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Ornap cyyacHux meToaiB nepeaiMMmIaHTaUiMHUX
reHeTUYHUX JocnimkKeHb eMOpioHiB

A.0. MukuteHko, J1.5. Munun
Kiinika penponykrusHoi meaununn «Hazis», M. Kuis

¥ cratTi po3riasiHyTi OCHOBHI 3acajy nepeiMIUIaHTaLiiHHUX re-
HETHYHHUX JOCTi/zKeHb eMOpioHiB. IIpuzinena yBara pisHum
00’€KTaM Ta MeTO/IaM JOCTi?KeHHH.

Knrouoei caoea: nepedimnianmauiting zenemuuiti 00CiioNcens,
IIJIP, FISH, nopisnsivha zenomna 2ibpuousauis, cexeenyeans,
Kapiomanine.

PHUPOJIOIO 3aKJIAJIEHO, TI0 OCHOBHUI CEHC KOKHOT POJIMHN —
HM&TM 310poBuUX JiTell. I 11e HaxaHHsT 3HAYHOIO MipOIO 3pOC-
TA€ MiCJIst BCTAHOBJICHHS IIarHO3y «Oe3IuIiyist» Y1 HapO/KEHHS
XBOPOI IUTHHU. Y HU3II BUIAJKIB TOMOMIXHI PEPOLYKTHBHI
texnosiorii (J/IPT) € un He €AMHUM NLISXOM JOCSATHEHHS J1iTO-
HApOJKEHHS TaKUMU TTOIPYKHIMU TapaMU 3aB/ISKU HIUPOKOMY
apceHasy METO/iB HITYYHOTO 3allJIiJHEHHsS Ta IepefiMILIan-
raniinum renernunuM gociipkenusam (1IT/]) — kommsexcy 3a-
XO/liB, CIIPAMOBAHMX HA JIOCJI/PKEHHSI TeHeTUYHUX CTPYKTYP
CTaTeBUX KJIITUH YU KJIITUH eMOpioHa Ha ertari 0 iMiianTanii
OCTAaHHBOTO B MOPOKHUHY MaTKu. CydacHUil PO3BUTOK TeHe-
TUYHUX TEXHOJIOTIH 3HAYHO BUIEPE/’KAE MOKJIUBOCTI IXHBOTO
MTPAKTUYHOTO BIIPOBA/KEHHS, OCKIJIbKI Me/InYHa HayKa TIie He B
3MO31 IOBHOLIHHO IHTEPIIpeTyBaTU YacTUHY OTPUMAHOI B pe-
3yJsbTaTti mocriijzkeHHs iHGopMarii. A cTpiMKHiI PO3BUTOK
TEXHIYHUX Ta JIarHOCTUYHUX MOKJIUBOCTEH CYNPOBOKYETHCS
HeoOI3HAHICTIO 3HAYHOT YacTuHK (axiBIliB y 3a3HAUYEHIN raysi.

MeTta nocaisKeHHsI: BUCBIiTJIEHHS OCHOBHUX CYYaCHHX
miaxo/iB 1o nposenenns [1T/1.

Ocnosu IIT[T 6yau 3akmnaneni ue y 1967 p., koau y Ha-
YKOBill JriTepatypi 3’sIBUJIOCH TIepIe TOBiIOMJICHHS IOJ0 BU-
3Ha4YeHHsI cTaTi eMOPiOHIB KpoJKa Ha crajii 6iacroruery [1].
OHak MUPOKi KJAIHIYHI JOCHI/PKEHHS Ta BIPOBA/IKEHHST PO3-
pobJieHb y KJIiHIUHY TPAKTUKY OyJIM TPUBAIWIT Yac yTpy/HEeHi
Bi/ICYyTHICTIO BUCOKOUYTJINBUX Ta HATIMHUX MOJIEKYJISIPHUX Me-
toxis aiarnocruku. I smmie y 1990 p. napojunacs nepiia AuTu-
Ha y MOAPY KK 3 X-34elJIeHOI0 TaTOJIOori€l0 B aHaMHe3i MmicJst
MIPOBe/IEeHHS] BU3HA4YEHHS CTaTi Ha mepeaiMIIaHTalliliHOMY
erani [2]. Hoganpmuit po3BUTOK MiarHOCTUYHUX TEXHOJIOTIN
CIIPUSB MIUPOKOMY BIpOBajKeHHIO MeToiB TIT/] Ta 3po6uB ix
HeBi'eMHOI0 yacTuHOIO TpoBesienns ukais /APT. Ilisuime, y
1997 p. 3 METOIO IIEHTPAITI30BAHOTO 300Dy AAHUX Ta CTAHAAPTU-
3arii MpoBe/leHHs TepeliMIJIaHTAIliTHNX J[OCTiKeHb 6yJIa
cchopMmoBana iHiliaTuBHA Ipyma, SKa B MOAJIBIIOMY OTpUMasa
nassy PGD Consortium!.

Moka3aHHA [0 [iarHOCTUKU

[TepenimmianTartiiiii reHeTHYHI OCTIIKEHHS YMOBHO MOXK-
Ha PO3ALIUTH Ha:

* fepe/liMIIaHTalliiHy TeHeTUYHY /[iarHOCTHKY;

* TIepeAiMIUTaHTAIliHHUI TeHeTUYHNI CKPUHIHT.

Mix numMu BOMa MOHATTAMU METOAMYHA YaCTUHA JiarHoc-
THKH BiJpisHAETbCS HecyTTEBO. O[HAK iCHY€E HM3KA MEBHUX BaXK-
JIMBUX BisminHocTell. Biracue niarnoctuky (y By3bKOMY CEHCI 110-
HATTS) IIPOBOJATD Y HOAPYXKHIX I1ap, 1110 € HOCiAMU BCTAHOBIIE-
HOTO TEHHOTO UM XPOMOCOMHOTO JedeKTy. A BUKOPHCTaHHS
CKPHHIHTOBOTO Ii/IXO/y 3yMOBJIEHE TUM, IO HaBiTh y (epTHIID-
HUX TOJPYKHIX T1ap YacTKa eMOPIOHIB i3 aHeymIoifisaMu y 1no-
BHOMY ab0 Mosaiunomy crani mocsrac 50% [3] (3amexHo Bix
KiJIBKOCTI JIOCTiKeHNX XpoMocoMm). I, xoua GisibIicTs 3 reHeTny-
HO aHOMAJIbHUX eMOPIOHIB HE IMIIAHTYETHCST 200 MPUITHHSIE PO3-
BUTOK Ha PaHHIX TepMiHaX BariTHOCTi, PUBUK HAPO/KEHHS JTUTHU-
HI 3 XPOMOCOMHIMH aHOMAJIiSIMU Bee K icHye. Tomy, 3Bakaioun
Ha 3yCUJLJLS, BUTpayeHti HalienTaMy Ta JiKapsMu Ha JOCATHEHHS
BaritHocti y mporpamax /IPT, noninbHo MiHimMizyBaTu pusuk me-
peHocy aHeyrioigHoro emOpiona. Came TOMYy mepeimILIaH-
TAIiHUI TeHeTUYHUI CKPUHIHT IIPOBOJATH 32 YMOB, KOJIM I10-
APY’KHA IIapa He Ma€ BCTaHOBJICHUX ITOPYLICHb TeHeTUYHOTO afla-
paty, O/lHaK iMOBIPHICTb OTPHMAaHHsT eMOPIOHA 3 TEHETHYHIM Jle-
(eKToM € miZBUIIEHOIO.

[TizcymyBaBmu, MOKHa BBECTH MOKa3aHH:A [0 IPOBEACHHA
IIT/] y nepemnik, HaBegenuii y tabur. 1.

Etuuni nurtaHus Ta anajiz HOPMATUBHO-IIPABOBOI Oa3u 3a-
crocyBantst [T/ Gy HaMK MOMEPEIHBO BUCBITIEH] [4], TO K
Hapasi 30cepe/luMo yBary Ha CyTO MEJMYHUX acIeKTax.

TITT € erarHoio HpoIeAypoio, 1o BKJIoYae y cebe:

1) Giomcio Marepiany A LOCTiIKEeHHS;

2) 1po6oIIiIrOTOBKY;

3) BJIaCHE JIOCJIiJIPKEHHSI.

Ha cproroni icHyIoTb Tpu pi3Hi MmizxoAN 10 aHAi3y TeHeTHY-
HOTO Matepiajy Ha IepeiMIlIaHTalliiiHOMy eTalli: aHasi3 moJsip-
HUX Tizenp siineriTuam, 6actoMepa eMOPIOHY Ta KJITHH TPO-
exTomepManTbHOi 060TOHKH, TTOPIBHSHHST SIKUX HajiaHe Y Tabur. 2.

'PGD Consortium — cTpykTypHuit nigpo3ain European Society of Human
Reproduction and Embriology (ESHRE), B 3aBaHHs sikoro BxomsTh 36ip, aHani3
pesynbTarie nepemiMnaaHTauiiHuX gocnigpkeHb B uyknax [PT, a Takox yHidikauia
LOCTIIXEHD LNAXOM GOPMYIIOBAHHS PEKOMEHALYI, Npasuil Ta MPOTOKONIB.

Tabmuusa 1

MokasaHHa po npoeeneHHs MM emOpioHis

MepeapiMnnaHTawiiHUi reHeTUMHUIA CKPUHIHT

MepeapiMmnnaHTauiiHa reHeTU4YHa AiarHOCTUKa

+ 3BMYHE HEBUHOLLYBAHHS BariTHOCTI

* MHOXWHHI HeBaani cnpobu OPT (nepeHoc 3 i 6inbLue
eM0bpioHiB siKOCTi He Huk4e 3a 3BB 3a lapaHepom abo GinbLue
10 eMOpioHIB HE3ANEXHO Bif, KiNbKOCTi NEPEHOCIB)

+ beannipas HEBU3HAYEHOrO reHesy

« Bik maTepi noHap 35 pokis

+ BupaxeHuin yonosiunii pakTop 6e3nnigas (nigBuLLeHmin
piBeHb aHeynnoiaji cnepmato3oisis)

+ HasBHiCTb B aHaMHe3i BaritTHOCTi Y/ HAPOOXKEHHS ANTUHN 3
XPOMOCOMHOI0 aHOMarien

« lMigTBEPAXEHE HOCINCTBO CTPYKTYPHUX XPOMOCOMHUX
nepebynos

« MigpTBEPAXEHE HOCINCTBO MYyTALi FEHIB, WO 3yMOBIOIOTb
CnazikoBY FreHHy naTosorito

+ HLA-cenexuis emOpioHiB
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Tabnmuysa 2
MopieHanbHa xapakTepucTuka o6’ektie M,
06G’eKkT
) Onuc MepeBaru OOMeXeHHs
AOCNIoKEHHS
LocnipxeHHs gae nobivHe yaBAEHHS
MonsipHi TinbLA He BiAirpaoTb poii NPO reHeTUYHUIA anapart ooumTa i He €
. P . p P . rapaHTieto BiACYTHOCTI FEHETUYHOT
y 3annigHEeHHI Ta MOXYTb OyTY BUSTYYEHI naTonoril y emBpioHa;
PenykuiiHi KniTuHHI 3 MiHIMasIbHUM PU3NKOM — anania He BpaS;OBye qono’Biqu
. Tinbus, Wo MOLUKOKEHHS OOLMNTA; . . .
MonspHi Tinbus HA, Lo . X e, dakTop 3annigHeHHs Ta BiANOBIAHO
bOPMYIOTLCS Ha PIZHUX — MOXJIMBICTb NPOBEAEHHS AOCAIAXKEHHS
(nepLe ; ) . . He € XxapakTepUCTUKOI
CcTafisx 4o3piBaHHSA [0 eTany 3anigHeHHs; . ) .
Ta gpyre) . . - MaibyTHLOro emMoOpioHa;
oouutay xoail Tall — NPOBEAEHHS OOCNIOKEHHA Ha maTepiani — aHania He BUKMIOYAE MITOTWYH
nogainis Menosy HeeMOpPIOHANbHOIrO MOXOAXKEHHS, XPOMOCOMHi aHOMANT:
L0 € €TUYHO Ta PENIrinHO NPUAHATHO — NPOBEACHHS ,El.OCJ'Ii,EI,)KeHI—‘iﬂ Ha
Ta 3aKOHHO Y AedKUX KpaiHax . . :
yAa P [aHoMmy eTani € 6ifbL NpauemMiCTKUM
Ta BUCOKOBAPTICHUM
KniTnHn em6pioHa
Ha 3-10 000y pO3BUTK L
AODY P Ty . . Bioncia 6nactomepa 3HMXyE
(6-8-kniTMHHa cTagdis). JocnipxeHHs 6nacTomepis fae KATTE3AATHICTb T2 IMMNAHTALIAHMT
Knitnam e 6eanocepeHe ysBNEHHS NPO CTaH HOTeHLian emBpioHis Ha 34-39%:
HeamdepeHLiioBaHMN reHeTU4HOro anapary - ,D,OCHi,EL)KeHzﬂ HE BUKIIOUAE ’
Bnactomepun Ta MOXYTb OyTH aHanizoBaHoi KNiITUHK; MO3aiLIMaMY eMBpioHa:
BUYYEHI Y KiNbKOCTI — MOXJIMBICTb BUSIBASITM YONOBIYMIA dakTop e BMKmoqe:a MO)?(JWIBi’CTb
ofHa-aBi 3 yYMOBHO Ta MITOTMYHI aHeynoiAii, WO BUHUKIN HA OANbLIOT CAMOKOPEKLLl eMBPIOHIE
HEe3Ha4YHUM BMANBOM paHHix eTanax po3BUTKy embpioHa i3 ane J'IO?,DJHMVI P
Ha XUTTE3ATHICTb 4
embpioHa
BincyTHiCTb HeraTMBHOrO BriMBy Gioncii
Ha XUTTE3OATHICTb eMOpioHa; [l0GHImKeHHS TPOdEKTOREpMM
— 6inbLua KiNbKIiCTb OTPUMaHUX KNiTUH . ’ L
) BMMAarae MoXxJIMBOCTi eMOPIONOriyHOi
CNpUSIE TOYHOCTI Pe3yNbTaTy Ta 3HUKEHHIO nabopatopii BecTy
MMOBIPHOCTI fiBMLLA "BUNAAIHHA aneng”; 6RACTOLNCTHY KyNLTYDY:
— TECTyBaHHS fae 6e3M0CePEHE YABIIEHHS — eMBpioHN AOCSIFAIOTE CTéui].
KnitnHn NpO CTaH reHeTUYHOro anapaTy eMOpioHa; 6RACTOLNCTM Y PISHMIA HACOBMIA
. eMObpioHanbLHOro — YPaxoBYETLCA MOXJ/IMBICTb MO3aiLM3MY; . y
KnitvHun h L NPOMIXOK, L0 NPU3BOANTb
MOXO[KEHHS, — GinbLia yacTnHa eMOpIOHIB 3
TpodekTo- . [0 3HAYHUX YaCOBUX BUTPAT
. L0 CKnagarTb XPOMOCOMHVMW aHOManisiMu He . .
LepMabHOi ) Ha NPOBEAEHHS OOCTIIKEHHS;
30BHILLHIO 060JIOHKY pPO3BMBAIOTLCS A0 cTagii GnacToumctu
06010HKIN o . — APT-umknn 3 N4, 3a akumu 4epes
Ha cTagii bnactouncTu (MpvipoaHuii 0o6iIp), WO 3yMOBIIOE TexHIHi 0COBIMBOCTI pesynsTar
(5-6-a noba) E€KOHOMIYHY rnepesary JOCNIAXEHHSA .
TDObEKTOACPMN: He Moxe ByTu OTPUMaHUi MPOTAroM
_ HaHBHiCEb 4ac pﬂﬂpmo,c,l.mqaikaui'i no6u, BUMararTb KPiOKOHCEPBYBaHHS
. Y . . / BiTpudikaLii eMOPiOHIB 3 HACTYMHUM
eHOoMeTPIA (32 HeOOXiAHOCTI); BMKOPUCTAHHSM Y NPOrDaMax
— CMPUSIHHA CENEeKTUBHOMY NEPEHOCY MiGNSt PO3MOPOXYBAHHS
ofHoro embpioHa (eSET) Ta 3HUXEHHIO
yacToTy 6araTonsigHMX BariTHOCTEN

TMpumitkn: * — CKnafieHo 3 BUKOPUCTAHHAM faHux [5-16].

I3 nanux, HaBeneHux y Tabil. 2, BUILIMBAE, 10 BUGIP Oy/b-
gakoro o6’exra qua IIT/] nos’asanuii i3 meBHUMU 0OMEsKeHHSIMU,
sKi 060B’sI3K0BO MalOTh OyTH B3ATI 110 yBaru. Biarak, Bubip mae
BPaxoBYBaTHU:

* 0COBJIMBOCTI TIPABOBOTO MPOCTOPY JSITILHOCTI KIHIKM;

* MOKJIUBOCTI eMOPiosIoriuHoi 1aboparopi;

e nupeamet IIT/] (Ha 1o came poBoOAATH AiarHOCTUKY );

* JIarHOCTHYHUIT METOJI, IKUT GyJie 3aCTOCOBAHO;

* BiJJIaJIeHiCTh Ta TEXHIYHA OCHAIIEHICTh IIUTOreHeTHIHOT /
MOJIEKYJISIPHO-IIarHOCTUYHOT JTabopaTopii;

* inauBigyanbhi ocobimsocti JIPT-uukoy.

Oco6MBOCTI  MPaBOBOTO  MPOCTOPY  (PYHKIIOHYBaHHS
kainikn JIPT €, MaGyTh, HAWBArOMilMM YMHHUKOM, MiJl SIKHUI
miZBOAATECS yci iHmT. 3akoHoMaBYi 0OMeKeHHH, 1110 6a3yIOTI>CH,
B IePIILy Yepry, Ha YCTaJeHuX Peiriinux morisiax B OKpeMoMy
perioHi, 31aTHI CyTTEBO 0OMEKRUTH CBOOOLY TIPUNHHSTTS PillleH-
HA {K MallieHTaMu, Tak i JiKapAMu, a TAKOK JOCTYIIHICTh JaHOTO
BU/Ly MEINYHOT IOTIOMOTH.

bioncis nosstpuux Tisens (I ta II) no3sossie orpumatu He-
MIPAMi CBiZMEHHS ITPO TeHeTUYHUI aniapar oonura. 13 orysiy Ha Te,
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1o OLIBIICTD aHeyIIONill Mae MaTepuHChbKe MOXOKEHHS (/10
80-90%) [17], i3 1meBHOI TOYKH 30Dy, MOCJIUKCHHS TOJISIPHUX
Tistenp € 1o Joriuaum. [TpoBeseHHst Takoro aHasisy nepeada-
yae oninky I ta Il nossipHux Tisieib pasoM, OCKiJIbKY 32 CBi[YEHHSIM
nocignukis |18, 19], XxpoMocoMHi Ui XpOMaTH/IHI TOPYIIIEHHS, TITO0
BuHUK/M 1pH | mozini Meiiody, MOKYTb KOMIICHCYBATUCD TIi/l 4ac
II moziny 3 yrBopentsam eyioigtoro oonuta. OHak IIPOrHo30B8a-
HWUI 32 MOJISIPHUMHE TiTBIIME KapPiOTHIT 0OI[HTA MOSKE Oy TH XUGHUM
y 6% Bumazkis [19]. XpomocomHi anomarii I moziry meito3y Busis-
JstioTh iprbmsHo y 31% Bunakis, anomaii I noginy meiiosy
et opyiens I moziy — y 29%, i30b0BaHi XpOMOCOMHI aHO-
mauii 1T moziny — y 40% [18]. Buxopucramst 9in-opiBHsIbHOT re-
HOMHOI ri6pmm3aui'1’ JULS TOCJL/KEHb Ha MOJIAPHUX TLIbLAX 103BO-
Jnste foesiray i 30% BariTHocTeii Ha eMOpioTparcdep (17% Ha mova-
THI IUKJT) Y T/1bOBI# TPy MarienTok Bikom moHaz 35 pokis [19].
Jlanwii Buji MIArHOCTUKU MPOBOSTH TEPEBAKHO Cepell eTHIUHNX
Py, B IKMX MPOIE/ypa MepeliMIIaHTaliiHIX JI0CITiiKeHb 0OMe-
JKeHa MOMEHTOM 3aIlTiIHEHHS. Y TaKUX BUIIAKAX MOXKE IOCIIKY-
Barwucs Jmie I ossipre Tisibite. Xova, IT nossipre Tisibiie Moske Oy-
TH MPOAHAI30BAHE JI0 MOMEHTY 3JIUTTsI OAThbKIBCHKUX TIPOHYKJIE-
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yciB, 10 noTpebye KPiOKOHCEpBallii 0oluTa Ha MPOHYKJIeapHii
cTazii. 3a HAIBHOCTI TEXHIYHNX MOJKIIMBOCTEH OTPUMAHHS Pe3yJIb-
Tary npotsrom 9 roa micsist Gioricii, KpiokoHcepBalii iAo T
OOIIMTH 3 XPOMOCOMHOIO/TEHHOIO aHoMamiel. OcKiTbku BBa-
JKAETBCS, 110 3UTOTa YTBOPIOETDCS TIPU 3JIUTTI IPOHYKJIEYCiB, @ aHO-
MaJIbHi OOIIUTH HEe PO3MOPO’KYIOTHCS YU HE KYJIbTUBYIOTHCS 3 YTBO-
PEHHAM TeHETUYHO aHOMAJILHUX eMOPIOHIB, TaKMI IiAXi/ € Ipuii-
HATHUM Y BHIAQJAKY 3aKOHOAABYMX YU PEJriHUX OOMEKEHb.
A. KyJieB 1Iporonye BUOKPEMUTH IarHOCTUKY IIOJLAPHUX Tijlelb B
OKpeMuii Kiac nmpeeMOpioHaIbHUX J0CTipKeHb [18].

Bioricito Gracromepa MPOBOAATD TPU JOCSITHEHH] eMOPIOHOM
6—8-kuriTuHHOi cTaztii — 3-s1 106a po3BuTKy (72 roj micsist aciipartii
omikymniB). 3a3Buyail BIIydacThes ofiHa KiriTiHA. OHAK Giorncist
HaBiTh OftHi€l KmiTHHN Ha 34—39% 3HIIKYE IMIUTAHTAITIITHII 110~
Tenuian em6piona [20] i ma 10% — wacroTy HacTaHHs BaritHOCTI
[21]. TIpu 3acTocyBaHHi Yin-MOPiBHIBHOT TEHOMHOT TIOpHM3aItii
B HepeiMITAaHTAIIHUX AOC/IPKEHHSIX JIaCTOMEPIB BAAETHCSI 10~
csrayTu 110 69,23% saritHocteil na emGpiorpancdep (poru 43,9%
6e3 niposesienHst ITT/T), 3HUBUTH YacTOTY GaraToIIiHUX BariTHO-
creii i3 34,38% 1o 8,33% Tpu BUKOPUCTaHHI TAKTHKY CETEKTHBHO-
ro neperocy oanoro embpiona (eSET) Ta 3HU3UTH YacTOTy HEBU-
HoIIyBaHHs BariTHOCTI 3 26,06% 1o 11,11% [22].

Biorcito TpodekrogepMaibHOi 000JOHKU MPOBOAATDL Ha CTaii
Gracrormern (5—-6-a 1o6a po3BUTKY). AHAII3 KITHH TPODEKTO-
JIEPMU i3 3aCTOCYBAHHAM Yill-ITOPiBHAIBLHOI TeHOMHOI riGpuausarii
JI03BOJISIE OTPUMATH KJIiHIYHY ebekTnBHicTh 70,9% BariTHOCTEl Ha
eMOpioTpancdep Ta MPaKTUYHO YHUKHYTH OaraTOILTiIHUX BATiTHO-
creii [23]. Cepen nepesar TpodekToiepMaibHOi GioTIcii Besinke 3Ha-
YEHHSI Ma€ MOK/IMBICTb BUKJIIOUEHHST MO3Ail[U3My, 1IOTIPaB/a, He-
006Xi/[HO Bi/[3BHAYUTU HU3BKY HIMOBIPHICTH PO3XOPKEHHS XPOMOCO-
MHOTO HabOPy BHYTPIlITHBOT KJIITHHHOI Mach Ta KJHTHH TPO(eKTO-
JIEPMH, TI0 CTIOCTEPITAETHCS ¥ 5,8% BUMAZIKIB Ta CTOCYETHCST B OC-
HOBHOMY aHEyIIoifHux eMopionis [24]. PoGora 3 Gracroructamu
BUMATa€ MOKJIMBOCTI BeIEHHSI eMOpiosoridHoio J1abopaTtopieio
6JIaCTOLMCTHOI KyJILTYPH i 32 BIACYTHOCTI TEXHIYHOI MOJKJIUBOCTI
BUKOHAHHSI  JIOCHI/UKEHHS  TIPOTATOM 100U,  NPOBEJIEHHS
BiTprIiKAIlii 3 HOAAIBIIIM TIEPEHOCOM eMOPIOHIB Y KPiOIMKIIax.

3po3ymiso, 10 KiiHiyHa e(heKTUBHICTb 3aCTOCYBAaHHS Me-
TOJIIB TlepeliMIIAHTAIIIHOT ZIIarHOCTUKY He € TIPSMUM CBiflueH-
HAM Pe3yJbTaTUBHOCTI BUKOPUCTAHHS KOHKPETHOTO METOMY, a

CIIYTYE iHTETPATLHUM MOKA3HUKOM e(DeKTHBHOCTI POOOTH yCix
3aJTy4eHUX MiZPO37IiJiB, BKIovaoun Kiainiune Bipginenns [IPT,
eMOPIOJIOTIYHY Ta MOJIEKYJISPHO-IUTOTCHETUYHY J1a60paTopii.
Tosx, sKicTh POGOTH KOKHOTO YYaCHWKA JiKyBaTbHO-IiarHOC-
TUYHOTO IIPOIIECY Ta B3AEMO/IiS MiXK HIMU € BAarOMUM Mojidika-
TOPOM OTPUMAHUX KJIIHIYHUX Pe3yJIbTaTiB.

MeToam nepepiMmnnaHTaginHux
reHeTUYHUX AOoCioKEeHb

XpoMOCOMHI aHOMaTii eMOPiOHIB € OZHUM 3 OCHOBHUX (haK-
TopiB nopymenns immianTarii. IloBTopna BizcyTHicTh iMILTaH-
Taiii, sk hopma Hertigsa, Moxe OyTH 3yMOBJIEHa KOMILIEKCOM
[IPUYMH, OCHOBHMMU cepell AKUX € IeHeTHYHi, aHaToMiuyHi Ta
ropMoHasbHi. EMOpioHanbHuil (haKTOp € KIIOYOBHM, OCKIJIbKA
Bin Ha 70% BuaHavae iiMoBipHicTh iMIIanTanii [23].

Tak, 3a IaHUMU JOCITITHUKIB [25], 3a/1eKHO Bil BUGIPKH, YacT-
Ka aHeyIuioianux eMOpioniB Moske BapitoBati B Mexkax 40,5—60%.
3a omybuikoBanuME pamiiie BiacHumu ganumu Koiniku perpo-
aykrusnoi memununu  «Haxig» 1pu mosnHorenomHomy Iie-
PeiMIUIAHTAIITHOMY CKPHHIHTY eMOPIOHIB MAIliEHTIB 3 MHOKIH-
HuMH HeBammu cripobamu JIPT yacTka aneyioinanx eMOpioHis
cranoBuia 48,99% [26]. Sk mpaswio, aneymioiii eMOpioHiB MAIOTh
Mmarepuncbke noxomkents (o 80-90%) [17, 27, 28], pimme —
Garbkisebke (10 10—20%) i 1ie Ha MOPSAIIOK Pijiie — MITOTHYHOT
[IPUPOJIY, 110 BUHUKAIOTh Yepe3 HePO3XOKEHHA XPOMOCOM Y IIPO-
11eci leO6JI€HH${ aurotu. [le cBigunTh po HeoOXiHiCTh BceGiuHOro
06CTe)REHHS OAPYKHBOT APy 3 GE3IUIIAM Ta 3BePTAHHS 3HAYHOT
yBaru Ha pakTopu PU3NKY 3i cropoHn Matepi. OKpiM TOTO, OTHIM
i3 KMo4OBNX (haKTOPIB, 1[0 HAHCUIIBHIITIE KOPEJIIOE 3 4aCTOTOIO PO3-
BUTKY 11aTOJIOTI I1JI0JA, € TPUBAIICTD I1ePIOLy Ge3IL/y, Mo He-
MPSIMAM YMHOM JIOJIATKOBO THIKPECITIOE T€HETHYHY OOTSIKEHICTh
0ci6 i3 Ge3IUTiyIAM, BUIIJISTIOUH iX B OKpeMy TpyIty pusuky [29].

Bigomo, 1o 10 60% oonutiB MaioTh XpOMOCOMHI anoMaii
[30], i marmii moka3HUK 3a/I€KUTH BiM BiKY JKiHKH, CTPIMKO 3pO-
cTaun micsst 35 pokiB. 3aluTiHEHHST TAKUX SHIIEKTITIHH MOKe
[IPU3BECTH JI0 XPOMOCOMHUX aHOMauIiil y emGpionax. [lepeBaskia
OiIBIITICTH XPOMOCOMHKX aHoMaJliii € 6acTo- Ta emGpionarisMu,
SIKi CIIPUYMHSIIOTH BiZICYTHICTD iMILIaHTaIlii a0 MUMOBIJIbHI BH-
KUJHI Ha paHHiX TepMiHaX BariTHOCTI.

Buxknaznene Buiie niaTBepaxye, 1o nepeAiMIIanTaliiHuii re-

Tabnmuysa 3

OcobnuBocTi 3acTocyBaHHA okpemux metogis 3 metoio MM emGpioHiB

Mpuknagu

Moka3aHHsa

MeToay 06MexeHOoro XxpOMOCOMHOIO CKPUHIHIY

- Knacuyna MNJpP

3acHoBaHi Ha sBuwi | MJIP B pexumi peanbHOro yacy
amnnidikauii . CekBeHyBaHHS

(MJIP-giarHocTmKa) . ®OparmeHTapHuin aHania

- MiHicekBeHyBaHHsI/Mac-CnekTPoOMETPIN

- JliarHocTnka MOHOreHHoi naTtonorii

. Cenekuist embpioHa 3a HLA-reHoTUnom
- BuaHaueHHs pesyc-dakTopa emOpioHa
« O6MEXEeHN XPOMOCOMHUIA CKPUHIHT

FISH-meToan . FISH-aHani3

- OBbMexeHUI A XPOMOCOMHUI CKPUHIHT

- 36anaHcoBaHi XxpOMOCOMHI Nepebynosu y 6aTbkiB
- MeBHi BUNaakun He3banaHcoBaHWX

XPOMOCOMHUX nepebynoB

- BuaHaueHHs ctaTti embpioHa

MeTtoau NOBHOreHOMHOIro CKPUHIHIY

Yin-pgiarHocTuka

- Yin-nopiBHsANbHa reHoMHa ribpuamnsadis

« CKPVIHIHT YCbOro reHomy
- XpoMocoMHi nepebynoBu y 6aTbkiB
- YncenbHi HeBpani cnpobu APT

« SNP-yinu . .
« 3BMYHE HEBMHOLLYBaHHS BariTHOCTI
npu HopMasibHOMY KapioTuni nioaa
« CKPVHIHT yCbOro reHomy
. XpoMocoMHi nepebynoBu y 6aTbkis
CekBeHyBaHHS . CekBeHyBaHHS "HOBOr0" MOKOJIiHHSA . baratopasosi HeBgani cnpobu APT

"HOBOro" NOKoNiHHa | - KapiomaniHr

. 3BMYHE HEBUHOLLYBaHHS BaritTHOCTI
npyv HoOpMasnbHOMY KapioTuni nnoga
- JliarHocTnka MOHOreHHoi naTtonorii
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NEKUWMUN U OB 3O0OPDbI

HETUYHUI CKPUHIHT Ha ITPe/IMeT XPOMOCOMHIX aHOMAJTI i € /TiEBUM
MeXaHi3MOM Mi/[BUIIeHHS pe3yabTatuBHOCTI I PT-1mmxris.

Cyuacti MOXIUBOCTI MOJIEKYJIAPHOI AiarHOCTUKU 3yMOBH-
JIM BUKOPHUCTaHHS BuUcOKouyTauBuX MetoziB III'/[, B ocHoBy
AKX TIOKJajieHe SJBUuIle ri6pMz[I/I3aui‘1' HYKJIEIHOBUX KHCJIOT. ix
MOJKHA PO3ALIUTU:

— 3a TTTMOMHOIO TOCIiIKEHHS Ha:

« Metozu obmexenoro ckpuninry (FISH, monimepasna
slanigorona peakiuist — [1JIP);

o METO/I TIOBHOTEHOMHOT'O CKPUHIHTY (4ill-/liarHOCTHKA,
CeKBEHYBaHHS «HOBOTO» ITOKOJIHHS, KapiOMaIIinr);

— 32 NPUHIUIOM J{arHOCTUKKM HA: METOJM, 3aCHOBaHi Ha
spuii amiutidikarii (IIJIP-mertomm), dharyopectieHTHOI ribpuin-
3amii in situ (FISH), Ta win-giarnoctnka, BKJIIOYHO 3 CEKBEHY-
BaHHSIM «HOBOTO» TIOKOJIIHHSI.

Oco6MBOCTI IXHBOIO BUKOPUCTAHHS /IS 1iarHOCTUKU TeHe-
THYHOI aTosiorii y eMOpioniB HaBeeHi B TabI. 3.

KoskeH i3 HaBeJleHMX MeETOJIB 3aCHOBAHWII Ha JeTeKIlil
yHikampHuX nocrigosrHocteil JIHK, onHak Hu3Kka MeTOXMYHIX
0cOGJIMBOCTEN 3YMOBJIIOE NIEBHI EPEBari 3aCTOCYBAHHST KOKHO-
IO 3 HUX Y KOHKPETHOMY BHUIIAJIKY.

Ilepenimmuanraniiini reneTuuHi JoCiKeHHS i3 3acTocCy-
Banuam metony [1JIP.

Metoau I1JIP matoTh mupoki giarHocTHYHi MOKJIUBOCTI, O/1-
HaK IXHbOIO TOJOBHOIO OCOOJUBICTIO € [ETeKIlis KOPOTKUX
yHikaabHux nocsigosuocreil [THK, 3 unm i nos’sizani o6mMeskeH-
Hs IXHBOTO BUKOPUCTAHHSI — MEPEBAKHO 3 METOI0 JIiarHOCTUKU
HOCilicTBa reHHO1 MaTOJIOTii.

Cepe/l 1iarTHOCTUYHUX MOKJINBOCTEH BAPTO BUOKPEMUTHU TaKi:

o IIPAMA JiarHOCTUKA TeHHUX MYy Talliiii;

o HerpsiMa JlialHOCTUKA TeHHUX MYyTallii;

o HLA- ta pesyc-cenekiis eMOpioHiB;

o CKPUHIHT aHeymIoifiil (oOMexeHnit).

3p0o3yMiJIo, 1110 PobOTa 3 0OMEKEHOIO KIJIBKICTIO TEHETHYHOTO
MaTrepially 3YMOBJIIOE JiBa OCHOBHI MOMEHTH: MOKJINBICTb
JIOCJI/PKeHHST HeBeJINKOI KiJIbKOCTI I[I/JIbOBUX IIOCJIIOBHOCTEN 3
OJIHI€T KJIITUHU Ta BUCOKA HMOBIPHICTh MIarHOCTUYHOT TTOMUJIKI
yepes sIBUTIE «BUTAMIHHS aesist> (~25% st oqHiel kmitiuanm). 13
METOIO BUKJIIOUEHH OCTAHHbOTO 11i/f Yac AiarHOCTUKN KOHKPETHOI
MyTallii BBOIUTHCA TOCTIKEHH 3UCIIIEHNX i3 HeI0 MapKepiB, 110
32 CBOIO CYTTIO € mnoJiiMopdizMaMu OJMHUYHUX HYKJIEOTH/IiB
(SNP) uu koporkumu Tangemuumu nosropamu (STR). Bukopu-
CTaHHS KOXKHOTO OKPEMOro 34ellJIEHOTO MapKepa 3HUXKYE
HMOBIpHiCTD oMUIIKK Ha 25% Bizt nonepeanboi. [3 MeToio Bubopy
3UerIeHNX MapKepiB A011iJIbHO (DOKYCYBaTH yBary came Ha BHCO-
KomnoiMophHMX 1X BapiaHTax, 1O pO3TAIloBaHi Ha BiJCTaHi He
Ginpmiii 3a 1-5 cM (o 5% iimoBipHOCTI pekomOiHallii), onTH-
MaJIBHO — /10 2,5 ¢M. 32 MOKJIMBOCTI BAPTO YHUKATU [HHYKJIEO-
TiaHnx STR-MOBTOPIB 4epe3 GiJiblny HMOBIPHICTD MOMUIKN
JIHK-nonimepasu 1 yac cuHTe3y HYKJIEOTHIHOTO JIAHITIOTa Ta
obmeskeny poapisbry 3parnicts QF-TIIJIP. I3 naBemenoro crae
3PO3YMIJIOI0 JIOIIJIBHICTD OIIHIOBAHHS [[IarHOCTUYHOI iH(opMa-
TUBHOCTI JIJI1 KOSKHOTO OKPEMOTO BUIIQ/IKY Ta HASBHOCTI 3HAYHOI
GiGrioreku TpaiiMepis. B ymoBax HEOOXiZHOCTI JOCIIZKEHHS
KIJIbKOX JIOKYCiB O/IHOYaCHO BJAIOTHCA /IO CTpATErii «THi3/10BOI»
[IJIP (3 metoro momepennboi amiumichikariii 1ibOBUX perioHiB)
abo moBHOreHOMHOI amruridikarii. [Tigumentio iHbopmMaTHB-
HOCTi JIIarHOCTUKK Ta 3HIKEHHIO IMOBIPHOCTI «BUTQ/liHHS aJie-
JIs» CIIPUSE TaKOK PoboTa 3 KJIITMHAMK TPO(hEKTOAEPMAIbHOT
060JIOHKM, OCKIJIbKY T1iji yac Oiorcii BaaeTbest oTpuMary (par-
MEHT, [0 CKJIAJAEThC, SIK TPABUJIO, 3 TOHAM 5 KT THH.

Ha BinMminy Bif asroput™y, 0 BUKOPUCTOBYIOTD JIIS Tap-
reTHOI JiiarHoCTUKY MyTallii, ckpuHinr aneyioiniin ta HLA-Tu-
[yBaHHst eMOPIOHIB IPOBOJSATH 3 BUKOPUCTAHHAM KilbKoX STR-
JIOKYCiB Ha JIOCIKYyBany Xxpomocomy. OiHaK 3po3yMiJio, 1o B
TaKMX BUMAJKAX JiarHOCTUKA 30alaHCOBAHUX XPOMOCOMHHX TIe-
pebyI0B Ta MiKpO/IEIEIiil € HEMOKIUBOKO.
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Man. 1. ®parmeHT nepepiMnaaHTauiiHOi reHETUYHOT
piarHoctuku metogom MJIP B pexumi «peanbHOro yacy»

3 npuBoAy NoNikiCTO3y HUPOK: a — eMOpiOH, Lo He € HOCiEM
reHeTu4Horo gedekry; 6 — eMOpioH — HOCI/ JOMIHAHTHOI
MmyTauii ¢.9564_9566delCAA (p.N3188Kfs) rena PKD1

y retepo3vurotHomy craxi [4]

Bigyasizarist pesysibTaTiB peakitii Moske BiftGyBaTUCS HIJISIXOM
resib-eieKTpodopesy, (uryopeciieHTHOI meTeKIri 3a KiHIEeBOIO
TOYKOIO UM B PEXKUMI «peasibHoro yacy» (Mair. 1), cekBeHyBaHH:,
MiHicekBeHnyBaHHs, KaIiIsIpHOro eleKTpodopesy (MalL 2).

[TizcymoByroun HaBe/ieHe, MOJKHA (hopMasTi3yBaTH TaKi HEJIOJIKN
Bukopuctanss I1JIP y nepefiMiianTaliiitH1X 10CI/IPKeHHSIX:

— aHasi3 0OMEKEHOT KiIbKOCTI JIOKYCiB;

— BUCOKA HMOBipHiCTh KOHTaMiHaIIii;

— MOXKJINBiCTD HeeekTUBHOI amIuTidikaitii;

— sBUIIE TTIepeBayKHOT aMILTihikallii Ta «BUMIAIHHS ajiess;

— HEeMOKJIMBICTH AeTeKLii Mikpogeewili, 306ajaHcOBaHKX
XPOMOCOMHHUX TIepeGy/I0B, MOJIMIOILT;
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Man. 2. Mpwvknag nepegiMnnaHTauiiiHOi AiarHOCTUKU emOpioHa
3 Tpucomielo xpomocom 19 Ta 22, a TakoX embpioHa

3 mMoHocomieto xpomocomu 1 [31] i3 3acTocyBaHHSM MeTopy
NP T1a kaninsapHoro enekrpodope3sy (QF-MJIP)

a5



— HeOoOXiAHICTD II0NEPEeHbOr0 OLHIOBAHHS AiarHOCTHYHO]
indopMaTUBHOCTI MOAPY>KHBOI apy;

— HeoOXiAHiCTh HasBHOCTI ITMPOKOT GibarioTekn mpaiimepis.

HoBum kpokom y po3BuTKy mnepefimiuianTaiiiinoro [1JIP-
JIOCTIIKEHHsT cTasia MoAu(iKallis, 10 3a0e3Ieuye MOKIUBICTD
[IPOBE/ICHHS YMOBHO [TOBHOT€HOMHOTO CKPUHIHTY, B OCHOBI SIKOTO
JieskuTh gButie KimbkicHoi [LJIP [32]. [Ipartiotoun 3 TpodexTozmep-
MOIO, aBTOPAM B/IAJIOCST HiBEJTIOBATH SIBUIIE «BUITAIIHHST AJIeJIsT> Ta
3a0e31eYnTy TOUHICTh AIarHOCTUKYM Ha piBHi 98,6%. OnHak mpo-
BeJIeHHsI peakilii morpebye BUKOHaHHs KibkicHoi [IJIP B pexkumi
«peasIbHOTO Yacy» 3a 96 JToKycaMu B 4 IOBTOpAX, 110 BUMArae I1o-
CTaHOBKH OJIHOTO 384-/IyHKOBOTO IJIAHIIETY Ha eMOPIOH i 3HAYHO
oOMesKy€e TIPOMYCKHY 3/aTHiCTh JabopaTopii, He BUpIlIyIOUYN
pobJieMy BUKJIIOYEHHST MiKPOJIEJIEIiTHUX CHHIPOMIB.

Bianosigno o 3sitie PGD Consortium, 3a 1997-2008 pp.
acorfiitoBaHUMH YieHaMu GyJI0 IPOBeIeHO 4763 IUKIIIB i3 BUKO-
puctanusm [IJIP-giarnoctuku, mo ckaagae 6;m3bko 18% ycix
nepemiMIIaHTariitanx gocaiskenb. Cepen nux 4578 — Baacue
nepeiMIIanTalliiiHa JiarHocTKa, B TOW yac sk Juire 182 —
BU3HaYeHHsI crari eMOpioHiB Ta 3 — 0OMeKeHuiT epeimMITaH-
Taniitnuit xpomocoMuuii ckpuninr [33].

CsiToBi Tenzmentii Buxopucranus [IJIP y mepenimmian-
TaliiHill fiarnocTulli XapakTepusyIoThes OCTYIIOBUM 3POCTaH-
HSAM YaCTKU JIOCJIi/)KEeHb, IIPOBEJICHUX JIAHUM METO/IOM, SIKi cTa-
vHom Ha 2008 p. cranoBmam 25,3% mepemiMmaaHTAI[ilHUX
nocaikens [33—37]. Onnak napasi [IJIP-meron, 3a Buk/iouen-
HSM J[iarHOCTUKU MOHOTE€HHOI 11aTOJIOTii, BUTICHSIETbCS MeTO/a-
MU TTOBHOT'€HOMHOTO CKPUHIHTY.

dnyopecueHTHa riopuausauis in situ

FISH-meTon 3HAIIIIOB MIMPOKE 3aCTOCYBAHHS /IS TIPOBE/ICH-
s [TT]], BpaXoBYIOUH HOCITB 30aTaHCOBAHUX CTPYKTYPHUX XPOMO-
COMHUX 1epedy10B. 30Kpema, cTaHoM Ha Kiterb 2008 p. wienamu
PGD Consortium 6yJio nposegero 21 829 JTPT rukiis i3 3actocy-
BauusM Metozny FISH s niarnoctiky XpoMocoMHUX aHOMAIiH
[33], mo cranoBuio 6ausbko 82% BUIMAAKIB NepexiMILIaH-
TalliHUX JI0CHiKeHb. Pe3yabraTt paH/oMi30BaHUX JIOCTi/IZKEHb
JIOBOZIATDL KJiHiuHYy edexTnBHicTh mposexenus III/] metomom
FISH y rpynax nauientis i3 neunomryBanuam [38—41], tsoxxum
YostoBiurM haktopom Gesruiyis [42] Ta cepelt KiHOK BiIKOM TIOHA/
35 pokiB [43, 44| 3a paxyHOK MiBUIIEHHST YaCTOTH HACTAHHS
BariTHOCTI Ta 3HIKEHHA PU3UKY MUMOBLIbHUX BUKWUIHIB IiCJIsA
mporpam /IPT i3 [II'/l. OxHak icHye HM3KA AOCTIKEHD, Y SKIX
kiiniuny ebexrusnicts meroxy FISH y TIT/] BusiBiiero He Gymio
[45—-49]. HesBaskaioun Ha NeBHi METOAMYHI OOMEKEHHS JAHUX
POGIT (HAPUKJIAJ, HEKOPEKTHUIT Miabip rpyn KoHTpoJIo [46, 48],
3ryGHuii BB Gioricii fBOX OsacToMepiB Ha KUTTE3AATHICTDH
emOpionis [45, 50], Bucoka yacrtka eMOpioHiB (€3 AiarHOCTHKN
[51]), BimcyrHicTs 3pocranis yactotu iMruiantarnii rmicsst TTT]T
MOJKHA MOSICHUTH JiarHOCTHYHIMU oOMeskeHHsiMu Metoy FISH,
Kl YHEMOMKJIMBIIIOIOTH — IIPOBE/IEHHS  [TOBHOXPOMOCOMHOTO
CKPUHIHTY. 3aCTOCYBaHHS IT'SITU KOJIbOPIB BIIMIMOTO CIICKTPA TSk
MiveHHsT TiOPUM3AIiiHUX 30H/IB OOMEKY€E KiJIbKICTh JIOKYCIB
XPOMOCOM, KOIIHHICTh SKUX MOXKHA BU3HAYATH OJHOYACHO, /IO
m'aTH. AHaJI3 0/IATKOBUX JIOKYCiB (2 HasBHICTDb 260 Bi/JICYTHIiCTb
[IEBHOTO JIOKYCY €KCTPAIOJIOEThCS Ha HAsBHICTD a00 BiZICYTHICTD
LiJI01 XPOMOCOMM) BUMAra€ IpPOBEJEHHS JIOJATKOBUX payH/IiB
riépuausaii, 3 KOKHUM 3 SIKUX 3POCTa€ HMOBIPHICTH MOMUJIKU.
Tomy 3a imeasbHUX YMOB TEOPETUYHO MOXKJIMBO ITPOBECTH IIO-
Hali6isbie 3 payHau riGpuansartii i3 1ocmipKeHHsIM 15 XpoMocoM.
Jlna mposenennst [II/1 meromom FISH 3acrocoByioTs cymimt
30H/IiB Ha TIE€BHI JIOKYCH THX XPOMOCOM, aHEYIUIOi/Iil0 SIKUX Haii-
yacriie peecTpyioTh y eMOpioHax Ha 3-10 7100y PO3BUTKY (XpOMO-
comu 15, 16, 21, 22) ta THX XPOMOCOM, HEMO3aidHi aHeYILIOiIii
SIKUX HalyacTilre cyMicHi i3 JKUBOHAPOKeHHAM (XpomMocomH 13,
18,21, X,Y) [52]. O6meskena KiJbKiCTh XPOMOCOM IIPU3BOIUTD JI0
obmeskenoi fiaraoctnynoi tinrocti meroxy FISH s TIT/T. 3a
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6 — I y noapyxHeoi napu, fe YoMoBik — HOCIH TpaHcnokauii
45,XY,der(5)t(5;15)(q35;q11),-15. Em6pioH xiHo4oi ctarti 3i
30anaHcoBaHuM BapiaHToM cerperauii 6aTbKiBcbkoi
TpaHCIoKauii Ta YacTKOBOIO MOHOCOMIEIO 3a [JOBIMM IJie4yem
xpomocomu 22 (arr CGH 22q11.1-q.13.33 x 1), wo Brmoyae
B cebe komnnexc cumnromis CATCH 22 (Cuxgpom Li-Axopaxi,
LinpuHTueHa (Beno-kapgiogayianbuuii)), i He 3any4eHoi 40
AiarHoCcTOBaHOi XpOMOCOMHOT nepebysoBu Gatbka

St e g P,

Man. 3. MepeaimnnaHTauiiiHi reHeTUYHI BOCNIAKEHHS
metogom MIT [57]

mMaHmMi Munne Ta KOJIeT, TOCTiZKEHHST 5 XPOMOCOM JI03BOJISIE BU-
apyaT 28—31% aneynioifiil nepeaiMianTaiiinux emMopionis, 9
xpomocom (13, 15,16, 17, 18, 21, 22, X, Y) — 70-72% aneyruioiiii,
12 xpomocom (+8, 14, 20) — 79-80% amneymuoiniii [53]. Cyuachi
JLOCJLJIKCHH, IIPOBEACHI METOLOM IIOPIBHAIBLHOI TeHOMHOI Iipu-
JI3aITii TIOKa3aJIH, 10 A0CTiKeHHS 12 XPOMOCOM /103BOJISIE BUSIB-
sty Jmrre 68% XPOMOCOMHUX aHOMATH TepeliMITTaHTaIli THITX
emOpionis [52] (ocsiraioun, 3a HAIIMMY BJIACHUMU JTAHUMH, TOY-
HOCTi miarHOCTHKY /10 74,8-78,3% [26]), — i swmre 3a ymoBH, 10
FISH-piarnocTiKy npoBoiiTh 3 ineanbuoro TounicTio. OpHak, Ha
skaiib, Meroy FISH Gpakye To4HOCTI Ta BiITBOPIOBAHOCTI JIJIST PO-
6oty Ha ojtHiN KytiTuHi. TTo-nepiire, A7t MPaBUIIBHOTO TIPOBEICHHST
FISH-piarnoctukn HeoOXiHOIO € ONTHUMaJbHA IIJATOTOBKA Ma-
Tepiasty — npaBusibHa (ikcaltist sijpa 3i 30epesKEeHHAM JOCTYTHOCTI
XPOMATHHY st riGpuii3altii Ta MiHiMi3aIli€ero PU3UKyY HaKIaaH-
HS CUTHAJIB, 110 BUMAra€ BUCOKOTO PiBHA TEXHIYHMX HABUYOK
creniazictis [54]. Ho-mpyre, skouui 1pobu (Hi KOMepIiiHi, Hi pu-
rotoBaHi y saboparopii) He J03BOJSIOTH JOCSATHYTH TiOpHu-
sariitaoi edexrrBrocTi y 100%, 1110 CBiMUTH TPO PUBKK OTPUMAH-
Hst apreakTHUX MOHOCOMIFT Yepes BiacyTHicTh ribpuu3arii. [To-
PyIIeHHsT TiGPUAM3AILi MOKYTh TAKOK CIOCTEPIiraTH TIPU Helpa-
BUJIBHOMY TIPUTOTYBaHHI MaTepiajy: HAPUKJIAI, TIPY TTOPYyIIeHH]
menarypatii riGpuausargiiinoro caiity. ITo-TpeTe, ananis pesyiib-
TariB riGpuAKM3aLii 3a/IMIIACTHCA JOCUTh cy6’eKTI/IBHI/IM Ta BUMarae
MEBHUX HABUYOK. 3OKPEMa, iHOJI MOXKHA CIIOCTePiTaTh HaKJIa1aH-
HS CUTHAQJIB, PO3TalllyBaHH:A X y PI3HUX ILIOUIMHAX, CBiYEHH:
CMITTs1, 110 Harajye curHaau, abo PO3IIEIJIEHHs CUTHATY HA J[Ba
JIOMEHU 3 YCKJIQJIHEHHAM iHTepIpeTaltii pe3yJbTaTiB. Y Takux BU-
T13/IKaX IIPOBOJISITH IOJIATKOBHIT PayH/L ri6p1/1/:uxlsaui'1' i3 3o0HaMHU 710
JIOKYCIB THX CAaMUX XPOMOCOM, aJie iHIINX PaiioHiB.

Buxopucranus Takoro miaxomy 103BOSE CYTTEBO ITiIBUIIN-
TH TOYHICTb JiarHOCTUKY [33].

3a pannmu PGD Consortium, i3 12 620 nporpawm I1I'/], ipo-
BeleHUX i3 BUKopucTanHaM Metoxy FISH, sapeecrpoBano 12
BUIAJKIB TOMUJIKOBUX jiarHosiB (0,1%), IPHUMHOIO SIKUX MO-
JKYTh 6yT1/1 SK MO3ailU3M HepeAiMIIaHTaliiHuX eMOPiOHiB, Tak
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i Texniuni obmeskerst meroxy FISH [55]. Tomy micst mpose-
nenng III'/] y Bumazky HacTaHHS BariTHOCTI MaIfieHTaM pPeKo-
MEHAYIOTb IIPOBEACHHA iHBa3UBHOI IIpeHaTaJbHOI AIarHOCTUKU
1711 Beprdikallii HOpMaIbHOTO KapioTHITy TITO/A.

Taxum unaoMm, nposesenns 11/ meronom FISH 3 cyBopum
nporpumanusam pexkomenganiii PGD Consortium 3 KoHTpoJIO
sIKOCTi [56] 103BOJISIE IOCITIKYBATH aHEYTIONIIT OKPEMUX XPO-
MOCOM Yy TIepeAiMILIaHTalliiiHuX eMOpioHax, OJHaK He Ja€ 10-
BHOT'O ySIBJIEHHSI ITPO IXHill KapioTu.

MopiBHANbHA reHOMHa riopugusauia

HoBo10 cX0MHKOI0 PO3BUTKY Tl€pe/liMILIaHTALiiHOT [iarHo-
CTHKY CTaJIa iMIJIEMEHTAIlis y TTPAKTUKY HAYKOBUX J0POOOK TI10-
JI0 Yill-JIiarHOCTUKH, 30KPEMa, MOPiBHSAIbHOI TeHOMHOL ri6p1/1/11/1—
danii (IITT). Metox 103BOJISIE TIPOBOAUTH OJHOMOMEHTHUI
CKPUHIHT yCbOTO FeHOMY Ha IIPEJIMET aHeyTIoi/Iil, a Takoxk Hajla-
BaTH KiJIbKiCHY XapaKTEePUCTUKY OKPEeMUX [iJISHOK XPOMOCOM
[57] (mau. 3). 3a3naueHe CrIPUAIO POSMIUPEHHIO iArHOCTUUHUX
MOSKJIMBOCTEH, Mi/IBUIIIEHHIO TOYHOCTI 3aK/JII0YEHDb Ta IIBUIKOMY
BIIPOBA/UKEHHIO MeToAy y Kiiniuny mpaktuky /JIPT-kuinix. Ha
cporoziti III'T € naitysxuBanimmm metogom cepes seankux [1T/1-
naboparopiil. OkpeMmi gaHi 11010 Pe3yJIbTaTUBHOCTI METO/LY BiKE
MIpe/ICTaBJIeHi y MiKHAPO/IHIN HayKOBilt jitepatypi [24, 58—61].

Cepejt niepeBar MeTo/y J0LiJIbHO BUALINTH TaKi:

o BHCOKa po3/iiJibHa 31aTHiCTh (Big 1 MJTH 11.H.);

o CKPUHIHT YCIX XPOMOCOM Ha TIpe/MeT He30alaHCOBaHUX Tepe-

Gy/10B, BKJTIOUAIOUH MIKPOZEIENTifiHi Ta Iy TuliKaltiiiti aHoMarii;

o 00’€KTHBI3AIlisT TIPOLIECY aHATII3Y PE3YJIbTATiB.

Cepen 00MeKeHb JIOIIIbHO BUOKPEMUTH:

e YYTJIMBICTD 0 SAKOCTI BUXIZIHOTO MaTepialy;

o HEMOJKJIUBICTD JeTeKIlii 36aJaHCcOBaHUX XPOMOCOMHHUX I1e-

pebyoB;

« 0OMesKeHa MOKJIUBICTD JIeTeKIIii MO3ailu3My Ta IOJHILIOLAIL.

ITpouec K0CTiaKEHHA € cTaiiinuM i BKaiovae B cebe Giorciio
3pasKa, [OBHOTEHOMHY aMILIi(ikalliio, MideHHs, Tibpuansario
Ha MiKpodYinax, Bi[MUBKY Ta CKaHyBaHHs 3 HACTYHHUM 00P0O-
JIEHHSIM Ta iHTepripeTailicio peadysabTatis. /locaizskeHHsm nepe-
KPUBAETHCS OJIM3BKO 25% yChOro reHOMY, 1110 3a0e311e4ye TOUHY
JNIarHOCTUKY Ta JOCTATHIO Yy TJIUBICTD /UL BUABJICHHS MIKpoOJe-
JIEHHUX AyTUTKaIifHuX aHoMaJTiil.

OCHOBHUMU KpUTEPisAMHU 1JIst igeHTrdikailii He3basaHcoBaHX
XPOMOCOMHUX aHOMAJiii € BiZIXMJIEHHSI cerMeHTa Bijl i3ou1inii 1po-
(haiina Ha Besmunny 3xSD a6o *0,3 log,-ratio [61]. Xoua dakrny-
Ha BeJIMUMHA 3MIIIEHHs CerMeHTa MOJKe BiJIPI3HATHCA Bijl Teope-
TUYHOI i 33/Ia€ThCS1 3MillIEHHAM CerMeHTa X-XpPOMOCOMHU IIPU BUKO-
pucTanHi iepexpecHux 3a ctatTio pepepenrnux /IHK-konTposris.

IlepenimMmmanTariitni reHeTHYHi OCTIKEHHS MOKHA TTPOBO-
IUTH Ha OyAb-aKOMy eMmOpiosioriunomMy Matepiasi (MOJAPHUX
TinbusAx, Gaacromepax uu KiaituHax Tpodexromepmu). OmgHak
pisHmMiT Marepias y I[bOMY BHIAJKy MaTUMe IEBHI OCOOIMBOCTI
inreprperarii pesyJbrati. Tak, y BUlagKy HpeeMOpPiOHATbHUX
JIOCJTiJIZKEHb MepeibayacThCsl IPOBE/IEHHST aHAUT3Y OJIHOYACHO TIep-
LIOTO Ta IPYTOro MOJIAPHUX TLJIEIb Yepe3 MOKJINBICTb KOMITeH ALl
anomautiii I noxiny meitody anomastisimu 1 nogisty (tak 3Bani peru-
MTPOKHI aHeymnIoiii B nossapHux Tisbigix). /logaTkoBo npu anamisi
TIOJIAPHUX TiJIEIh € MOKJINBICTD 32 BEJIMUYNHOIO 3MIIIEHHST CerMeH-
Ta audepenIioBaTi He30aIaHCOBAHI XPOMATU/IHI Ta XPOMOCOMHI
anomaii. [Ipu nocmimpkenni 3minens cermenTiB Ha miarpami [IIT
GuractoMepiB HeOOXIIHO TTaM’siTaTH, 110 eMOpioH Ha 3-10 100y CBOTO
PO3BUTKY MOske OyTH MO3aiuHUM, OJIHAK caM Oyactomep (sIK OiHa
KJTiTHHA) He € Mo3aiyHnM. TakiM YMHOM, He3HAYHi Bi/[XUJIEHHS ceT-
MEHTIB JliarpaMu 3a OKPEMUMH XPOMOCOMaMM MOKYTb OyTh
posiiineni sk apredaxkTy 3 IPUIUHN Hee(heKTUBHOT TOBHOT€HOMHOT
amruridikari un gerpazgarnii JTHK camoro 3paska. Intepriperartist
pe3yJIbTaTiB aHalizy KJIiTHH TPO(GEKTOAEPMU € JIENIO CKIIA/HIIIIO0
[POIIE/IYPOIO, OCKIIbKY 3pa3ok Giorraty mictutb 3—15 kiitun. To-
MY, MOJKYTb 3yCTpidaTHCS BUNIAJKU MO3AilIU3MYy, 110 XapaKTepu3y-
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Man. 4. Mpuknag nepegiMnaHTawiiiHOI AiarHOCTUKM eMGpioHa
3 Tpucomieio xpoMocom 19 Ta 22, a TakoX emOpioHa

3 MoHocomielo xpomocomu 1 [31] i3 3acTocyBaHHSIM

MeTofly CeKBEHYBaHHSI «HOBOr0» MOKOJIIHHS

BAaTUMYTBHCS MEHIINM 3CYBOM CEIMEHTa JiiarpaMu 3a Bi/IIIOBIIHOIO
XpoMocoMoIo ((hparmeHToM XpOMOCOMM) Bijl i30s1iHii 1pu 3ictas-
JICHHI 3 BiIXUJIEHHSAM CeTMEHTa 3a CTaTeBMMU XPOMOCOMaMH. Y BU-
TIaJIKy YHCTOTO Hpodaiisa icHye AiarHoCTHYHA MOKJIMBICTD (iKCy-
Baru Mozainmam >50%. ITonpu HasiBHiCTH MyOUKariil Bi/lHOCHO
MOJKJIMBOCTI JIETEKIlii HU3bKOPiBHEBOTO MO3AillN3My METOJIOM Yill-
IITT [62], poboTa 3 eMOPiOHATIBHIM MaTePia/loM Ma€ HU3KY OITHCa-
HUX BHINE OCOOJIUBOCTEH, IO TPU3BOAATD 10 3HVKEHHS JyTJIN-
BocTi MeToy. MeToj[ He € 4y TJIMBHM JUIsl MO3ailiuaMy Hikue 25%,
aBMexax 25—50% — BUHUKAIOTD CKITAHOI 3 AnepeHIiioBaHHIM
BJIACHE MO3AIIM3MY Ta «XBWJIb», 3yMOBJIeHUX Jerpaaaricio JJHK
Y1 TTOPYIIEHHIMI aMIuTidikarti [63].

[Mosimoigist Moske OyTH 3armio3peHa Jiuiie y eMOpioHiB 40-
JIoBiuoi crari mpu jgenpecii cermenTa X-XpOMOCOMH Y
TIOPiBHAHHI 3 KOHTPOJNBHUM 3paskoM. OJHAK, OCKilbKN JIHIIe
1,8% mouinoinHux eMOPiOHIB He HECYTH iHIIMX XPOMOCOMHHX
anomauiii [24], 98,2% i3 uux 6yayTh BuGpakosaui msixom [ITT
3 IPUYMHYI HAsABHOCTI aHEYTLIOIi].

SNP-4inun
Mertoj1 € pi3HOBU/IOM BUCOKOPO3/IiJIbHOTO Yill-aHai3y, 1110 3a-
cHoBaHWN  Ha  JaudepeHIiiioBaHHi  ajeJbHUX — BapiaHTIiB

nosiiMmopdiamiB noopuHokKMX Hykaeotuais (SNP) i 3abesreuye
NPOBE/IEHHSA MTOBHOI€HOMHOIO CKPHUHIHIY Ha IIpeMeT aHeyll-
JOTi#, 0fHOGATHKIBCHKUX [MCOMIN Ta MiKpOJeIeIiiiHmx /-
JYIUTIKAiHUX XPOMOCOMHMX aHoMatiil. MakcumasibHo indopma-
TUBHIM METOJI € 32 yMOBH HasiBHOCTi 3paskiB JJHK o6ox 6aTbKkis,
10 CJTYTYIOTh BHYTPIMIHIMI KOHTPOIsIME (Mau. 5). MeToz € Bkpait
YYTJIUBUM JI0 SIKOCTI BUXIIHOrO Marepiaiy, 3a0e3redye Ha3BU-
YaifHO BUCOKY JleTasi3allilo pe3yJibTaTiB iarnoctuku. Ile moxe 3y-
MOBJIIOBaTH TPYJHOINLI iHTEpIIpeTalii, 30KpemMa y BUIAAKy He-
06XiHOCTL nubepeHIiioBaHHS AaHOMATIH, 1110 BUHUKJIA BHACJI/IOK
MopyIieHb MOBHOTEHOMHOI amruridikanii ta Mikpozeserniitanx,/-
JYTUHKAITHIX aHOMaJTIH, 0COOIMBO TIPH iX BUHUKHEHH] de 10vo y
perioHax 3 0CTaTOYHO HEBCTAHOBJICHOIO KJIIHIYHOIO 3HAYYIIICTIO.

CeKkBeHyBaHHS «<HOBOr0» NMOKOJiHHS

CexBeHyBaHHsI <HOBOTO» MOKOJIiHHSI 3apPEKOMEH/yBaJio cebe
SIK HAUMOTY>KHITITUIT METO/I TOBHOTEHOMHOTO CKPUHIiHTY. OHAK
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yepes MOJIOJIICTb METO/Ly Ta HOTo IOPOrOBU3HY BiH Hapasi 1octy-
MAETHCS 3 TONMPEHICTIO TTOPIBHAIbHIN TeHOMHIN riGpuarsaitii.

IlepeBaramu MeTo/y € IOBHOI€HOMHUI CKPUHIHI Ta MOXK-
JIUBICTD JiarHOCTUKKM MOHOTeHHOI maTosorii B emOpionax. On-
HaK, sIK i IHIITMM MeTo/[aM, oMy MpUTAMaHHi 1eBHI 0OMeKeHHs],
1110 ITOB’s13aHi 3:

 0OMEKEHOIO MOKIUBICTIO AETEKILiT 30aIaHCOBAHKX XPOMO-
COMHUX T1epeby/I0B;

o OOMEKEHOIO 3/IATHICTIO JIeTEKITil MikpoJesnenii, noJintoinii,
MO3ailU3MY;

» BICOKOIO YyTJIMBICTIO IO AKOCTI BUXiIHOTO MaTepiasy;

o HeoJiHOPiHicTIO amILTidikaltii hparMeHTiB Ipu BUKOPHUC-
TaHHI TeXHOJIOTIiT amMTITi(hiKaIlii BCbOro TeHOMY;

 3HIDKEHHAM IIIJIbHOCTI TOKPUTTS depes migsummennii CG-
konrtent /ITHK Ta HagBHicTb TaH/EMHUX TIOBTOPIB;

* HA/ITO BUCOKOIO JICTAi3alli€10, SIKAa TPU3BOJUTD 10 HEMOXK-
JIMBOCTI iHTEpIpeTanii OKpeMNX MOPYIIEHb.

CyTHicTb iarHOCTUKY 1I0JIATA€ Y IPOBEACHH] II0BHOICHOM-
Hoi amIuTidikariii 3paska, i3 moganbIIIM CeKBEHYBAaHHIM Ta PO3-
TIO/TIJIOM «PizliB» 32 oOkpeMUMHU XpoMocoMaMu. OcKimbKY BifHOC-
Ha KiJIbKIiCTh 3YMTYBaHb € MOPIBHIAHO CTAOUIBHOIO IS KOKHOT
iHIMBiyaTbHOI XPOMOCOMU, 3CYB ITOKA3HHUKA CBiYNTHAME IIPO
aneyoifio (mai. 4).

CekBeHyBaHHS «HOBOTO» IIOKOJIIHHSI € BUCOKOBAPTICHUM Me-
TOZIOM JIOCJIiJ[KEHHSI, TO’K €EKOHOMIYHO BUTITHUM BiH € ITPU OJTHO-
yacHomy aHasizi ~ 100 emOpionis. I3 ogHOr0 60KY, TAKUIT BeTUKWii
JHAarHOCTUYHUIA MOTIK € HEMOXKJIUBUM Y OijibiocTi JraGopaTopiit,
1[0 3yMOBJIEHO T€PMiHAMM IIPOBEICHHA aHali3y Ta MOTYKHOCTS-
mu JIPT-kminik, 3 gaKUMU BOHM CHIiBIPAIIOIOTH, 3 iHIIOrO —
301/bIIeHHS KiJIbKOCTL JOCJIJKYBAHUX eM6piOHiB 32 OJIUH 3aILYCK
poboru MIPUJTALY TIOB'sI3aHMi 31 3HUKEHHSM PO3/IJIBHOT 3ATHOCTI
aHaJIizy. Y TaKuX BUIIaJKaX KiJIbKIiCTb 34UTyBaHb 3 eMOpioHa cTa-
HOBUTBH Osin3bko 150 TUC., 110 € MEHIIUM 32 OJHOKpaTHE Tepe-
kputtst reomy (1,25-5%). Tle pisko 0OMesky€e MOKIUBOCTI Jiiar-
HOCTHUKH TeHHOI TaTOJIOTii, MiKpOe/IeI[iiiHX TTOPYIIeHb Ta BCTa-
HOBJIEHHS 302/IaHCOBAHIX XPOMOCOMHUX aHoMaJiil. TouHa miar-
HOCTMKA MOHOTI€HHOI martoJiorii nepegbayac npunaiiMui 20-Kpat-
He MePeKPUTTS IOCTI/PKYBAHOTO PeTioHy. A Take MepeKpUTTs He €
eKOHOMIuHO BUTiHUM. TOK, CEeKBEHYBaHHS «HOBOTO» TIOKOJIiHHS
€ TOTYKHUM 1 TepCrHeKTUBHUM MeTOJIOM TepeiMILTaHTalliitHO
JIIaTHOCTUKY aHEeYIJIOi/IiH, O/THAK Y Bi/THOIIIEHHI MOHOT€HHO] 1aTo-
JI0TiT AHMI 11i/[X1/1 HA ChOTO/IHI € HeJIOCKOHAJIM.

Kapiomaninr

Jlanuii Buji ZI0CHiKEHb € YCIINHOIO a/IalTalliel0 CeKBEeHY-
BaHHS «HOBOTO» MOKOJIiHHSA /10 TpoBezieHHs came [1T'/]. OcHoBoto
METOJTY € JIOCIIKeHHS BEeINKOi KiIbKOCTI mosriMopdiamiB oozan-
HokuX HykaeoTuiB (Bix 300 T1C.) B po3pisi BCbOro reHoMy Ha oc-
HOBI KiJIbKiCHOTO 4ill-aHasisy, 10 J03BOJIAE TPOBOJUTH JiarHOC-
TUKY aHEeYTJIOIiii, MiKpoIeJieltiii Ta HelpsIMYy JiarHOCTUKY YCTTal-
KyBaHHS MyTalliil MOHOTeHHUX 3aXBOIOBaHb. BijilipaBHOIO TOYKOIO
JIOCTII/IKEHHS! CTa€ BU3HAYEHHs 6aThKiBChbKOi KapTu SNP, BusHa-
yeHHs! iHOPMATHBHIX MapKePiB Ta aHa/3 reHOTUITy eMOpioHa 3
ypaxyBaHHSX siBUIIA peKoMOiHallii xpomocom (Mait. 7).

IlepeBaramu MeTozy € yHiBepcasbHiCTb (He BUMarae Iorie-
PeHbOr0 BCTAHOBJEHHS 1H(MOPMATUBHOCTI TTOPYKHBOT MTApH),
BUCOKA TOYHICTb Ta YYTJUBICTb, 110 IPUTAMAHHO yCiM BUAaM
KizbKicHUX win-anasniziB. Cepen HeIOJIKIB €Il BUOKPEMUTH:
BUCOKY YYTJMBICTb /10 AKOCTI BUXiJIHOTO Marepiamxy, HEMOXK-
JIMBICTH JleTekIlii 36alaHCcOBaHIX XPOMOCOMHUX aHOMaJIiii, 00-
MEJKEHY 3/IaTHICTD JI0 JiaTHOCTMKYM HU3bKOPiBHEBOIO MO3ailn3-
My Ta HeOOXiJIHICTb 0CTEMEHHOTO MiATBEP/PKEHHS [iarHo3y Ta
iforo reHeTuyHoi (opMHU y BUNAAKY HENPSIMOI JiarHOCTUKU
eMOpioHa Ha peAMeT MOHOTEHHOI [IaTOJIOTii.

IlepeBarn Ta HemOMIKM KOKHOTO 3 METOJIB HaBejeHi B
TabJL. 4.

Ha 111 3a3HaueHoro Buile BUTJISIAE JOITBHIUM CKEPYBaHHSI
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Chr 19p 13.3 (0 - 3,428 kb)

Embrio 1

Embrio 2
Embrio 3
Embrio 4

Embnos_ —
! | I |

[ stki11]

[p195565]| D195247|

Father |Mother |Child Emb 1 Emb2 [Emb3 |[Emb4|Emb5

D195565 | 129/155/142/155(129/147(142/155/129/155| 155* | 129 | 155*

D195247218/240/218/236|218/236(218/236218/240( 218* | 240 |218*

+/- - +/- +/- + + +

* Indicates that father and mother share an allele and either or both
are present in the embryo

Man. 5. Mpuknap nepeaiMniaHTauiliHOI AjarHOCTUKK
3 BUKOPUCTaHHAM MeTogy kapiomaniHry [65]

[ | HopmanbHuii/36anaHcoBaHMii XPpOMOCOMHMIA HaGip
XpomocoMHi aHoManii, acouinoBaHi

O 3 6aTbKiBCbKOIO NepebynoBoio

m XpomMocoMHi aHoManirl, He NoB’A3aHi
3 6aTbKiBCbKOIO NepedynoBoio
XpomMocOoMHi aHOManii, acouiioBaHi 3 TpaHC NoKaui€lo,
3 3a/ly4YeHHAM APYrUX XpOMOCOM

Man. 6. Po3nopain em06pioHiB Big Hocii
B CTPYKTYPHMX XPOMOCOMHMX nepebynoe (HaBepeHo 3a [66])

JI0 TIPOBEJIEHHS TIepeliMITAHTAIIIHHOTO JOCIi/PKEHHS TTapam —
HOCISIM XPOMOCOMHUX T1epe0y/I0B METOIOM MOPiBHSIBHOI Te-
HOMHOI Tibpuan3saiii, OCKiIbKI BiH 103BOJIsIE CKPUHYBaTH OJTHO-
YaCHO BECh F€HOM Ha IIPeAMET He30aIaHCOBAHUX XPOMOCOMHUX
abepattiil. 3a3naueHuii akT € HAA3BUYANHO BAKJIUBUM, ajliKe
HOCi{ XPOMOCOMHHX Hepe6yu03 3a3/aJIeriib MaoTh IiABUIICHUIT
piBeHb XPOMOCOMHOI HeCTabiJIbHOCTI, 110 3yMOBJIIOE 3POCTAHHS
YaCTOTU BUHMKHEHHsI aHEYILIOiii eMOPIOHiB 3a XpOMOCOMaMHU,
110 He 3aIy4eHi 10 6aTbKiBCbKOi XPOMOCOMHOT Hepe6yZIOBI/I. Taxk,
3a ganumu [59] mo10 namieHTiB — HOCIiB 36aaHCOBAaHUX CTPYK-
TYPHUX XPOMOCOMHUX 1epeOyIoB, cyMapHo y 56,2% eMOpioHis
Gy BCTAHOBJIEHI aHOMaJii XPOMOCOM, He TMOB’si3aHi 3
6aTbKiBCbKOIO 11epeby/I0BOIO0, &, 3a HAIIMMK BJACHUMU JTaHUMU,

— cymapho 62,2% (mai. 7) [66].

BUCHOBKU
[lepepimiianraniiina reHeTuyHa iarHOCTUKA HA CbOTOJHI €
€AUHUM CII0COOOM BUSIBJICHHS '€HETHYHOI IaToJIOTii eMOpioHa, a
Bi/ITaK, i IIEBUM MeTOZIOM MePBUHHOT MPOMITAKTUKN HAPOKEHHST
JiTeil i3 TeHeTUYHO 3yMOBJIEHOIO TIATOJIOTi€I0. Bukopucranus ta-
KOTO Ti/IXOZy /03BOJIAE IiIBUIUTH PE3YJIbTAaTUBHICTD IUKJIIB
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Tabnmuys 4

MopiBHANbHA XapakTepucTUKa METOAIB nepeaiMniaHTauiiHoi AiarHOCTUKU

MeTtoan MepeBarn
MeToan, 3acHoBaHi
Ha ABULLL + [leTekuia yHikanbHuX
amnnidikauii nocnigosHocTten HK

(MJP-giarHocTnka)

TexHi4Hi 0OMeXeHHs

+ MoxnueicTb "BMNagiHHg anens”

+ OBMeXeHHSs OjarHOCTUKN NEBHUM perioHoM

- OB6MexeHicTb AeTekuji aHeynnoigii, noninnoigjn

+ BukopucTaHHa TexHonorin amnnidikavyji BCbOro reHoMy BHOCUTb JOAATKOBI MOMUIIKA

+ JeTekuis yHiKanbHux

+ OBbmMexeHa KinbkicTb Gyopoxpomis

+ HeEMOXNMBICTb AeTekuji BHYTPILLHbOXPOMOCOMHUX AeheKTIB
B MeXax OHOIr0 KOJIbOPOBOro 6eHAyY Y1 B HEMIYEHUX AiNaHKax
+ HaknapaHHs curHanis

FISH-meToOM . o + Po3LwenneHHsa curHanis
nocnigosHocTten HK . .
+ Hnsbka edekTuBHICTb ribpuanaadi
+ MopyLeHHs npouecy dikcauii KniTnH
+ HeobxigHiCTb BUKOPUCTaHHS iHOMBIAYaNbHUX 30HAIB
(y HOCIiB XpOMOCOMHUX NepebynoB)
+ Po3ginbHa 3paTHicThb Big 0,7 MAH. Nap OCHOB.
» [leTekuisa yHikanbHUx + HemoxnumBicTb aeTekuji 36anaHcoBaHNX XPOMOCOMHMX Nepebynos.
FeHOMHa I'IO.Cﬂi,.D,OBHOCTeVI AOHK + ObmexeHa 3,u,a_THiCTb ,u,eTeKL_li'l' nqninnoi’,u,i'l', Mos_a'l'umsmy.
riGpuav3aLis (KIﬂbKICHIa) » Bucoka H.yTﬂ.I/IBICTb ,EI,OIHK.OCT!"BVIXI,D,HOFO MaTeplany. _ N
+ CKPUHIHT + HeopgHopigHicTb amnnidikaLii pparmMeHTiB Npy BUKOPUCTaHHI TEXHONOTI
YyCbOIro reHomy amnnidikauji BCbOro reHomy.
+ SHUXEHHS BEIMYNHN BCTAHOBEHNX BiAXWUSIEHb (= AOCTOBIPHOCTI MOPYLUEHb).
+ PoaginbHa 3paTHicTb Big 0,5 Tnc. nap HykneoTuais
- [leTeKuin yHIKanbHX + ObmexeHa 3,D,a.THiCTb ﬂeTngi]' Mgsai'umsmy .
. N + Brucoka 4yTnuBicTb A0 AKOCTi BUXIAHOrO Matepiany
nocninosroctedt IHK + HeopgHopigHicTb amnnidikauii pparmMeHTiB Npy BUKOPUCTaHHI TEXHONOTIN
SNP-epei (kinbKicHa) AN
» CKpUHIHF amnnidikauii BCbOro reHomy . . .
JCHOFO FEeHOMY + SHMXEHHS BE/M4MHIN BCTRHOBIIGHNX BiAXUEHb (= AOCTOBIPHOCTI nopyLumeHb)
+ Hapto B1coka getanisalis npu3BoanTb 4O HEMOXJIMBOCTI iHTepnpeTaLii
OKpEeMUX MOPYLLEHb
« JeTekuis yHiKanbHuX + OBMeXeHHS MOXIMBOCTI AeTekuii 36anaHcoBaHNX XPOMOCOMHMX nepedynoB
nocnigosHocTen AHK + OBbmMexeHa 3gaTHICTb AeTekuii noninnoigaii, mosaiunamy
(kinbkicHa) + Bucoka 4yTnmBicTb 40 SKOCTi BUXiAHOrO MaTepiany
CekBeHyBaHHS + CKPWHIHr + HeopgHopigHicTb amnnidikauii pparMeHTiB Npy BUKOPUCTaHHI TEXHONOT I
"HoBOro" YCbOIro reHoOMy amnnidikaLii BCbOro reHomy
MOKONIHHSA + MoXxmBiCTb + SHMXKEHHS WiNbHOCTI NOKPUTTA Yepes niasuweHnin CG-koHTeHT JHK
BMKOPWUCTAHHS Ta HasiBHICTb TAHAEMHUX NOBTOPIB
[NS 0iarHOCTUKN + HagTto Bucoka getanisauis npu3BoamTb A0 HEMOXIIMBOCTI iHTepnpeTau,i

TOYKOBMX MyTaLiin

OKpPeMUX MopyLUeHb

+ [leTekuis yHikanbHux
nocnigposHocTten AHK
(KinbkicHa)

+ CKPUHIHT

YCbOr0 reHOMY
Henpsima piarHocTuka
MOHOTrEeHHOI naTonorii

KapiomaniHr

+ OBMeXeHHs1 MOXIMBOCTI AeTekuji 36anaHCcoBaHNX XPOMOCOMHMX nepebynoB

- OB6mMexeHa 3gaTHICTb AeTekLii noninnoiaii, mosaiunamy

+ Bucoka 4yTnmBicTb 40 SKOCTI BUXIAHOrO MaTtepiany

+ HeopgHopigHicTb amnnidikauii pparMeHTiB Npyn BUKOPUCTAHHI TEXHONOT I
amnnidikaLii BCbOro reHomy

+ HeoOxigHiCTb AOCTEMEHHOrO MiATBEPOXKEHHS AiarHO3Y Ta MOro reHeTU4Hoi dbopmMmn

JIPT, sHu3utH piBeHb penpoayKTUBHUX BTPAT IiJ] Yac BariTHOCTL
Ta HMOBIPHICTh HAPOJPKEHHS JANTUHHU 3 TOPYIIEHHIMU TeHETUYHO-
ro amnapary. OcobamBocTi ii 3acToCyBaHHSI B OKPEMHUX KpaiHax
IOB’s13aHi 31 BCTAHOBJIEHIMH PaMKaMH KOHKPETHOTO COIiaJIbHOTO
[IPOCTOPY, IO/0 JIOLIJIBHOCTI SIKOTO MOXKYTh JMCKYTYBATU JIMIIE
fioro rpoMaisIHu. YKpaita, BOJIOAI0YN TeXHiYHIM 00/IaiHAHHSIM i
TEXHOJIOTISIMU CBITOBOTO PiBHSI Ta He Oyy4n MOKU 0OMEKEHOIO 3a-
KOHOZIABUMM PETYJIIOBAHHSIM, Ma€ HU3KY TIepeBar 0/10 10/1aJIbII0-
ro po3sutky III'/I. Bukopucrasim Taky repesary, BoHa Ma€ yci
MIAHCH CTATU TTOTYKHUM IIEHTPOM <«PeTIPOyKTHBHOTO TYPH3MY».

00630p COBpPEeMEHHbIX METOAO0B NPeaMIJIaHTALMOHHbIX
reHeTU4eckKux nccrnenoBaHuii SMGPUOHOB
A.A. MukuteHko, J1.9. Munun

B craTbe paccMOTpPeHbI OCHOBHbBIE IIOJIOSKEHUS HIPEMMILIAHTAIIMOH-
HBIX FEHETHYECKUX HCCJACAOBAHUN dMOPUOHOB. Y/I€JeHO BHUMAHUE
PasIYHBIM OOBEKTAM 1 METOJIAM VCCIIEI0BAHMUIA.

Kmouegote cnosa: npedumnianmauuontole 2eHemuiecKue ucciedosa-
nus, I[P, FISH, cpagnumenvias zenomnas eubpuousayis, CeKeenupo-
sanue, KapUOMannume.
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Pasom i3 TiM, KOXKeH MeTO/I, 1110 BUKOPUCTOBYETHCS 3 €10
MeTolo, Ma€ ¢Boi nokasauns. Hazanmns nepesaru KoTpomych i3
HUX MPU3BOJUTH 0 MOJSIPU3Allii [iarHOCTUYHOI TEXHOJIOTii Ta
0OMEKEHHST JIOCTYITHOCTI MEANYHOT J0MOMOTH HOAPYKHIM Ia-
pam, 1o ii moTpebyIoTh, 30KpeMa, HOCisIM MOHOTEHHOT [TaTOJIOTII,
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CIIPUATHIME 3MEHIIIEHHIO PiBHS OE3IUI/IS Ta 3HIKEHHIO PUSHKY
HAPOJKEHHS JIiTell i3 reHeTHUHUMU aHOMAJTiSIMU.

Modern methods of preimplantation genetic testing
of embryos: a review
D.O. Mykytenko, L.Ya. Pylyp

Fundamental bases of the preimplantation genetic testing of embryos
were described. Special attention was paid to the various objects and
methods of investigation.

Key words: preimplantation genetic testing, PCR, FISH, comparative
genomic hybridization, sequencing, karyomapping.
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