INVITRO

(017 o)

Mon: XKeH

Bo3pacr: 30 ner

NH3: 999999999

[aTa B34TMs o0bpasua: 28.08.2024 07:00

[ata nocrynneHust obpa3sua: 28.08.2024 13:19

Bpau: 09.09.2024 16:23

[arta neyatu pesynbTaTa: 09.09.2024

Wccneposanune PesynbTar KomMeHTapwuit

HUMT Makcumym CM. KOMM Pe3ynbTaT npunaraeTcs Ha OTAeNbHOM 6raHke.

KoMMeHTapun K 3asiBKe:

d. KonunyectBo amb6puroHoB: 1

e. MpoBoannack octaHoBKa pa3sutusa (peaykums) sMbproHa B TekyLlyto 6epeMeHHOCTb?: HeT
f. daTa peaykuun B hopmMaTe AA.MM.ITTT, b0 «HeT»: HeT

g. Tpebyetcs nv onpegeneHve nona nnoga?: [a

h. 9KO: Het

i. BepeMeHHOCTb C 1CMOb30BaHNEM AOHOPCKOW ALeKneTkn? : Het

j. BEpeMeHHOCTb C yYacTMeM cypporaTHO Mambl? : HeT

k. EcTb oHkOnornyeckne 6one3HM B HacTosiLee BpeEMS Y NAUMEHTKU? : HeT
|. MepenvBaHue KpoBM y NauMeHTKM B nocnegHune 3 mecaua? : Het

m. TpaHCnnaHTaumMsa KOCTHOro Mo3ra B aHaMHe3e nauneHTkn? : Het

0. [laTa B3siTus1 6Momatepunana B opmate aa.mm.rrrr: 28.08.2024

Cpok 6epemeHHoCcT Mo Y3U (TONbKO nosHble Hegenn) = 10 NosHbIX Hea.
Bec (Tonbko uenoe uncno) = 65 kr

Poct B cM XXX = 165 cm

BHuMaHne! B 3neKTpOHHOM aK3eMnnspe 6r1aHka Ha3BaHWe UCCeAoBaHNs COAEPXMT CCbINIKY Ha CTPaHWULY caliTa C OnncaHueM
ncecneaoBaHus. www.invitro.ru
Pe3ynbTaThbl UCCNENOBAHUIN He ABNAOTCA AMArHO30M, HEO6X0AMMa KOHCYbTaLus CreLuanmucTa.

M.M. / Noanuck Bpaya

cTp.1m3l


http://www.invitro.ru/

000 «3soreH» MHH 7728436684 Ten.: 8 (B00) 777-34-86
3 B rE H KM 772501001 ONPH 1187746691714 Daxc: +7 (495) 108-76-57
O 115162 r. Mockea, yn. lecresa, aom 18, into@evogeniab.ru

IT/NOM/KOM/ 2/111/3 evogeniab.ru

MEOULMHCKOE 3AKNTHOYEHUE
MO PE3Y/IbTATAM HEMHBA3UBHOIO NPEHATA/IbHOIO TECTUPOBAHUA (ONPEAENEHUE
BHEK/IETOYHOW [HK NM10A NO KPOBU BEPEMEHHOM }KEHLLMHbI) c onpeaeneHnem y naoaa PUCKOB
yacTbix Tpucommii (Tpucomum 21, 18, 13 xpomocom)
(6HUNT — HUNT MaKcumym)

Hanpasnsatowee yupexkaeHue:
KnnHuka
MHpopmauua 06 obpasue:

(ol7[0) ol7[e] 3KO Het
[ata poxxaeHua 00.00.0000 Konunuectso nnogos OaunH
MonHbIX net 30 Martepuan BeHO3HaA KpoBb
Cpok 6epemeHHOCTH 10 Hepenb

,D,aTaGp,ouaBKu obpasua 00.00.0000
[ata B3aTua obpasuya 00.00.0000 B naboparopuio

Pe3ynbTatbhl HeMHBA3MBHOro NpeHaTaibHOro TeCTUPOBaHMUA MOJIEKYNAPHO-TEHETUYECKOTO UCCeA0BaHuNA
BHeK/eTo4YHOI (onpegeneHue BHekneTtouHou [HK nnoga no KpoBu 6epemeHHO KeHWMHbI) ¢
onpegeneHuem y nnogaa puckos Tpucomuin 21, 18, 13 xpomocom

®dpaKuua BHekneTouHou petonnaueHTapHoi AHK: 10,0%

Tpucomusa 21 (cuHgpom fayHa) Huskuin puck
Tpucomusa 18 (cuHapom daBapaca) Hu3Kkuit puck
Tpucomusa 13 (cuHapom Maray) Huskuin puck

Mon nnopa:

3akntoueHune: HU3KKii pUCK 4acTbiX TPUCOMMUIA.

00.00.0000 00.00.0000

3amecTutenb 3aBepylolwero naboparopueit:

BbigaHo:



CMPABOYHAA UHOOPMALMA O CNYYAUHBIX HAXOAKAX

Mpu nposedeHuu HeuHea3usHo20 NpeHaManbHO20 mecmuposaHus (onpedeneHue sHeknemoyHoli HK naoda no Kposu
b6epemeHHolI #eHWUHbI) onpedeseHue pucka pedxkux aHeynaouduii nnoda, aHeynaouduli

no xpomocomam X, Y u 60 MukpodeneyuoHHbIX/MUKpoOynauKayuoHHbIX CUHOPOMOE8 HOCUM Xapakmep cay4aliHbIX HAX000K O
XPOMOCOMHbIX aHomanusAx. OnpedeneHue MAKUX pUCKoe He Aeademca MeduUYUHCKol ycayaoll.

C/TIYYAUHDBIE HAXOOKMN

PUCKMX aHeynoMAauii No NOI0BbIM XPOMOCOMaM

XpomocomHble aHOManum Pesynbtat

XO (cuHppom LlepelueBcKkoro-TepHepa) HUW3Kuit puck
XXY (cuHapom KnaitHpenbtepa) HUW3Kuit puck
XXX (cuHgpom Tpunno-X) Hu3Kuit puck

XYY (cunapom [O:keiiko6c) Hu3Kuit puck

PUCKM aHeynioMAaniA No gpyrum aytTocomam

XpomocomHble XpomocomHble
Pesynbrar Pesynbtar
aHomanuu aHomanuu
Xpomocoma 1 Hu3kuit puck Xpomocoma 10 Hu3Kuit puck
Xpomocoma 2 Hu3KuiA puck Xpomocoma 11 Husknit puck
Xpomocoma 3 Hu3KuiA puck Xpomocoma 12 Husknit puck
Xpomocoma 4 Hu3kuit puck Xpomocoma 14 Hu3KuMit puck
Xpomocoma 5 Hu3Kkuit puck Xpomocoma 15 Hu3Kuit puck
Xpomocoma 6 HusKnit puck Xpomocoma 16 Hu3Knit puck
Xpomocoma 7 Huskuit puck Xpomocoma 17 HUW3Kui puck
Xpomocoma 8 Hu3kuit puck Xpomocoma 19 HUW3KuMi puck
Xpomocoma 20 HUW3KuMi puck
Xpomocoma 9 Huskuit puck
Xpomocoma 22 HUW3KuMi puck
Pucku 60 MMKpoaeneumoHHbIX/ MUKPOAYNANKALMOHHbIX CUHAPOMOB
60 MMKpoaeneunoHHbIX/ .
HU3KM puck
MUKPOAYN/IMKALMUOHHbBIX CUHAPOMOB

3aknioueHue: HusKnii PUCK XPOMOCOMHDbIX aHOManui.



NAMATKA ANA NAUMEHTA

lMpeHamaneHaa AuazHOCMUKA — KOMI/IEKC Meponpuamuli, HanpasaeHHsIl Ha 8biABAEHUE XPOMOCOMHbIX AHOMAnAU U MOPOKO8
pazsumus y na00a.

Memoobl npeHamanbHol OuazHOCMUKU Moopasdensatomcsa Ha:

- HenpAmeble, K020a 06beKmMom uccedosaHus sbicmynaem bepemMmeHHAA HeHWUHA (M03680470M MPosecmu ombop HeHWUH 2pynibl
8bICOK020 puCKa 07 OanvHelwez0 yenybaeHHo20 HabOeHUs);

- npAMble, K020a uccaedyemcs Mamepuan na00a (nynosuHHAs Kpo8b, AMHUOMUYECKAA HUGKOCMb, NAaYyeHmMa, BHeKAemoYHas
gemonnayeHmapHasn AHK).

Mpameie memodel 0enamca Ha:

- UHBA3UBHbIe (83amue MmynosuHHoU Kposu, aMHUOyeHme3, 6Uorncus XopuoHa);

- HeuHea3usHble (HeuHea3usHbIl npeHamaneHsil mecm (HUMT)).

lMpeHamansHbili CKpuHUHe | mpumecmpa skaYaem yabsmpassyKosoe uccaedosaHue (Y3U) Ha cpoke 11-14 Hedenb
bepemeHHocMu u onpedesneHue MamMepUHCKUX CbIBOPOMOYHbLIX MAPKEPOB8 KPOBU, HO OCHOBAHUU Ye20 NPou3800UMCA KOMMAEKCHbIU
npoz2pammHsIli pacyem UHOUBUOYAMbHO20 PUCKA poxcOeHus pebeHKa ¢ xpomocomHol namosozueli. Pacyem pucka xpomMocomHol namosoauu
nsa00a npou3sodumMcsa Ha OCHOBAHUU KOCBEHHbIX nokasamesnel. [pu nosnyyeHUU pe3ya6mamoe ¢ 8bICOKUM PUCKOM peKoMmeHOyemcsa
nposedeHue UHBA3UBHOU MpeHamasnbHol Oua2HOCMUKU.

YyscmeumesneHocme memoda: 82,0 — 87,0%.

Cneyugpu4Hocms memoda: 95,0 — 97,5%.

BeposamHocmeb 7101#HOMON0H UMebHO20 pe3yabmama 014 Yyacmeix aHeynaoudul: 2,5 - 5,0%.

HeuHea3ueHoe npeHamanbHoe mecmupoeaHue — 3mo MOsIeKyAapHo-2eHemuyecKuli Memood uccnedosaHus, 0CHOBAHHbIU Ha
aHanu3se sHeknemo4Hol gemonnayeHmapHol AHK (AHK naoda u naayeHmel), yupkyaupyrousel
8 Kposu mamepu. BLJHK uccnedyemca memodom 8bICOKONPOU3800UMENbHO20 CEKBEHUPOBAHUA HOB020 MOKOAEHUSA (MoaHo2eHOMHbIU HUIIT)
¢ nocnedyroweli buouHgopmamuveckol obpabomkol. MosyyeHHble OaHHbIe aHAAU3UPYIOMCA 8paYamu- 2eHemukamu. lpu nosayveHuu
pe3yanbmamos ¢ 8bICOKUM PUCKOM peKkomeHAyemcs nposedeHue UH8a3usHol npeHamasbeHol duazHOCMUKuU.

OzpaHuyeHus:

1) HeuHea3ugHelli MpeHamasnbHoIl mecm A6a19emcsa CKPUHUH208bIM, TO3MOMY 8 PEOKUX C/1YYasaxX B0O3MOMHCHO MOsyYeHUEe
JIOHCHOMOMAOHUMESBHBIX U IOHHOOMPUYAMesbHbIX pe3ysnemamos.

2) MpuyuHamu N10HCHOMONOHUMESbHBIX U IOHHOOMPULUAMENbHLIX pe3ysbmamos mecma moaym bbims:

- MamepuHckud, na10008b1l u/unu naayeHmMapHell MO3aUYU3M,

- NepenusaHue Kposu, onepayus no MpPaHcNAaHMayuu op2aHo8 U mKaHel, UMMYHOMepanusa u mepanus Cmeos08bIMU KAeMKamu 8
aHamHe3e b6epemMeHHOU HeHUUHbI,

- GHOMas1bHbIl Kapuomun 6uonoaudeckux podumenel uau cyppozamuoli mamepu,

- CUHOpOM «ucYe3arowe2o 6au3Heya» (803MOMCHO NposedeHue uccnedo8aHuUs He paHee, Yem Yyepe3 8 Hedesb rocae pedyKyuu
nnoda).

3) OepaHuveHuaMU nosaHo2eHomMHo20 HUIT aenstomcs noaunaouduu, MpaHCA0KayuU, MUKPOXPOMOCOMHbIE QHOMAAUU PA3MEPOM
MeHee 7 MsIH nap HyK1eomuoos, @ MAK#e XpPOMOCOMHbIE QHOMAsUU, He 8aUOUPOBAHHbIE pou3sodumesnem mexHono02uu.

4) Mpu HAAUYUU PUCKOB XPOMOCOMHbIX AHOMAUL, pe3ysnbmamsi mecma 00X Hbl 6bimb MPOAHANU3UPOBAHbI 8PAYOM-2EHEMUKOM C
y4emom KAUHUYEecKo20 u/unu cemeliHo20 aHaMHE3a nayueHma.

5) Pesynomam mecma He uckao4aem Hanu4yue dpyaux XpOMOCOMHbIX QHOMAnAUL U/unu epoxdeHHbIx namosoaudl.

6) Mpu 6epemeHHocmu deoliHeli NosyYeHue UHPOPMAayUU O MoA08bIX AHEYMA0UOUAX U Cay4YaliHbIX HAXOOKAxX He npedcmasasemcs
B803MOMCHbIM, MPOBOOUMCA OUEHKA PUCKA MOsbKO Yacmebix aHeynaoudul - mpucomuli no 21, 18 u 13 xpomocomam. B cayyae HaauyuaA Y-
XPOMOCOMbI MOMCHO MPeonosaazames, Ymo 00UH U3 710008 bydem MyH CKO20 NoAa, Npu omcymcmeauu Y-xpoMoCcombl, npednosnazaemcs, 4mo
06a 11000 #EHCKo20 nona.

YyscmeumesneHocme memoda: 99,0 — 99,9%.

CneyugpuyHocms memoda: 98,4 — 99,97%.

BepoamHoCcmb /I0HCHOMOA0HUMENbHO20 pe3ynbmama:

- 014 Yyacmeoix aHeynaouduli — 0,06%,

- 014 aHeynaouduli nonoseix xpomocom — 0,16%,

- 014 aHeynaoudul dpya2ux XPOMOCOM U MUKPOXPOMOCOMHbIX nepecmpoek — 0,20%.

BHUMaHue: npu npoeedeHuU MOAEKYAAPHO-2eHEeMUYecKo20 ucca1e0oeaHus eHeknemoyHoli JHK 6epemeHHOll 3ceHWuHbI
onpedeneHue pucka pedkux aHeynaouduii naoda, aHeynaouduii no xpomocomam X, Y u
60 MuKpodeneyuoHHbIX/MUKPOOYNAUKALUOHHbIX CUHOPOMOE HOCUM XapaKkmep CAy4aliHbIX 8MOPUYHbIX HAXOOOK
0 XPOMOCOMHbIX aHOManusAX. OnpedeneHue MAKUX PUCKOB He A8AAemMcs MedUYUHCKoli ycay2oli.



