeol
KaxcOoblil 8pay 6bin1 3HAKOM € OCHOBHbIMU Memooamu
2eHemuyYyecKux uccnedosaHuli




Mpobnembl, cBA3aHHbIE C
reHeTUYeCKom ANArHOCTUKOU

[eHeTM4YecKas reteporeHHoCcTb 3aboneBaHu € 06LWLMMHU
KIMHUYECKMMMN CUMIMTOMaMM

HenpanmbHoe npeagcraBieHmne 0 BO3IMOXKHOCTAX TEX
U1IN UHbIX MeTOoA408B

* OTCyTCTBME aNTOPUTMOB MPUMEHEHMA 3TUX METOA0B B
KAMHUYECKOWU NPAKTUKE

e OwmnbKM npn BbibOpE meToaa ANATHOCTUKMY,
nabopatopuu, TPAKTOBKE pe3ynbTaToOB UCCAe40BaHUSA



Kakon meToz BblopaTb?

TapretHoe
CeKBeHUpoBaHUue

CekBeHMpoBaHue
no CaHrepy

AHanus
KapuoTtuna

NGS



BpoXaeHHble U HacneacTBeHHble
bonesHu

* BpokaeHHble 3aboneBaHnsa moryT b6biTb KaK
HacneaCTBEHHbIMU, TaK N NPUOBpPETEHHbIMM
(Hanpumep, BO3HUKLIMMU NOA, AENCTBUEM
TePaATOreHHbIX PaKTOPOB UMM OC/IOKHEHUIN B poaax)

 HacnepctBeHHble 3aboneBaHUs He 0bs3aTeNnbHO
ABNAIOTCA BPOXKAEHHbIMU UNN CEMENHbIMU

Omcymcmaeue noemopHbIx cnyvyaes 60s1e3HU Yy YsneHo8 00HOU U
mol xce cembu He UCKA4Yaem, ymo 3abonesaHue aensemcs
HacneocmeeHHbIM



Knaccnopukauma HacneacTBeHHbIX
bonesHen

e 60ne3HU, 06ycnoBNAEHHDbIE HAPYLUEHUEM YMCNA UN
CTPYKTYPbl XPOMOCOM

e 60ne3HU, 06ycnoBNeHHbIe NPUCYTCTBUEM MYTaLLUM
B OAHOM reHe

e 3a60neBaHuA, 3a pa3BUTUE KOTOPbIX YaCTUYHO
OoTBeyYaeT HacneAcTBeHHasA NpeApacnoNoXKeHHOCTb,
a YaCTUUYHO — OKpYXKalow,ana cpepa




MpodunakTukKa

* NepBUYHAA —KOHCY/NbTUPOBaHME Ha
npeAarpaBuaapHoOM 3Tane
* BTOpUYHanA (npeHaTanbHaA ANarHoCTUKa)

* TPEeTUYHaA — KOppPEeKLUUA HapyLUeHUM C uenblo
HeaonyweHua pa3BuTtuAa 3aboneBaHua u ero

TAMKENbIX NOCNeACcTBUM (CKPUHUHT
HOBOPOXKAEHHbIX)



HopmanbHbIK KapuoTtun
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HOPMa/ZIbHOE YNC/I0 XPOMOCOM
(2n=46), HOopManbHbIN
KayeCTBEHHbIN cocTaB (22 napobl
ayTOCOM + 2 NON0BbIe
XPOMOCOMbI), HOPMa/ibHaA
CTPYKTYPY KaXKAou XpOMOCOMbI U
pa3sHopoguTenbcKoe
npouncxoxageHme Bcex
FOMOJIOTMYHbIX XPOMOCOM.

Kapuomun He moxcem meHaAmMbca 8 meyeHue
}¥CU3HU, NTo3momy Hem Heobxodumocmu e
MoBMOpPHOM UCCAe008aHUU



CrnoHTaHHble BbIKMAbIWK B 1 TpumecTpe 50-70%

BpoXaeHHble NOPOKU Pa3BUTKUA 4-8% (npwn BMNC — go 13%)

MnageH4YecKaa U AeTcKaa CMepPTHOCTb 5-7%

YMcTBEHHas OTCTaNoCTb 3% (1Q<50 — 12-35%)

My»KcKoe becnnoaue 2% (npwv a3oocnepmmu — 4o
15%)

HapyweHune nonoson anddepeHUNpPOoBKN Y o 25%

MYXYUH

HapyweHue nybeptaTtHOro pa3sutua y gesodyek OKono 27%

[Mp1BbIYHOE HEBbIHALLNBAHME BepeMeHHOCTH 2-5%



CbanaHcMpoBaHHaA TpaHCNAOKaUMA — 06meH yyacTkamu AHK

MeXay HEroMmoJIOrMYHbIMMU Xpomocomamu (t)
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AHOMaANUU B cCUCTEeMe NoN0BbIX

XPOMOCOM
My>»X4KnHbI KEHLHNHDI
* CnHapom * CnHapom TepHepa
KnanHdpenbTepa (45,X)

(47,XXY) * Monucomua X
* CMHAPOM NONUUTPUK XPOMOCOMbI

(47,XYY) (47,XXX)



3anopno3puTb
aHOMaAuu B
cucteme
NoON0BbIX
XPOMOCOM
MOXHO no
cneayrowmm
Npu3HaKam:

> IJeBnauuun pocta
N3meHeHue
> Terl0CrI0OXeHUs
: 3agepKKa nonoBoro
pa3BUTUA

AHOMaNun HapyXHbIX "
BHYTPEHHUX NMONOBbIX
OpraHoB

s

) HMU y xeHLluH,
asoocnepmMmus y My>4uH




HecooTBeTcTBUE reHeTU4YeCKOoro u
dbeHOTUNUYECKOro nona

SRY-ren ﬂ
SRY-ren ‘

UHBepcua nona: aHanus Hannuma SRY
reHa




B 3apa4y Bpava-reHeTUKa BXoauUT obbacHeHUue
nocneacTBUM HOCUTENbCTBA NEPECTPOUKN ANA
penpoaykuuu. PelneHue o Npoao/IXKeHUU NOonbITOK
3abepemeHeTb ectecTBEHHbIM NYTEM UAU NPU
ucnonb3zoBaHmnu KO c NI, uan ucnonbsosaHmem
AOHOPCKUX rameT NPUHAANEXKUT CeMbe.

Mpu 6epemeHHOCTU peLleHue Bonpoca o0 NpoBeaeHUN
WHBA3MBHOM NpPeHaTa/IbHOMW ANarHOCTUKM.




YacTtoTa HeBblHaWLWMBaHuA
bepemMeHHocTU — 18-20% oOT uncna

HacTynuBLUMX DepeMeHHOCTEN
(CnoensHukosa B.M., 2010)

llpeumnnaHnmayuoHHbIe nromepu —
2ubesib 3u2om 0o peasniulayuu
rnpouecca HUdauuu



PucK nocneayowen norepu
bepemeHHOCTH

* Mocne 1 chyyaa HeBbIHAaLMBAHUA B
aHamHe3e - 18-20%

* NMocne 2x cny4yaes — 30%
* Mocne 3x cnyyaeB —43%



OnpepeneHune NpUYnH
HeBblHAalWMBaHUA 6epeMeHHOCTH

* 50-70% cny4aes HeBbIHALUMBAHUA
bepemeHHOCTU 06yCnoBNEHDbI
XPOMOCOMHbIMMN aHOMANUAMMN Y
3MOpPUOHa

* [eHeTUYeCcKU aHanmM3 abopTUBHOIO
MaTepunasna NoMmoraeT onpeaenunTb
NPUYMHY HEBbIHALUMBAHUA U
ONTUMU3UPOBATb A/ITOPUTM
obcnenoBaHMA NPM NOArOTOBKE K
cneaytoulen bepemMeHHOCTH




MpuBbIYHOE HEBbIHALLMBAHUE U TEHETUYECKUM
aHaU3 aMbpPMOHa

MoBTOpPHbIE CAyyam MoBTOpPHbIE cayyam
HeBblHaLLMBaHUA, HeBblHaWIMBaHUA
aCcCOLMMPOBAHHbIE C 6epemeHHOCTU NpU
XPOMOCOMHbIMU HOPMa/ZibHOM KapuoTune
aHOMaNUAMMU Y nnopa/ambpuoHa
nnopa/ambpuoHa

) Dt

BPT He
KO +NIT spdeKkTnBHbI!!|

MpuBbIYHOE HEBbIHALLMBaHNE bepeMeHHOCTU. Bepcun n koHTpaBepcuu. Noa pegakunen Ix. A. Kapna. 2017



MoHOreHHble 60n1e3Hu

e Konuuecrtso cocrasnsaer okono 6000

e MyTauum MoryT nepeaasaTtbCca U3 NOKONEHUA B
noKoneHue (peueccuBHbI TUN Hacne40BaHUA) UK
BO3HUKATb CMOHTAHHO B NOJIOBbIX K/NIETKaxX poauTtenem
(momuHaHTHbIE 3a60N1€BaHKA)

 MoHoOreHHble BapuaHTbl Te4eHnsa 3aboneBaHun moryr
BCTpPeYaTbCA cpeau Ntobbix Hosonornyecknx popm,
KOTOopble B 06wwem cayyae He ABAAIOTCA
HacneactseHHbimu (AUIM, anunencua v gp.)

y'eauziuwé dns eac
2 A~ Gene
i /-~ /

.




Ob6Lwue yepTbl reHETUYECKUX
3abonesaHumn

OTtanyatotca bonee TaXKeNbIM Te4EHUEM N PaHHUM AebtoTom

XpOHVI‘-IECKVIVI XapaKTep n nporpeagneHTHOoCTb TeEHEHUA C
HapaCTaHNeEM HeratTuBHbIX CMMNTOMOB

3Ha4YnUTENbHOE YMC/I0O MOHOTEHHbIX 3ab01eBaHNUIM COCTABAAIOT
pPa3ainyHble GOPMbl YMCTBEHHOW OTCTAaNOCTU, HONE3HN HEPBHOM
CUCTEMbI, MbllLeYyHble gnctpodpmm, 3aboneBaHmns
COMPOBOXAAOLLMECA INUNENTUYECKMMN NPUCTYNAMU U
ayTonoa06HbIM KOMNOHEHTOM

3a6OI'IEBaHVIFI, BO3HUKaoWune noa sBJinAHMNEM pPa3/IMYHbIX
MYTAa LI,MI\/JI MOTYT MUMeTb CXOAHYHO KTNHURY

[InarHocTmKka otaenbHbIX 3ab601eBaHMNI, BbIABIEHNE MAMKOPHbIX
MYTaLIMM He BCeraa AatoT pe3ybraT



[leHeTU4YecKue naHenu

HelpoaereHepaTuBHble 3aboneBaHUA

YMCTBEHHanA OTCTaN0CTb U paccTpomcTBa
ayTUCTUYECKOro CNeKTpa

HepBHO-MbILWEYHble 3ab01€BaHUS
HacneactBeHHble annaencuu
3aboneBaHuA coegUHUTE/IbHOU TKaHU

acneacTBeHHble HapylweHna obmeHa BeLLLecTB
acneacTBeHHas rnyxora

acneacTBeHHbIN pakK

apyLieHmna penpoayKkumnm



CekBeHMpoBaHUe 3K3oma / reHoma

KAnHnYyeckoe ceKBeHUpoOBaHME SK30Ma -
aHanun3 5000 reHoB

[loNHOEe ceKBeHMPOBaHMe 3K30Ma - aHa/In3
200000 reHoOB

CeKBEHMpPOBAHME FreHOMA: MHTPOHHbIE
YYaACTKU, CTPYKTYPHbIE MEPECTPOMNKMN,
MUTOXOHAPUANbHbIE 3ab0NeBaHMA

Hanbonee apdpeKTMBHO — «TPUO» NOAXOL,



AYTOCOMHO-peLecCUBHbINA TUN
HacneaoBaHud

3AO0OPOBbIE TETEPO3UTIOTHBLIE
POAUTEAN-HOCUTEAU
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3AOPOBbIV PEBEHOK-  3AOPOBBIN
N L CCITERL FETEPO3MIOTHBIN

PEBEHOK-HOCUTEADb

BOAbHOW PEBEHOK

Ha CErogHsLLHNN
OeHb onuncaHo bonee 5000
MOHOreHHbIX  3aboneBaHuin
(COCTOSIHMN), N 3TO YUCIO
YBENMNYMBAETCA NPaKTUYECKN
exxeHeaernbHO

Puck poXaeHnsd
pebeHka C  ayTOCOMHO-
PELUECCMBHbIM  MMEKT B
cpeoHem 1-2% nap, B
Nonynsunsx, roe
pacnpoCcTpaHeHbLI
nmMbpeaHole Bpaku —
CYLLLECTBEHHO BblILLE



AHann3 HoCUTeNbCTBA HACNeACTBEeHHbIX 3aboneBaHui
(CKPUHWHI Ha HOCUTENbCTBO HACNEeACTBEHHDbIX
3aboneBaHMii pacluMpPeHHbIN/3KcnepTHbIN)

e ObecneymBaeT aHaAN3 HOCUTENIbCTBA MyTaLLMM
LUMPOKOTO cneKkTpa (MyKoBmMcLMA03,
bEHUNKETOHYPUA, CMTUHAIbHAA MblLLEYHaA
atpodua, bonesnb Tea-Cakca n ap.)

 500/2500 reHos

Ka)xObiIl 4yerioeek siesisemcss Hocumesniem om 3 do 10
Mymauyuu, Komopbie Mo2ym rnpusecmu K Hacsie0CcmeeHHbIM
3aboneesaHusiM y e2o demelu



CKPUHUHT Ha HocuTenbcTBO HB - cnocob y3HaTb O BbICOKOM PUCKE
MOHOTeHHOro 3aboneBaHnA AnA NOTOMCTBA A0 POXKAEHMA pebeHKa
C reHeTUYeCKoM naTtonormen

[leTn c reHeTUYecKMmm 3aboneBaHMAMM MOTYT POXHKAATbCHA B CEMbSAX
6e3 oTAroweHHoM HacneACTBEHHOCTH

Hu oaHO reHeTnyeckoe 3aboneBaHme He U30/IMPOBAHO CTPOTO B
onpeaesnieHHbIX NONyAALMUAX

Hocutenamu peueccmBHbIX MyTaumax Kakmx-nnbo Hb asnatotca Bce
nroau
Mpeanonaraetca, YTO reHETUYECKMUM CKPUHUHT Ha HOCUTENLCTBO

HacneAcTBeHHbIX 3aboneBaHun byaet cnocobcTBoBaTh bonee
paLMOHaNbHOMY MPUHATUIO PENPOAYKTUBHbBIX peLleHnin

Leonard S.J. Reproductive genetic screening for information: Evolving paradigms? // J. Perinat. Med. 2021. Vol. 49, Ne 8. P. 998-1002
Sparks T.N. Expanded carrier screening: counseling and considerations // Hum. Genet. 2020. Vol. 139, Ne 9. P. 1131-1139



Buabl TectTupoBaHuA

e’

[TOMCK KOHKPETHbIX PaclwupeHHbIn «OKCNEPTHLIN»— A0
BapVaHTOB B CMNNCOK HECKONbKUX ThbICAY
orpaHN4YeHHOM 3aborneBaHum (C reHoB
CNUCKe reHoB 4aCTOTOM
HOCUTEnbCTBa

6onee 1:100)



KnuHnyeckumn npmmep

NonoxxeHue (hgl9) |FeHoTUN FeH MNonoxkeHue B 3ameHa AK  [9k30H TpaHckpunt [YacroTa Fny6buHa
KOHK annena* npouTteHus
chr13:52518281G>T|G/T ATP7B c.3207C>A p.His1069GIn |14 NM_000053.3({0.090847% [232x
chr15:58855748C>T |C/T LIPC c.1214C>T p.Thr405Met |8 NM_000236.2(0.2759473% [127x
chr17:15907577G>C|G/C TTC19 ¢.581+1G>C - WHT. 6 NM_017775.3|H/g, 45x
chr2:26418053C>G |C/G HADHA ¢.1528G>C p.Glu510GIn |15 NM_000182.4{0.1202537% |94x
MNonoxkeHue (hgl9) |FeHotun |leH NonoxxeHue B 3ameHa AK |9K30H TpaHcKpunTt Yacrora FnybuHa
kAHK annena* npouTeHus
chr12:110034320G>A|G/A MVK c.1129G>A p.Val377lle (11 NM_001114185.2|0.1409876% [113x
chr2:26416570CAG>C|N/del HADHA ¢.1759_1760delCT |p.Leu587fs |17 NM_000182.4 H/o, 60x

*Yacmomel anneneli npusedersi no 6aze Exome Aggregation Consortium (seibopka do 60702 yenosek). H/0 = Hem OaHHbIX (He onucaH)




PacwmnpeHHbIU CKPpUHUHT meTogaom NGS

N g

HecmoTpsa Ha 10, yTO Honee
70% Hb BcTpeyaeTca KpanHe
peaKo, X CYMMapPHbIN rpys
MOXeT bbITb AOCTAaTOYHO
OLLYTMMbIM

[na aHann3a HOCUTENbCTBA Ha
“yactble” HB MOHO BbIABUTb
HE TO/IbKO Ma*KOpHble
NaTOreHHble MyTaLLMKU, HO U
MHOKeCTBO BapMaHTOB,
BCTPEYaoWMXCA peaKo

NV g

lononHutenbHasn
nHbopmaumna nopoxaaet
AOMNOJIHNTENbHbIE BONPOCHI,
HEKOTOpPbIe N3 KOTOPbIX MOTYT
ocTtaTbcs 6e3 oTBeTa

MokeT noTpeboBaTbcs
AanbHeWlee TeCTUPOBAHUE U
AONO/IHUTE/IbHbIE 3aTPaThl



MpeaymnaaHTauMoOHHOE reHeTuYecKoe
TecTUpoBaHue

[T - BbIAB/IEHUE TEHETUYECKUX HAaPYLUEHNIN Y SMOPUOHA
4yenoBEeKa nepen MMNAAHTaUMEN B CAU3ZUCTYIO 060104KY
MaTKW, TO eCcTb A0 Hayana bepemeHHOCTU (MOKET bbITb
nposeseHa To/AbKo B nporpammax IKO).

BbinonHeHUe npegMMnAaHTaLMOHHOIO reHeTU4YecKoro
CKPUHMWHIA HE TONbKO CHU}KAET PUCK POXKAEHMNA pebeHKa ¢
XPOMOCOMHOMN NAaTONIOTMEN, HO N NOBbILAET 3PPEKTUBHOCTb
3KO, TaK Kak 3HaunTenbHaa 4acTb Heyaay obycnossieHa
XPOMOCOMHbIMM aHOMANNAMU Y SMOPUNOHA



NpeammnnaHTauMOHHOE reHeTUYecKoe

TecTupoBaHue
MrT-A - Nnrr-cn - NI T-M — TectupoBaHune
TEeCTUPOBaHME Ha TEeCTUPOBaAHME Ha 9MBOpMOHa Ha
XPOMOCOMHbIE CTPYKTYPHbIE MOHOIeHHbIE
aHeynnonaunu nepecTpourKku 3aboneBaHusd
[lokasaHus: Bo3pacT XPOMOCOM [lokasaHus:.
)XEHLUUHbI cTapLue 35 [Nloka3aHus: onpeneneHne BbICOKOro
IeT, HeygayvHble BbISIBIIEHNE pUcka MOHOreHHOro
nonbITkn KO B cbanaHcUpoBaHHbIX 3aboneBaHua Ans
aHaMHe3se, Tsxerble XPOMOCOMHbIX NOTOMCTBA
HapyLleHns NepecTpoek y (0bszaTenbHO OOSTKHbI
cnepmaroreHesa y cynpyros ObITb
MY>XYUHbI NOEHTNPNLUNPOBAHDI

KOHKPETHbIE MyTaLnn)




deTanbHbIX U NNALEHTAPHbIA MO3aULU3M

—




[lpeHaTanbHaA

AUATHOCTUKA




CocraBnaiouwime npeHaTtasibHOU
ANATHOCTUKMU

Meaunko-reHeTUYECKOEe KOHCYIbTUPOBaHUe
Y3U-CKPUHUHT

6/X CKPUHUHT

nosay4yeHue naoaHOro matepmana

nabopatopHaa ANAarHOCTUKA
(uMTOreHeTnuecKkan, monekynapHas)

peKkomeHpaauuum no pesyabratam A



Henpamble Mpamble

HenHBa3nBHbIE HBa3MBHbIE

. ObweknnuHunyeckoe l

obcrnegoBaHue U (\=).¢

aHaMHe3
’ . NnauyeHToOMON
. MeHeanormnyeckumn NS

mMeToq

. JTabopaTtopHoe u
NHCTPYMEHTarnbHoe . KopooueHTes
obcnegoBaHue

. AHanums
ambpurocneundunyeck
nx 0enkos

. AMHUOLIEHTES

. ®eTockonuga

. buoncusa
TKaHen nnoga




HeunHBa3uBHAA NnpeHaTaNbHAA
ANArHOCTUKA OCHOBAHA Ha
nonyyeHnu petanbHon AHK u3
KpOBU MaTepu

METOAUYECKUE PEKOMEHAALIUUA
NMPOBEAEHUE HEMHBA3UBHOIO INMPEHATAABHOIO AHK-CKPUHUHIA

AHEYINAOUAUN NMAOAA MO KPOBU MATEPU (HUIIC)
METOAOM BbICOKOIMPOU3BOAUTEABHOIO CEKBEHUPOBAHWA

2024



®eTtanbHaa AHK

* [oasnseTtcs ¢ 4i Hepenn 6epemeHHOCTH

 HapexxHO onpenenaetcs c 7-8 Hepenu
bepemeHHOCTH

— HeuHsa3ueHas
: ® >z o npeHamasbHaA
B DD @ -9
s ol OUa2HOCMUKA OCHOBAHA
o DV peq
i®§®< e Ha rnosy4yeHuu
P gpemanvHol [HK us3

o~ Maternal DNA Kposu mamepu



UcTtopua HUNT

* Bnepsble BHeAPEH B KNIUHUYECKYIO MPAKTUKY B
aBrycte 2011 roga B [OHKOHTre

 CoKTtabpa 2011 ropa nossunca 8 CLUA, n
Aanee CTan pPacnpocTpaHATbLCA NO CTPaHam
EBponbl

* B 2014 roay ctan goctyneH B Poccum

e B2017 roay noaBuacA pOCCUUCKUN TECT
«HUTMC»

* C 2026 ropa Bkato4veH B nporpammbl OMC

Alysse M., Minear M.A., Berson E. et al. Non-invasive prenatal testing: a review of international
implementation and challenges. Internacional Journal of women health. 2015: 7, p. 113-126.



3aknoueHue
no pesynkTaramMm HeMHBa3MBHON O NpPeHaTaNlbHOr o TecTa

Hccnenoanue Beinosneno B maboparopun NATERA, CIIA (Natera, Inc. 201 Industrial Road Suite 410 San Carlos, CA 94070) merozom
MAaCCHBHOTO MapaJuIeIbHOTO CCKBCHUPOBAHUS ¢ GHOMH(pOPMANHOHHOI 06paboTkoit o anropurmy NATUS

ITamment: Kynpsisuesa Enena BnagumuposHa Jara 3a0opa marepuana: 06.04.2016
Hara poxxnenns: 13.05.1982 JlaTta nocrynienus Mmarepuaia B

Cpok 6epemennoctH (Henens): 9 naboparopuio: 11.04.2016

Homep nabopa: 1621344 Jara roroBHocTH ananu3a: 15.04.2016

Howmep uccnenosanus: 767583

PE3YINbTATbI UCCITEOOBAHUA
®pakums deransHoin AHK: 7.3% PucK Huskum
ITon mnoxma: XKenckuit
W ccnepyemas xpomocoma BbumncneHHbI pUck No pesynbraram K ommeHTapui
naGopaTopHOoro nccrieqoBaHUA

Tpucomus 21 (CuHgpom OayHa) <1/10000 (<0.01%) Puck Hu3Kuit
Tpucomusa 18 (CuHagpom dasapaca) <1/10000 (<0.01%) Puck HU3KHUI
T pucomus 13 (Cungpom Maray) <1/10000 (<0.01%) PuUCK HU3KHH
M oHocomus X (Cungpom T epHepa) <1/10000 (<0.01%) PuCK HU3KHUH
T pynnongus/U cuesarowmm onusHey Puck Huzkuit

3akntodeHue: Tlo pesynbraram uccnenosanus JJHK miona, BeIIENeHHON U3 KPOBH MAaTepH, PUCK POIKICHHS
pebenka ¢ tpucommeii 21, 18, 13 xpoMocoMsl, MOHOCOMHUEH X XPOMOCOMBI HJIHA TPUILIOUAUEH/CHHAPOMOM
ncuesaromiero oymsuena cocrasisier MeHee 0,01%.

Ball puck (113, T18, 721, MX, Tp/u6)

R o
T Huskmipuck ) BbICOKHit pHck
< 1/10 000 1/500 1/100 10/100 >99/100
(<0,01%) (0,2%) (1%) (10%) (>99%)

BaxHas nHdopmaumsa: Hu o1HO U3 CYNIIECTBYIONMX MCCISIOBAHN HE MOXKET rapaHTHPOBATh OTCYTCTBHSI
y Oyayiiero pedeHka Jio0bIX OTKJIOHEHHH. HenHBa3UBHBIN MPEHATATBHBIA TECT SIBIACTCS CKPHUHUHIOBBIM
METOJIOM, OCHOBaHHOM Ha aHanu3e cBoboanouupkynupyomei JJHK mnona. HenHBa3uBHbIH npeHaTaTbHbIH
TECT BBISBJISACT PUCK TOJNBKO Tpucomuu 21, 18 u 13 xpomocoM, YHCIOBBIX aHOMaNHUil MONOBBIX XPOMOCOM,
TPUIUIOMJMHM Yy TUIOJa W CHUHJApOMa ucuesaromiero OmusHena. C ero NOMOIIbIO HENb3s BBISIBUTH BCE
TeHETHYECKHE WM HEreHeTHYeCKUe MpoOieMbl, KOTOpble MOTYT ObITh y Oyaymiero pebenka. Jlaxe eciu
pe3yabTaThl TECTa OTPHUIATENILHBIE HEBO3MOXKHO IMOJHOCTBIO MCKIIHOYUTh BCE MOTCHLHUAIBHBIC MPOOJIEMBI,
cBs3anHble ¢ 21, 18, 13 u monoBBIMH XpPOMOCOMaMH, HAIpHMep, MHKPOJCICIUH HIH MUKPOIYILUTHKALIHN
HEOOJIBIINX YYACTKOB 3THX XPOMOCOM. METOAMKA HCCIEOBAHHUS HE MO3BOJISAET UCKIIIOYUTh MO3AUIM3M Y
mioga WMWiK TUIAEHTAPHBIA MO3aWIM3M [0 3THM XpoMocomaM. Jliis TpaBHIIGHOM HWHTEPIpeTaIuu
PE3yJIbTaTOB UCCIIEAOBAHUS, OIYUUTE JONOIHUTEIbHYIO KOHCYJIBTALUIO CIIEIIUAINCTA.

Bpau-renerux Kynpsasuesa E.B.

7%/ g




[lononHuTenbHoe Ncnosib3oBaHue
HenHBa3usHowu MNA:

* NOJIOXKUTE/IbHbIN pe3yc-PaKTop N1oaa rnpu
OTpULUATENbHOM pe3yce y maTepu

e onpeaeneHue nona (BaxXHo ANA cemen,
MMEIOLLMX B POAOCIOBHOM CLLENJIEHHbIE C
nosom 3abonesaHusA)

* HeUHBa3nMBHOeE ornpeaesieHmne otuoBCTBa



MokasaHua ana nposeaeHUA UHBA3UBHOM
npeHaTaZIbHOU ANArHOCTUKU

* BbICOKUW PUCK NO pe3ynbTaTtaM CKPUHUHTA
* [lopoKu pa3suUTMA Nnoga, BblaB/eHHble no Y3U

* Hanunyme ANarHOCTUPOBAHHOMN TAXKENON MOHOTEHHOWM
naTo/Iorumn B CEMbE

* AHOMa/IbHbIK KApNOTUN Y KOFro-nbo 13 cynpyros



PUCKU, ACCOLLUMPOBAHHbBIE C UHBA3UBHbIMMU
MPOLEAYPAMMU

AMHMOLIEHTE3

* [IpepbiBaHue bepemeHHocTu: 0,11 — 0,56 %
* [ubenb nnoga: 0, 09 %

* [lpepbiBaHme bepemerHocTn/rmbens nnoga: 0,21 - 0,22 %

* [pepbiBaHne bepemeHHocTu/rubens nnoga: 1-2 %

I, Sutiriadis, A, Calda P, Da Silva Costa F, Raine-Fenning M, Allirevic £, MeGilliveay G, on Behall of the International Sodety of Ultraseund in
etrics and Gynecology. 150G Practice Guidelines: invasive procedures for prenatzl diagnosis inobstetrics. Ulrasound Obstet Gynecal 2016,



XpOMOCOMHbIN MUKPOMATPUUYHbIA aHANU3
(MoneKynapHoe KapnotunupoBaHue)

Ncnonb3yetca npeHaTasibHO U
NOCTHATa/IbHO

Pa3pewatowan cnocobHoctb B 100-
1000 pa3 BbilWle, 4em npwu
KapMoTUNUPOBAHUMU

MorKeT MCNO0/1b30BaTbCA KaK
npeHaTta/sibHO, TaK U MOCTHATAJ/IbHO

TecT Ha 400 cMHApomoB
(MUKpoaeneunn, MMKPOAYKANKALNN)
He no3BonseT AMarHoCTMpPOBaTb

cbanaHcMpoBaHHbIE NEPECTPONKN,
MyTaLMWN reHoB

He onpeaenaeTt nokanmnsaumu
ancbanaHca

XPOMOCOMHbIA MUKPOMATPUYHbDIA AHANU3

Kaxmas MEKpOMAaTpHIia CONEPIKHT
2 670 000 mapxepoB.
T.4. 750 000 SNP
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Tpucomum aytocom
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Fﬂﬂ-ﬁrﬂh'l'ﬂ"l'hl HECCNEgoBarHvA:

MonekynapHeIH KapWoTHN (B cooTBeTCcTEMM ¢ ISCN 2016): |arm{21)x3

Non nnoaa: MeHCEMA.

AMEYNNOAOHA OOHOM MNKM HECKONbRME xposocom: |OBHapyXeHa TPUCOMMA 21 XpOMOCOMEsI,

TpUnNoMaKA: HE OBHAPYKEHOD.

NonHoreHoMHaA 0aHOPOaKTENECKAR QUCOMMHA: HE oD HapyXeHD,

MUEpoOeneurE ¥ MHKDOOYNNKHKAUMA pasvepor Bonee BOO kb: He obHapyxeHo.

JaknwyerHre: ObHapyseHa TpHUcoMKAA 21 XpoMoCOMBl,
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PobepTCcOHOBCKAA TpaHCNOKaLMUA
(46,XX,rob15;21)

( o N -1+ - & - a )

PeaynuLTaTkl HCCNegoBaHMA:

MonekynapHeIH KapWoTHN (B cooTBeTCcTEMM ¢ ISCN 2016): |arm{21)x3

Non nnoaa: MeHCEMA.

AMEYNNOAOHA OOHOM MNKM HECKONbRME xposocom: |OBHapyXeHa TPUCOMMA 21 XpOMOCOMEsI,

TpUnNoMaKA: HE OBHAPYKEHOD.

NonHoreHoMHaA 0aHOPOaKTENECKAR QUCOMMHA: HE oD HapyXeHD,

MUEpoOeneurE ¥ MHKDOOYNNKHKAUMA pasvepor Bonee BOO kb: He obHapyxeHo.

JaknwyerHre: ObHapyseHa TpHUcoMKAA 21 XpoMoCOMBl,
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TpeTn4yHan
NPoPUNAKTUKA

(CKPUHWHT
HOBOPOXAEHHbIX)




CKPUHUHT HOBOPOXKAEHHbIX

MaccoBoe obcnenoBaHUe BCEX POAUBLLMXCA XKUBbIMU
AeTen C MOMOLLLbIO crneunanbHbiX 1abopaTopHbIX
TeCTOB ANA BblAB/IEHUA HEKOTOPbIX TAXKENbIX
HacneAcTBeHHbIX bonesHen Ao NosBAEHUA
KIMHUYECKNX CUMNTOMOB

Llenb: paHHee BbiABAEHUE N paHHEee neYyeHue
3aboneBaHuA, HegonyweHne MHBANNAN3UPYIOLLIMX
OC/NIOXKHEHWI 3aboneBaHuUA, yydlleHMe KayecTBa
YKU3HM.



YacTtota HacneacTtseHHbIX 6onesHen obmeHa

* Yactaa >1:10000
* YmepeHHana 1:10000-1:40000
* Pepkan <1:40000

OpgaHHbie 3ab60ne8aHuUA — peOKue
3aboneesaHus, 3ampazausaroujue Heboabuyro
yacme nonyaayuu. na cmumyaayuu ux
uccsneodoB8aHuUll U cO30aHUA neKapcme 01A
HUXx mpebyemcsa noooepxcKa co CMOPOHbI
2ocyoapcmea



CKpuHuUHr B Poccumn (oo 2023):

deHnnketoHypua 1:8-10000
BIrKH 1:5-15000
Mykosucumupos 1:3-5000
fanakrosemua 1:15-20000
'mnotupeos 1:3000-1:5000



PaclumpeHHbIN HEOHaTa/IbHbIW
CKPUHUHT B PP (c 2023 r.)

Jednunt bMotTMHMAa3bl * H-Tb KAPHUTUH

Oednumnt cmHTesa buontepuHa nanbMUTOUNTPaHCPEPasbl
HapyweHne obmeHa TMPO3UMHaA * TFOMOUMNCTUHYPUA
JlenumHos *  UutpynnnHemwus
[lponnoHoBaA aungemma * ApruHasHaAa H-Tb
MeTuaManoHoBas aumaemms * [nytaposasa auppemumn
M30BanepnaHosasa aumMaemma * CMA

3-rMAPOKCU-3-MeTUNTNYTapoBan H-Tb * lNepBuyHbIE UMMYHOAEDULNTDI
beTa-KeToTMonasHaa H-Tb
HapyweHne obmeHa *MPHbIX KNCAOT

H-Tb MTX TPUPYHKLUMOHANBHOIO
benkKa



dTnyeckue npobnembi

reHeTUYEeCKunx
nccneaoBaHUN




ImuyecKue npobsaemsi 0bycnosaeHbl mem,
Ymo 2eHemu4yecKoe mecmupoeaHue
obsnecyaem 0ocmynHOCMb UHMUMHbIX
buonoauyecKkux ocobeHHocmel Yesnoeeka.
Cywiecmeyem onpeoeseHHbIU pUcK
OUCKPUMUHAYUU, PUCK 018 YACMHOU HU3HU
camoz0 obcsnedyemozo u e20
pooOCcmMeeHHUKOoB8



OcobeHHOCTU reHeTU4YeCcKom
nHPopmauun:

 OHa No3BOAAET C PA3/IMMHON CTENEHbIO BEPOATHOCTU
npeacKkasaTtb byayuiee cocTosHMe 340P0BbA YENOBEK],
340p0OBOro Ha MOMeEHT 06cneao0BaHUA, U MOXKeT bbITb
UCNO/Ib30BaHa ANA YWEMIEHUA ero Npas U B KauecTBe
OCHOBaHUM ANA ANCKPUMMHALUN NPU NCNOSIb30BaHUM
TpeTbumm CTopoHamu (Nnpu BCTynaeHunn B 6pak, npu npueme
Ha paboTy, Npu BbiN/1IaTe CTPAXOBKMU);

* OHa MOXKeT OKa3biBaTb 3HAaUYUTE/IbHOE BO3AeincTBMe Ha
CeMblO Ha NPOTAXKEHUU HECKO/IbKUX NOKOJIEHUI, BKAKOYaA
NOTOMKOB 06cneayemoro;

* B nnaHe KoHPMAEHLUMNANbHOCTU UHTEpECbl 60/1bHOTO
npoTMBOpeYaT UHTepecam ero cembu



dTnyecKkmne npobaembl TeCTUPOBAHUA reHOB
npeApacnooXeHHOCTU

TeCTUpoBaHUe UMeeT BEPOATHOCTHbIN XapaKTep

BO3MOXHOCTU ANArHOCTUKMU NPEBDLIWAIOT
BO3MOXHOCTU AEUCTBUM

HeT YeTKUX MHANBUAYANbHbIX peKoMeHAauum
HUKTO reHeTUYEeCKM He CoBepLLUEeHEeH

OL,eHKa NOBTOPHOro PUCKa OCTaeTCcA rpynnosou
SMMNUPUYECKOU 2 HEe UHANBUAYA/IbHOM



MpusHaHue Bpayamm Ba*XHOU pPOan penurnm B
dopmmnpoBaHNN ITUHECKOMN COCTABNAIOLLEN
obLiecTBEHHOro CO3HaHUA nogaepKuBaeT nHTepec
K mHeHuto PyccKkou MNpasocnasHou LlepKksu no

pa3/IMuHbIM Nnpobaemam buomeanNLUHCKOUN ITUKMN.




OcHoBbl CounanbHOU KoHUenuun Pycckon
MpaBocnasHou LlepkBu

Paspen Xll — «[Mpobaembl 6MO3ITUKN»



OcHoBbl CoumanbHOU KoHUenunm Pycckoun
MpasocnasHou Llepksu (2000 r.) o npeHaTanbHOM
ANAarHocTukKe

npeHaTa/ZbHaA AMAarHOCTUKA MOXKeT bbiTb onpaBAaaHa
TO/IbKO B TOM C/lyyae, ec/iu npeanoaaraercs
leyeHue naumeHTa (pebeHKa BO upese), a He ero
ybuircteo. NMpaBom Ha »KU3Hb, N1060BbL K 3ab0Ty
obnapaer KaXKabiv yenoseK, He3aBUCUMO OT
Ha/IMuUUA Y HEro TexX Uam nHbix 3abonesaHum.



OcHoBbl CoumanbHOU KoHUenunn Pycckoun
MpaBocnaBHou Llepksu (2000 r.) o reHeTUYEeCKOM

TeCTUpoBaHuUu

Co30aHue “eeHemuyecko2o nacnopma’ npu pa3ymHom
UCMosb308AHUU M0YYEeHHbIX caedeHuli momoaso bbi
ceoespeMeHHO KOppeKkmupoeams pa3sumue 803MONCHbIX
0719 KOHKpPemHo20 4YesnoeeKd 3abonesaHuli’.

B mo xce spema codepxcumcsa npeodyrnpexcoeHue o mom, ymo: “...
umeemca peasabHasa onacHocmMo 3s0ynompebneHus
2eHemuYyecKumu ceedeHuamuU, NMpu KOMopom OHU moaym
MocAyMumo pasanuyHobiMm chopmam QUCKpUMUHayuu. Kpome
moeo, obnadaHue uHgopmayuel o0 HacneocmeeHHoU
npeodpacrnosioreHHOCMU K MAXKUM 3a601e8aHUAM mMoxcem
CMameo HenocusabHbIM OywesHbIM 2py30M. [Tosmomy,
2eHemuyYyeckas uoeHmuguKayusa u eeHemuyecKoe
mecmuposaHue Mo2ym oCyuecmensamscsa AUllb Ha OCHOBE
yeaxeHuUsa ceoboobl AUYHoCMuU™



Cnacunbo 3a
BHUMaHue!ll

ekud2019@gmail.com




