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BUKOPUCTAaHHA NOPIBHANIBHOI FEHOMHOI
ri6pnausadii (M) y npeHatanbHin
AlarHocTuu,i.

AKi ynbTpa3BYKOBiI 03HAKN MOXKYTb 6yTH
NOKa3aHHAM ANA peTesibHOro
reHeTUYHOro aHanisy?

flHa N'oH4YapoBa,
Onekcin ConoBnoB



GHALIS

Kalniko PenponyxmuBnoT MelHUHHK
[MepeBaramu MNI'T nepen 3BU4anHUM LMTOrEHETUYHUM OOCHIIKEHHAM €:

qyytnmeicTb — NN 3a3Bn4an moxe Oyab-ae y reHoMi 3HaxoauTn O PiOHi
HagnmMwku abo BTpaTM XpOMOCOMHOro matepiarny 3a po3Mipamu (Big 0.05—
0.1M6 go 50-100 k6), siki y 100 pasiB MeHLi 3a 3MiHW, O MOXYTb BU3Ha4aTUCS
i3 4OMOMOro 3BUYaMHUX LUTOreHEeTUYHUX crocobiB. Take 3Ha4yHe niaBULLEHHSA
YYTNMUBOCTU BiOKPUBAE TPETHO epy LIUTOreHEeTUKM.

Mara KifibKicTb Martepiany anga gocnimkeHHs. [nsa ycnilwHoro BukoHaHHs NI
gocnigHnkam goctaTHbo Tiel kinbkoctn AHK, aka mictutbea nuwe B 1 M
onnigHol PignHN.

LUBUAKICTb - pe3ynbraTtn AOCNiQKEHHS MOXHa ofepXXaTu BXe 3a Kiflbka OHIB
(OCKiNbKM HEMae NoTpedun y KynbTuBaLil KNiTUH) Ha BIAMIHHICTb Bif 3BUYaNHUX
ana kapiotunysaHHa 10-14 gHiB

Heponiku:

y pasi gononorosoro 3aincHeHHs NI ogHoyacHo i3 BigbupaHHaM onnigHol
PiOVIHW CIig TakoX odepKaTu 3pasku KpoBi 060X baTbKiB

LLIe OOWH CYTTEBMIN METOLOSONYHUI HEOOSIK — TaK 3BaHa “npobnema snbopy”
Oyae oroBopeHO HanpuKiHUI Liel gonos.iai




GHALIA

KAIHIKE PenpoayKmuBKOT MeLHUHHK

« [1I'T mae nepeBary B OUiHLiI BUKMOHIB abo
BHYTPILWHbOYTPOBHOT 3arnbeni nnoais, BKOYaKym
BUNAaAKN nonepenHix XMbHMX BUCHOBKIB MO KyJbTYPI
KNITWUH in vitro

Chromosomal abnormalities

L e

15outh 5T, Chen 2, Brothman AR. Genamic medicing in prenatal dagnosis. ri
Clin Obstet and Gynecol. 2008;51(1):62-73.




GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

[TonepenHi cymHiBM wono Ttoro, 4un 6yae MM yytnneoto
00 MO3al4HUX XPOMOCOMHUX NOPYLLUEHb BUABUITUCS
oe3nigcTaBHUMUN —

Hacnpasai T 3HaxoanTb Mo3ailun3m Kpatlle 3a
3BMYanHe LUMTOreHeTUYHe OOChimKEHHS

(Ballif et al., 2006; Cheung et al.,2007)

"




Epﬂmmnmn%e!nﬂi [T e ,cl,ocniux(eHl_-_mM A1 MOLLYKY FTEHOMHUX MOPYLUEHb, ane He Moxe
BU3HAYNTU eynnoigHNX XpOMOCOMHUX aHOMarniu, Hanpuknag, XXX
Tpunnoigit abo XxpoMoCcoMHUX rnepedynos, Lo 3banaHcoBaHi Ha
rEeHOMHOMY piBHIi. 36anaHcoBaHiI XpPOMOCOMHI TpaHcroKauil Ta iHBepcil
3HaxXo4ATb LUSIAXOM 3BMYAMHOIO LMTOrEeHETUYHOrO AOCSiILKEeHHS, ane
He BM3Ha4atoTbcA Yepes 1T, ockinbkn y LboMy pasi He BigbyBaeTbCH
AoOaBaHHA Yu BTpATU reHeTUYHOro marepiany

(&) Detected by karyotype only (B) Detected by karyotype and array CGH (€} Detected by array CGH only

Anauploidy

Balanced translocation Micro-unbalanced iransiocation

Microdelation

Duplication



[T mae 6yt gogaTtkoBUM OBCTEXEHHAM ONS TUX BaAriTHOCTEN, A€ BXe
3HangeHo 3a gonomoroto Y3[1 sakicb Bagm po3BUTKY abo ynbTpasByKOBI
O3Haku MOXnuneuMx XA (ane BM3Ha4YeHUN KapioTun nNpu LbOMY 3BUYANHUN),
abo sKicb CTUrMu gisembpioreHeay.

Hapasi Burnsgae tak, wo noAibHi npeHaTanbHi 3Haxiaku MarTb
HaLinoBaT Ha peTEnbHI crneuianizoBaHi npobwu, skrntodatoum M.

Array CGH in prenatal specimens

* Products of conception from spontaneous
abortions (SABs)

Cell-free fetal DNA
Fetuses with multiple malformations

Cultured amniocytes and chorionic villi

Direct analysis of prenatal specimens




 [OeneuitHi cMHapomu:
— cuHapom aeneuil 1p36
— cuHapom genewil 2937
— cuHapom aeneuil 16p11.2
— cuHApoMm genedir 22q11.2
— cuHApom genedir 22q13.3
— CUMHAOPOM HennigHocTn Y XpOMOCOMMU
— CUHOPOM TPOMOOLIMTONEHII-BiACYTHBOI MPOMEHEBOI KICTKU
— cuHapom Wolf-Hirschhorn
— M’30Ba NU1LIbOBO-N0MNAaTKOBO-Nf1e4eBa aAncTpodisd
— CUHAOPOM KOLLAQY0ro KpUKy
— cuHApoM LedanononicuHaakTunii Greig
— cuHgpom Williams
— cuHApoMm Langer-Giedion
— CUHOPOM peKOMDIHAHTHOI 8 XpomMocoMM
— CcUHAOPOM Jacobsen

— CMHOPOM NYXJINHW Wilms, aHipigil, cedocTaTeBux Baa Ta PO3YMOBOIO
BigcTaBaHHSA

— CcuHAPOM Rubinstein-Taybi

— CcUHAPOM Smith-Magenis

— cuHapom Opitz G/BBB

— CUMHAOPOM MiKpodTanbMil Ta NiHIMHKUX AedEKTIB LUKipW
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Kaldlke PenponykmuBioT MeLHUKHK

CUHOPOM TPOMOOLIMTONEHII-BiACYTHLOI MPOMEHEBOI
KICTKW

* [leneuina gosroro nne4ya 1 xpomocomm (1g21.1)

* AHOManbHWUW PO3BUTOK Nepeanaiyys

 KpoBoTeui

 He y Bcix HOCIiB geneLii po3BMBatOTbCA CUMNTOMMU (HaBITb B
L

MerKax OAHi€l poanHM)

© 2000 Enever e
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GHALIA

Knlnlke "IIMIHIIIIIUT MELHILHHH

CcUHOPOM LiedanonosnicnHaakTunil Greig

 AHOManNIi KOPOTKOTO Nsieda 7 xpomocomu (aeneuii abo
TpaHCAOKaLi)

e XapaKTepHi aHOManii PO3BUTKY KiHLWIBOK, ron10BU, 061M14ya

* 33aTPMMKa PO3BUTKY
* CyaoMM

* pPO3yMOBE BiAcTaBaHHS

lNMpowy 3anamaTaTy Ui 3HIMKHK



http://ghr.nlm.nih.gov/condition=greigcephalopolysyndactylysyndrome
http://ghr.nlm.nih.gov/condition=greigcephalopolysyndactylysyndrome

KAlniKa PenpoayRmuBHOT MeLKLHHH

e CUHAOPOM Langer-Giedion

 [leneuia abo myTauifa AEKiNbKOX reHiB AOBroro njaeya 8
xpomocomu (8g24.1)

e MHOWHHiI eK30CTO3U, MHLIiI aHOMaNIi KICTOK Ta 06amnyys
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GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

e cuHapom Wolf-Hirschhorn

(1 : 50000 HOBOHapPOAKEHMX)

« [eneuia kopoTkoro nreya 4-1 xpomocomu (4p16.3)

« 3aTpumKa BHYTPILLHEOYTPOOHOro po3BUTKY, MikpoLedanis,
03b000BUAHUN HIC, eNiKaHT, aHTUMOHIOMI0OIOAHMN PO3Pi3 O4YenN,
aHomMarnii BYLLUHUX PakKOBUH, PO3KONMHA BEPXHLOI ryoun n nigHebiHHS,
ManeHbLKNW POoT, AedpopMaLlid CTYNHEN Ta UHLLIE

« Bagau cepus, HUPOK
« CunmMmnTOoMU, NOB’A3aHi 3 yTPAaTOK BESIMKOI KiNTbKOCTU reHiB

« binbLwicTtb geneuin BuHuKae de novo - 90%, 6rnnabko 10 % -
BHaACIOOK TpaHcrokauin y 6aTekiB (2:1 — YOMoBIK : XiHKa).

e 3aTpuMKa pO3yMOBOIO i ICUXOMOTOPHOTO PO3BUTKY
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GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

e CUHApPOM geneuii 22q11.2
* [leneuia 22 xpomocommu

e Baau cepusd, PO3KOAUHU NiAHEebiHHA, XapaKTepHi pUCK
obanyysa

* HW3bKWUMN PiBEHb KasbLito

* Po3naau noBeaiHKM, NCUXIYHI 3aXBOPIOBAHHA



http://ghr.nlm.nih.gov/condition=22q112deletionsyndrome
http://ghr.nlm.nih.gov/condition=22q112deletionsyndrome

cnnnm

Kaldlke PenponykmuBioT MeLHUKHK

CUHOPOM Jacobsen

e [eneuia gosroro nae4da 11 xpomocomm (11g terminal deletion
disorder)

* rineprenopuim,
BUMHYTE YOIo



http://ghr.nlm.nih.gov/condition=jacobsensyndrome
http://ghr.nlm.nih.gov/condition=jacobsensyndrome

GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

e CUHOPOM Rubinstein-Taybi

e Jleneuia KopoTKoro naevya 16 xpomocomu (16p13.3)

* WUMPOKIi BeNUKi nanbli HA Kntnuax 1a ctynHax (?),
XapaKTepHi pucm obamyus

* [lpn HAABHOCTU aeneuii B yCIX KNITUHAX —
He3aaTHICTb HabupaTu Bary, NiABULLEHNN
PU3MK IHPEKLN, WO 3arpPOXKYOTb XUTTIO,

PO3yMOBE BigcCTaBaHHSA
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GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

 cuHapom geneuil 1p36

— XapaKTepHi pucu 061n44s

— Po3ymose BiacTaBaHHA

— CTpYKTYpHiIi aHOManIl AEKiNIbKOX CUCTEM

e cuHOpoM geneuii 2937
— [lpoasu po3nagy (po3ymoBa BiAcCTanicTb, ayTM3M, KOPOTKa CTaTypa,
OXKUPIHHA, XapaKTepHi pMcK 0611MY4s1) MMOBIPHO NOB'A3aHI 3 BTPATOO
BE/IMKOI KiNIbKOCTI reHiB
¢ M’'30Ba JIMLILOBO-N0MNATKOBO-MIe4eBa AUCTPoqis
(1:20,000)

— [Jeneuia posroro naevya 4 xpomocomu (4935)

— [Mporpecytoya m'a3oBa cnabkicTtb

i
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GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

e cuHapom Williams
 [leneuia posroro nsie4ya 7 xpomocomu (7g11.23)

* “06n1ny4ys enbda” (LWMPOKE YOO, onyLlEeHi NOBHI LLOKK, BENUKWI
NoBHi ryou (0cob6MBO HUMKHA), NAACKe NepeHicca, maneHbKe nia
CUHI O4i, CUHIOBATI CK/1Iepu, AOBTi, piAKi 3youn)

* [lpoAsu po3nagy MMOBIPHO NOB'AA3aHI 3 BTPATOLO
BE/INKOI KiIbKOCTI reHiB

 CBOE€EpiaHa 3aTPUMKA PO3YMOBOIO PO3BUTKY (Mpob1emu 3 YUUTAHHAM,
MUCbMOM, MaTEMATUKOID, NPOTe, AyKe A0bpe pO3BMHYTA YCHA MOBaQ,
eMOLiiHa, BUpPa3Ha, NOETUYHa)

SUNKEN NASAL BRIDGE

e Kpim TOro, ui 1t04n MatoTb MOMITHUN MY3UYHI puPFINESS AROUNOD

THE EYES

CAN STILL SEE THE

30i6HOCTH TS

BLUE EYES WITH
A STARRY PATTERN

LONG UPPER LIP LENGTH
(PHILTRUM)

SMALL AND WIDELY
SPACED TEETH

WIDE MOUTH
(EAR TO EAR SMILE)

PROMINENT
LOWER LIP

SMALL CHIN



http://ghr.nlm.nih.gov/condition=williamssyndrome
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GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

e cuHapom pgeneuil 16p11.2

* [leneuia KOPOTKOro nsevya 16 xpomocomwu

* 3aTpUMKa PO3BUTKY

* PosymoBe BigcTaBaHHA, po3nagn NnoBeaiHKN

* binbWicTb, NpoTe He BCi HOCII
aeneuil, MatoTb CUMNTOMM

Common Features
eFrontal bossing
eMidface hypoplasia
eHypotelorism
eDown-slanting
palpebral fissures

eDeep-set eyes
eDevelop. delay
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GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

* CMHOPOM KOLUa4Y0ro KpuKy(1:45000)

 [leneuia KOpOTKOro naevya 5 xpomocomu (5p15.3 — Kowaunm Kpuk, 5p15.2 —
PO3yMOBa BiACTaNiCcTb, MiKpouedania, xapakTepHi pucm obanyys)

e  MOX/INBI Baau cepuda, KicTKOBO-M'A30BOI

CUCTeMMU, BHYTPILLIHIX OpraHis, Mikpouedanisa,

NTO3, HN3bKe PO3TallyBaHHA M aedopmalin
BYLLUHUX PAKOBWH, WKIPAHI CKNa4Ku criepeny
Bi4 BYX, rinepTenopusm, enikaHT,

AHTMMOHIONOIAHUIN PO3pi3 OUYeNn

e MicauenonibHe 0611MY4a 3 LLIMPOKO

nocrtaBJ1eHMMUN OYMMA

* 3aTpUMKa PO3BUTKY, M'A30Ba riNOTOHIA
TunoBWM Nay ANTUHMU (3MiHU TOpPTaHi)

(3HMKaE HaNPUKIHLi NepLIoro PoKy XUTTA)



http://ghr.nlm.nih.gov/condition=criduchatsyndrome

GHALIS

Kalnlke PEIIM.EI','HmHEHﬂT MeLHILHHH

CUHAPOM NyxnnHM Wilms, aHipifil, ceMocTaTeBUX Bad Ta
PO3yMOBOro BigctaBaHHsS (WAGR cMHOPOM)

* [Jleneuia KOpoTKoro nsieva 11 Xpomocomu 11

13

* (CeyocTaTeBi aHOManil,

NiaBULWLEeHUMN PU3IUK NnyxanHn Wilms’a

* [lopyLlUeHHA PO3BUTKY O4Yeln, MO3KY
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GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

* cuHApom geneduil 22g13.3 (cuHgpom Phelan-McDermid)

e [leneuina gosroro nae4ya 22 xpomocomu (22g13.3)

* 3aTpUMKa PO3BMUTKY, PO3YMOBE BigcTaBaHHA, HIMOTa abo
3aTPUMKa OBOSOIHHS MOBOHO
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GHALIS

KAlniKo PenpoAyRmUBKOT MeLMIHHH
Ynbrpa3BYKOBI M'sIKi o3Haku XA:

[TomipHa BEHTpUKynomerarnis
[Tyxupi cyanHHMX cnneTiHb
[NloTOBLIEHHA NOTUNMNYHOI CKNagKu
BiocyTHICTb HOCOBOT KICTKM UM 11
3MEHLLEHHS

LilncTosHi rirpomu

O3Hakun “ronbgHOro m'a4a’” y cepui
[ligBMLLEHA eXOreHHICTb KULLKU
Po3LLIMpPEHHST HUPKOBMX MUCOK
Bkopo4yeHHs1 nneva Ta cterHa
Brachycephaly

LLUnpokunin KyT KrnyboBmuX KiCTOK
3MEHLLUEHHA cepeaHbOol KICTKM 5-ro nanbus
KUTUL

"CanpanbHa winvHa’ SINGLE ARTERY U,MBILICAL'CO%
€aOnHa apTepist NynoBMHU : " -
3aTpumKka pocTy nnoaa

V FINGER BRACHIMESOPHALANGY

A




QHALIA CTaHun, NOB'A3aHI 3

Kaldlke PenponykmuBioT MeLHUKHK

OOHODATBLKIBCbKUMU OICOMIAMM:

 60OB[l 6 — TpaH3nTOPHa LYKPULLA HOBOHAPOAMKEHUX;
« MmOB[M 7 — cuHgpom Russell-Silver;
« 60Bb 11p — cnHapom Beckwith-Wiedemann;

« mOB/[l 14 - 3PTI1, nepepyacHe ctaTeBe A03piBaHHA,
HM3bKWUW 3PICT;

 60OB]] 14 — By3bKa rpyaHa KniTka, cneuudivyHa
KOHirypauia pebep («O3HaKa BilLa/IKN»);

« MmOB[ 15 - cuHapom Prader-Willi;
 60B[ 15 - cnHapom Angelman;
« mOB/l 16 - 3PT1, Bagn po3BUTKY




GHALIS

KAINIXT PenpoAyKMNBNOY MeLNIKNK MOED' 7 (OnmcaHO NSO Bl/“_laleiB):

e B~5-10 % Bunaakis Silver-
Russell syndrome;

* npe- 1 NOCTHATa/IbHA
acCMMeTPMYHA 3aTPUMKA
POCTY; MIKPOTHaTIA;
KNIHOOQKTUAIA;

* BiACTaBaHHA KICTKOBOTO BiKY;
* remirinotpodisn;

* anamop@diam 0bamyus
(BigHOCHa maKpouedanis,
TPUKYTHE 06/11M4YA)




QHALIS
| 60b/ 11p:

e B~20% Bunaakis Beckwith-
Wiedemann syndrome:

— lpeHaTanbHo:
* MaKpocomis (Bicuepomerania);
* MynKoBa KUNa;
* BeNINKOA3NYYS;

* MOTOBLUEHHA NOXUCLKA,
MyNnOBUHMU;

e HaraTtoBoaas;
— [llocTHaTanbHO:

e nedeKkTn nepeaHboi YepPeBHOI
CTiHKWU;

e ansmopdiam o0banyus;
* rinornikemis;
* HACIYKM HA MOYKaX BYX;

* NiABULLEHUNA PU3MK PO3BUTKY
3apOoaKOBUX NYXANH




SHALIR \ oen 1516087 15

(Han4acTIwWi BapiaHTW).

« denorun MOB[] 15 (B 25-30%
BUnagkiB cuHapomy Prader-Willi):

lNpeHaTanbHO:
* 3HWXKEHHS PYXIMBOCTM Nfoaa;
e DaratoBoaas

NMocTHaTanbHO:
* 3aTpuMKa POCTY;
* M'A30Ba lNOTOHIS;
* CKMagHoCTI Npu rogyBaHHI 3
noaanbLUoLo rinepdarieto N OXUPIHHAM;
* MOMipHe po3yMOBe BifCTaBaHH4,
* TiNOroHagoTPOMHUN riNoroHaai3m;
* AnU3Mopdi3am obnuyus;
e ManeHbKi KUTULI U CTYMHI




QHALIS
e OB 15 1 606 15

(HamMyacTiwi BapiaHTH).

 ®denotun 60B[ 15 (B ~ 7% BUNagKiB
CUHOpPOM Angelman)
(cunppom «pagicHOi NANBLKNY):

— TAXXKE po3ymMoBE BiacTaBaHHS,

— aTakKcifa («xona
MeXaHIYHOI NIANbKNY),
nepepuBUCTI pPyXu;

— aNekKcis;

— cyaomm,

— MiKpouedanis;

— BigxuneHHA Ha EET;

— HeaopeyHU CMmix;

— ansmopdiam 061myysa



http://dic.academic.ru/pictures/wiki/files/82/Ritratto_di_fanciullo_con_disegno_Giovanni_Francesco_Caroto.jpg

GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

Prenatal Frequency, Rate of detection via gain-

Disorders 1in n live births losses
DiGeorge 4,000 95%
Willliams-Beuren 7,500 95%
Prader-Willi 10,000 70%
Angelman 15,000 83%
Smith-Magenis 15,000 90%
Wolf-Hirshhorn 50,000 95%
Cri-du-chat 30,000 99%
Langer-Giedion 200,000 95%
Miller-Dieker 200,000 90%




GHALIA

Knlniko PenponyRmyuBHOT MeLMIHHK
Patient DNA Reference DNA

W\/—W Non-prenatal use of array CGH

Detection rate for chromosomal imbalances
in patients with mental retardation®:

« Standard karyotype and FISH: ~10%

* Array CGH: additional 10% detected

Scan

Bioinformatic Analysis

lefawe] TIL =t al. What's naw in karyotyping ? The mowve towards array 17
npaathe gencmic hybndisation (0GH). 2007, Eur ] Pediatr 186:637=643.




G ﬂﬂﬂlﬂ [ToBepHemochb Ao Heponikis [T

Kaldlke PenponykmuBioT MeLHUKHK

BinbLUiCTb APIOHMX NepebygoB XPOMOCOMHOIo MaTepiany He €
XBOPOONMBUMW: BOHU HE rpuU38005iMb A0 pO3YMOB020
gidcmaegaHHS YU sIKuxocb 0eghekmie

BMCOKa BIPOriaHICTb TOro, WO BU3HA4YaTbCA AKICb 3HAXIAKW i3
HEeBIAOMMM 3HAYEHHSAM

BiAPI3HUTU Ui OODOpOsKIiCHI ApiOHI NepebyaoBn XPOMOCOMHOIO

Marepiany Big TUX, WO MOXYTb CPUYNHUTU PO3YMOBY 3aTPUMKY
YK AKICb NHLLI AedpeKkTn, € HaMICTOTHILLIMM BUKITMKOM PYTUHHOMY
BUKopucTaHHo NIy gononorosin giarHocTuUL

20%
— All cytogenetic
15% 4 == - Down syndrome
-------- Pathogenic CNVs (est.)
% 10% -
&
5%
(e
15 20

Maternal Age (Years)



Kaldlke PenponykmuBioT MeLHUKHK

In Progress..........

NIH MULTICENTER
CLINICAL TRIAL
ON POTENTIAL USE OF
MICROARRAY S
IN

PRENATAL DIAGNOSIS




GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

27?7

BusasneHHs 3MiH XPOMOCOMHOIo Habopy 3
HeBM3HAYeHUMU HacNigKaMU MOXKYTb
npu3BOANTU A0O:

— 3aunBoi ctypboBaHOCTI 6aTbKiB
— PilleHHA nepepsBaTH BariTHICTb

— EBreHiku




GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

BUCHOBKMU:

T € pogaTkoBUM OOCTEXEHHAM.

[T moxe OyTK BaXXnMBuM ar1s1 BariTHOCTEN 3i 3HaNA4eHUMN 3a LONMOMOroHo
Y3 akumncb Bagamm po3BUTKY, YIbTPa3BYKOBMMM O3HAKaMM MOXITUBUX
XA, aKuMUCb cTurmamm gisemopioreHesy, ane BaXkimMBo PO3yMiTH, WO
barato cMHOPOMIB MiKpoaenewin Yn MiKpornogBOEHHS TEHETUYHOIO
mMarepiany MOXyTb HiSIK HE NMposiBUTU cebe Yepes3 Buaumi nig vyac Y3/
O3HaKW.

B>xe Hakonu4eHi aaHi woao poni ApidbHMX Haanuwkie abo BTpar
XPOMOCOMHOro Marepiany y Bunagkax po3symoBOl 3aTPUMKN YN ayTU3MY
nigKkasyoTb, WO Y Takux BUNagKkax He crig odikyBaTu Ha 3HaXigKu AKMXOChb
aHomaniun nig Yac npeHaranbHux Y3, BignoBigHO, Y TakMx BUNagKax
noKasaHHs Ans npeHaTtarnbHoro dactocysaHH4a [T npakTUYHO HEMOXITNBO
BU3HAYUTMW.




GHALIS

Kaldlke PenponykmuBioT MeLHUKHK

Tomy 6e3CYMHIBHOI BaXXK1MBOCTU
HabyBae
eKcnepTtHe MeAUKO-reHeTUYHEe
KOHCYNbTYBaHHA 6aTbKiB Ta poauH!!l




Gﬂnﬂlﬂ Mpuknaa 3 TenemeanyHoOro
rypty iPath

‘anTtuHa Big 1 Bar.nonorn 1 TepmiHOBI.B aHaMHe3i Mama Hociin torch-
iH(peKUuin(repnec, ToKkCconasmos,uMTomMeranosipyca)si CTOpoHM baTbka 0bTsKeHa
crnafkoBicTb(OnepoBaHa BOAUTUHCTBI BPO4XKeHa Baga cepusd,nonicuHaakTuniga
nanbuis ctonn)autmnHa(aie)2940rp,52cm.KOHCYNLTOBaHA OpTONeL0M-
nosflicuHAaKkTUAis nanbuiB 000X CTOMN.3i CTOPOHU cepus Ha Yac nepebyBaHHS B
BigaiNEeHHI 3MiH HEe BUSIBNEHO.

1.4 OOoUiNbHO AUTUHY O00BCTEXYBATM HA 3-MY PiBHI?”




Gﬂnﬂlﬂ Mpuknaa 3 TenemeanyHoOro
ryprty iPath

Bignosini:

1. “O6cTexeHHs Ha Il piBHI HE goUiINbHO, NATONOria He BNIMBaE Ha
XuTTeszabesnedeHHA. 3 nNoBarok, KaH4d.Mef.HayK, CT.HayK.cniBp. Biaainy
HeoHatonoril Nncapes A.O., AIY INAIT AMH ¥Y”

2. “Obcnepnosathb Ha lll ypoBHe cenyac He Hago. Korga pogutenu mopanbHO
NOOroTOBATCA K orepaunmn (BO3MOXHO, YTO N Yepes3 HECKOSTbKO J1eT) BCe
Xe nyduwe obpatnTbCA B crieumanm3npoBaHHoe oTaerieHne
(MUKpOXMpPYprun).

Anton Vladzymyrskyy
Dep.of Informatics and Telemedicine Donetsk™




Gﬂnﬂlﬂ Mpuknaa 3 TenemeanyHoOro
ryprty iPath

Bignosini:

3. HeszanexHo Big piBHSA, 6baxkaHO 6 oUTUHY NoKasaTn 4OCBIAYEHOMY MEONYHOMY
rEHETUKY Ta 3pobnTK JOCNIIKEHHSA 3 METOIO MOLUYKY MOXIMBUX MiKpoaereuin abo
TpaHcnokauin. Hanpuknag, 7 xpomocomun (CUHAPOM LedanononicuHaakTusil
Greig'a).

AKLWo nigTBEPANTLCA, HA OUTUHY YeKaTUMYTb Cy4OMW, 3aTPUMKa PO3BUTKY,
pO3yMoOBa 3aTpumMKa. [1ns nowyky Takux peden Moxe 4OMNOMOrTU Tak 3BaHa
nopiBHASNbHA reHoMHa ridpuaunsauia (Mr).

21.05.10 Hawa kniHika "Hagiga" akpas nposogutume MeanyHy KoHepeHLuito Wwoao
3aCTOCyBaHHA L€l TexHonoril y nepuHaronorii Ta penpogykrosoril. [1o
KOHbEePEHLIT MOXHa OONYYNTUCE HaXXMBO abo vyepes [NaByTUHHA.

3 nowaHor, On.




OAKylo 3a yBary !




