HABOP PEANEHTOB

@ JIHK-TEXHONOTUS

AHEYCKPVH UM

HenHBa3uMBHbIM MNpeHaTanbHbiM OHK-CKPUHUHE aHeynoungum
rnaoga rno KpoBW MaTepys MEeTOOOM BbICOKOMPOU3BOAUTENbHOIO
cekBeHMpoBaHMa NGS Ha nnatdopme lllumina

PY N¢ P3H 2022/16394

CKPUHWHI BepeMEHHbIX YXeHLMH /19 OLEHKM PUCKA Hanm4ms
aHeynnIounanm m XxpoOMoOCOMHbIX aHoManuin y nnoga (HUIMC)

Hepenb
6epeMeHHOoCTU
C 10 (akyLwepckmx)

BbigBnaeT aHeynnonanm
no aytocomam 21,18, 13,
YKCrioBble HapyLUeHUs
o rnosioBbIM
XpomMmocomMaM X n'Y,
YaCTUUHbIE TPMCOMUMU
M MOHOCOMUM (Bynnun-
Kauuu un geneummn)

MO obecneuvnBaeT
MHDOPMALIMOHHYO
noanep>KKy
nccrnenoBaHus,
BKJ1IOYas co3gaHme u
TPEKUHI MoaroToBKM
61bnMoTeK 06pasLoB,
aHanu3 un
WHTepnpeTauuto
pe3ynsraToB

NUccnepgoBaHMe BO3MOXXHO MpU MHOronsiogHon 6epeMeHHOCTH,

MCNONb30BaHMU [OOHOPCKOM
MaTepUHCTBe.

CDaKTOpbl, BIVAOLLME Ha pe3ynbraTbl:

> MaTEPUHCKUM M NAaLEeHTapHbIM
MO3aMLM3M,;

> HedaBHee mepenmBaHMe KPoBU
Yy MaTepu;

> onepauma no TpaHcrnaaHTauum
Yy MaTepu;

> HedaBHME XMpypruyeckme
BMelLaTenbCTBa y MaTepu;

AMLUEK/IETKM U CcypporaTHoM

MMMYHOTEpPanma 1 Tepanma
CTBO/IOBbIMU KNETKAMM Y MaTepu;
310Ka4ecTBeHHble HOBOOOPa3oBaHMA
Yy MaTepu;

mcuesalowmin 6amsHeLl.

www.dna-technology.ru



BuomaTtepman Mepudepryeckasa KpoBb 6epeMeHHOM XeHLLMHbI
- aMNAIMPUMKaTop C HarpeBaeMom KPbILKOM
O60pynoBaHme (HanpuMep, OTnawT, OTnpanm nnu OT-96)

(IMumina, CLLA)

- CeKBeHaTop HyKJ/leMHOoBbIX KMcnoT NextSeqTM 550Dx

Bpema aHanmsza

OT 8 4yacos (6e3 ydeTa NpPobONoAroToBKM U NpoBeaeHUs

CEKBEHUPOBaHWSA)
Konwnyectso o
Habop peareHToB paccymMTaH Ha 48 ornpeneneHni,
aHanM3npyeMblIx
MPOBOAMMbIX 33 OAMH 3anycK Npubopa
obpa3LoB

l: ) kUj > | ) =
B3atmne BbigenerHmne JHK CekBeHMpoBaHMe AHanm3
6uomaTepmana M NoAroToBka 6MBAMOTEK OHK M MHTepnpeTaumsa

dparmeHToB OHK pe3ynbraToB
e N

HeuHBa3uBHbIV NpeHaTanbHbii JHK-CKPUHUHI aHeynnompui
(no kpoBu MaTepwm)

®. U. O. naumeHTta: O6pasuoBa Mapus MBaHoOBHa

BospacT: 36 ner

Cpok 6epemMeHHocTV: 11 Hepenb 3 aHA

Konuuectso nnogos: 1

CaMocTonATeNbHas 6epeMeHHOCTb UKW B pe3ynbTaTe SKCTPaKopnopanbHoro
onnopoTreopeHua (OKO): caMocToaTenbHas

MHAaekc Maccol Tena (MMT): 27,5

MokasaHus NS UCCefoBaHUA: BO3PACT, Mo XenaHuio

HanpaBuBLINit Bpay: Bpay-reHeTUK

Matepwnan nonyyeH: 07.02.2022

3AK/IOMEHUE
Dpakumsa nnogoson AHK 12,10% (Bbilwe 4,0% - nopora 4yBCTBUTENbHOCTU MeToaa
019 0A4HOMNOAHOM 6GepeMeHHOCTH).

Ye » o
3a6onesaHue puck s

>95/100 (>95%)

natonorus

Tpucomus 21 CuHapom [layHa PUCK BbICOKMIA

Tpucomua 18 CuHapom 3asapaca <1/100 (<1%) PUCK HU3KUIA
Tpucomua 13 CuHapoM Matay <1/100 (<1%) PUCK HU3KUIA
MoHocomus X CuHAapom TepHepa <1/100 (<1%) PUCK HU3KUIA

YcTaHOBAEH BbICOKUI (BbilLe 95%) pUCK aHeynnouanmn no xpomocome 21.
PeKoMeH/1yeTcsi O4Han KOHCYy/bTalLMs Bpada-reHeTuka AN pelleHns Bonpoca
0 NpoBeAeHUM MHBA3WBHOW NPEHaTaNIbHOM AMArHOCTUKM.

07.02.2022 Bpau: MiBaHoB U. U.
MpuMeuaHue: Ecnv AaHHBIM METOAOM HapyLUeHWit y Mnnoaa He BbisBEHO,
Henb3s MOMHOCTbIO  WCK/IOUYUTL  aHeYNnouamn Kak Mo MCCnefoBaHHbIM,
TaK W Mo APYrMM XPOMOCOMaM. MeTof MMeeT OrpaHuuYeHus, B YacTHOCTW,
HEBO3MOXHOCTb  BbIIBNIEHUS  MWKPOAHOMasMiA  XPOMOCOM,  MO3auuM3Ma,
MONUNNOUAMIA, CTPYKTYPHbBIX aHOManui XPOMOCOM, MOHOFEHHbIX W APYrux
reHeTUYECKMX 3a601EBaHWIM, He CBA3AHHDbIX C aHeYNIoMaNAMMU.

v

Mpu dopMmnpoBaHmnmM
3aK/o4YeHnsa Bpay
MMeET BO3MOXHOCTb
CBOEN KOPPEKTUPOBKM
TEeKCTa aBTOMaTUYECKM
creHepupoBaHHOro
3aK/oUeHUs

*

12 mecaueB

MNonoyxutenbHble pe3ynbraTbl HNIMC HeobxoanMo NoATBEpP»KAaTb C MOMOLLbIO MHBA3WBHOW
OMarHoCTUKK. Bbibop MeToda MHBa3MBHOro 3abopa Matepuana 3aBUCUT OT cpoka 6epe-
MEHHOCTU U AETEKTUPYEMOM aHEeYNIOVNANMN.
OTpuLaTenbHble Pe3y/bTaTbl HE rAPaHTUPYIOT OTCYTCTBUSA aHeyNounani.
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