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BU3HAYEHHS YACTOTU XPOMOCOMHMX NOPYIIEHL EMEPIOHIB
Y ')KIHOK PI3HMX BIKOBHMX I'PVYII 3A JIOIIOMOI'OIO
NPEAIMIVIAHTAIIAHOI TEHETUYHOI JIATHOCTUKH

Jenncenko Jlap’s €BreniBHa; KomyHanbHuil 3aknajg «XapkiBcbka oOnacHa
Mana akanemis Hayk XapKiBCbKoi oOmacHoi paau»; KomyHansHUM 3akian
«XapkiBcbkuit nmineit Ne 116 XapkiBcbkoi Micbkoi paau»; 10 kiac; M. Xapkis;

ByrakoBa Oxcana BononumupiBHa, yuurtenb Oionorii KomyHanbHOTrO
3aknany «XapkiBchkuil e Ne 116  XapkiBchbkoi MICBKOT paaw», KaHIWJAT
NeAaroriyHux Hayk, 3acily>KeHUN MpaliBHUK OCBITH Y KpaiHH.

BusiBiieHHsI Ta JiarHOCTYBaHHS CTPYKTYPHHUX 3MiH Y XpOMOCOMax eMOpioHy, a
TaKOXX IXHHOTO KUIBKICHOTO CKJIaJly € BaXXJIMBOIO MPOOJIEMOIO0 B CY4aCHOMY CBITI. 3a
naHuMU  BcecBiTHROT opraizailii OXOpOHHM 3JI0pPOB'S, XPOMOCOMHI TOPYIICHHS
3ycTpiyaroThes B 0,3% BCIX HOBOHAPOMXKEHUX, Y 25% BCIX caMOBLIbHUX a0OPTIB 1 B
50-60% camoBUTbHUX a0OPTIB MEPIIOTO0 TPUMECTPY BariTHOCTI. 3aBASIKA Cy4YaCHUM
METOZaM TCHETHKU OTPHUMAJIM MOXIIMBICTB 3/IIHCHIOBATH NPEHATAIbHY JiarHOCTHKY,
1110 3a0e3neduye BUSABICHHS B II0JA IIMPOKOTO CIICKTPY CIAIKOBHX 3aXBOPIOBAHb Ta
XpOMOCOMHUX aOepairiii. [eHEeTHYHI METOIUKH IHTETPYIOThCA 3 JIONOMIKHUMH
PENPOAYKTUBHUMHU  TEXHOJNOTISIMH,  3HAQYHO  MIABUIIYIOTh  JI1aTHOCTUYHY
CIIPOMOXHICTh BHSIBJICHHS TEHETHYHO OOYMOBJIEHHUX aHOMamiii emOpioHa. lle i
3YMOBIIIOE€ JIOCHIJDKEHHSI YacTOTH XPOMOCOMHHX IOPYIIeHh €MOpIOHIB Y IKIHOK
PI3HUX BIKOBUX TPYII 32 JIOTTIOMOTOO MPEAIMIIAHTAIIHOT TeHETUYHOT 1IarHOCTHKH.

VY npoBeneHOMY TOCHIIKEHHI MOKa3aHO, IO MpeaiMIUIaHTAIlIifHE TeHETHIHE
TECTYBaHHS aHEYIUIOINIM € Ccy4acHUM Ta €(QEKTUBHUM METOIOM BHUSBIICHHS
XpOMOCOMHHX aHOMAaJii Ha paHHIX eTamax pPO3BHUTKY (BHSABICHHA KUIBKICHUX
MOPYIIECHb XPOMOCOM - aHEYIUIO 1), METOIO SIKOTO € BiIOIp 310pOBOTO eMOpioHa ISt
IpoBeIeHHS eMOpioTpaHchepy.

BcranoBneHo, 1mo yacToTa OTpUMaHHS HOPMAaJIbHUX €MOpIOHIB BiPI3HAETHCS
B JKIHOK pI3HHX BIKOBHX TPyl Ta CyTTEBO 3MEHIIYETHCS B JKIHOK CTapIloro
PENPOAYKTUBHOTO BIKY.

BusnaueHno, mo 3 BIKOM CYTTEBO 3pOCTAa€ KIIBKICTh €MOpPIOHIB 3 PI3HUMH
TeHEeTUYHUMU TTOPYIICHHSAMU (MOHOCOMIi, TPUCOMIT Ta MHOXHUHHI XpOMOCOMHI BaJiN):
HaWMEHIITUN TMOKAa3HUX MOHOCOMIi crocTepiraBcs B | rpymi (Bik g0 25) 5,26%, a
HavBumuid — y V rpymi (Bik Big 41) ¥ cranoBuB 25,7%. HaliHmkdi mMoOKa3HUKH
TPHCOMIii Ta MHOXHHHHX XpoMocoMHuX Baja Oyiu B II (Bik 25-30) Ta III (Bik 31-35)
rpynax Ta CKIajaidd BIAMOBiMHO B pa3i Tpucomiin 4,2% Tta 4,8%, a y Bumamkax
MHOXHHHUX XpoMocoMHuX Bax — 18,9% Ta 17,1%. HaliBuimuii moka3HUK TpHCOMIii
Ta MHOKHHHHUX XpOMOCOMHUX Baja OyB y V rpymi ( Bik Bix 41) Ta ckiamaB BiIOBIIHO
13% Ta 37,6%. Cnig 3a3HauntH, 1o B [ rpymi (Bik A0 25) BUOAAKIB OTPUMAHHS
eMOpIOHIB 3 TPUCOMIAMHU a00 MHOKUHHUMHU XPOMOCOMHHUMHM BaJlaMH HE BiAMI4aJIOCh.

Kniouosi cnosa: XpoMOCOMH1 aHOMauii, NOpeIiMIUIAaHTAl[IiHA TeHETUYHA
IarHOCTHKA.
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BCTYII

BusiBineHHs Ta AOCHAKEHHSI CTPYKTYPHHX 3MIH y XpOMOCOMax eMOpioHy, a
TaKOX iXHBOTO KUIBKICHOTO CKJIAJy € BaXKJIMBOIO MPOOJIEMOIO B Cy4aCHOMY CBITi. 3a
naHuMu  BcecBiTHBOI opraHizailii OXOpPOHHM 370pOB'Sl, XPOMOCOMHI MOPYILIEHHS
3yctpiyatoThesi B 0,3% BCIX HOBOHApPOKEHUX, Y 25% BCIX CaMOBUIbHUX a0OPTIB 1 B
50-60% camoOBLIEHHX a0OPTIB MEPIIOTO TPUMECTPY BariTHOCTI [2].

3 pO3BUTKOM TCHETHKM JIOAWHH, Y TOMY YHCIAI W MEIWYHOI TE€HETHKH,
BCTAaHOBJICHA CMaJKOBa Npupoaa 0araTb0X 3aXBOPIOBaHb 1 CUHAPOMIB, IO pPaHIIIE
BBa)KAJIMCS XBOPOOAMHM 3 HEBCTAHOBJICHOIO MpUUnHOKO [1].

CnankoBi 3aXBOPIOBAHHsS — II€ CMQJKOBI PO3JaJd OpraHi3Mmy, IOB’s3aHI 3
NOPYIICHHSIM TEHETHMYHOro arapaTy (TeHiB, IUIICHOCTI XPOMOCOM YM KLIBKOCTI
xpoMocoM). B ocHOBI cmagkoBuX XBOpOO JekaTh MyTallii: T€HHi, XpOMOCOMHI Ta
T€HOMHI.

XBOpoOH 31 CMAJKOBOIO CXWIBHICTIO — II€ 3aXBOPIOBAHHS, JJII PO3BUTKY SIKUX
HE0OXiJTHAa B3a€EMOI1s1 BHYTPIIITHIX CMAJKOBHUX Ta 30BHIIIHIX HECIIPUATIUBUX BILJIUBIB
cepenoBuia. Jlo 1iei rpynu HajexaTbh: IIyKpOBHH Jia0eT, TinmepToHIYHA XBOpoOa,
BUpPa3KOBa XBOpoOa ILIyHKY, OpOoHXialbHa acTMa, mu3odpeHis, emitencis ta iH. [3].

Kpim TOro, MarmTh Micie 3MiHH B KUIBKOCTI XPOMOCOM B OKpPEMHUX Iapax
(Tpucomii Ta MoHocomii). Tak, y pa3i yTBOpPEHHS TPHUILIOITHOI 3UTOTH 3apOJIOK 3
BHCOKOIO BIPOT1IHICTIO THHE HA IOCUTHh PAHHIX CTAIisIX PO3BUTKY.

HoBiTHi noCsSTHEHHS HayKW, Taki SK T€HHA Tepamis 3 peaaryBaHHSIM TeHa,
cupsiMoBaHi Ha e(EeKTHBHE JIIKYBaHHS TE€HETUYHMX XBOpOO, ajie Il TEeXHOJOTil
3HaXOJATHCS 1€ Ha CTaAil eKCIepUMEHTAIBLHUX PpPO3pO0OK 1 MOTpeOYIOTh
MOJIAJTBIIIOTO CYTTEBOTO i CUCTEMHOTO yJOCKOHAJICHHS [4].

BunmatHuM [MOCATHEHHSM MEAWIIMHHM CIiJl BBaXaTH BHU3HAYCHHS BHECKY
TeHEeTHYHUX YUHHUKIB Y (popMyBaHHs OE3IUTIIS 3arajioM Ta PENpPOIyKTUBHUX BTPAT
30KkpeMa. 3aBOsSKH Cy4YaCHUM METOJaM JOCHIDKCHHS TEHETHKH OTpUMAIU
MOXJIMBICTh 3/11MCHIOBATH MpeHaTaJIbHYy JIarHOCTUKY, 110 3a0e3Meuye BUSIBJICHHS Y

IJI0/Ia IIUPOKOTO CIEKTPY CHAJKOBUX 3aXBOPIOBAHb Ta XPOMOCOMHHX abepaiiiil. B
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OCTaHHI POKH, 3aBISKH JOCATHEHHSM HAyKH, 3 SBHJACSd MOXKIWBICTh BHU3HA4YaTH
cTaThb MalOyTHBOI JIIOJMHU IlI€ HA CTajli JOIMIUIAaHTaLIMHOro eMOpiOHa, IO CTaJo
3aMOPYKOIO I10JI0 CTBOPEHHS CTpaTerii eliMiHallli CaJKOBUX XBOPOO, 3UEIJICHUX 31
CTaTTIO.

'eHeTHuH1 METOAMKU IHTETPYIOTHCS 3 JONOMDKHMMM PENpOJYyKTUBHUMU
TEXHOJOTIIMM, 3HAYHO MIABUIIYIOTh J1arHOCTUYHY CHPOMOXKHICTh BHUSBICHHS
TreHETHYHO O0YMOBIICHUX aHOMaJlii emOpioHa [5].

MeTo0 pobdOTH CTaJO JOCHITUTH YACTOTy XPOMOCOMHHUX MOPYIIEHb
eMOpIOHIB y JKIHOK pI3HMX BIKOBMX TPyl 3a JOMNOMOIOI MpeaiMIUIaHTalIiHO1
TCHCTHYHOT JTIarHOCTUKH.

3aBAaHHSA T0CTiIKEHHS:

1. TlpoananizyBaTu JITEpaTypHI JHKEpeEa 3a TEMOK JOCIIKEHHS.

2. O3HalloMHTHCS 13 Cy9aCHUMH METOJaMHU TeHETHYHOTO JOCIiKCHHS .

3. 3’acyBaTH HasSBHICTh 3aJIE)KHOCTI OTPUMAaHHS €MOPIOHIB 3 HOpPMaJbHUM

T€HOTHUIIOM BiJ] BIKY JKiHOK.

4, OUiHUTH YacTOTY BHUHUKHEHHS T€HETHMYHHMX IOPYIICHh €MOPIOHIB Yy JKIHOK

PI3HUX BIKOBUX I'PYII.

O0’exkT moOCTiUKeHHsI: KUIBKICHUH CKJIQJy XpOMOCOM JIIOJMHHM Y KIITHHAX
TpodekToaepMHu.

Ilpeamer nociaigxeHHsi: KIITHHH TpodekroaepMu (KIITHH eMOpIOHATBLHOTO
MOXO/KEHHSI, IO OepyTh y4yacTh y (OpPMYBaHHI TO03a3apOJIKOBUX TKaHWUH —
TJIALCHTH ).

MeTtoaun TOCJTITKeHHS: MOJICKYJIAPHO-TEHETUYHHU I METO/, METOIU
MaTeMaTUIHOI CTATUCTUKH.

HaykoBa HOBU3HA ojep:kKaHUX pe3yabTaTiB. [lix yac gocnimpKeHHST TPOBEICHO
BHUBUYCHHS 3aJIC)KHOCTI BIUIMBY BIKY JKIHOK Ha KUTbKICTh €MOPIOHIB 3 XpOMOCOMHUMU
aHoMmaumisiMu. BusiBieHo, 1m0 31 30UIBIICHHSM BIKYy B JKIHOK 3pOCTa€ YacTOTa
aHEYIUIOINHUX €eMOpPIOHIB (eMOpIOHIB 3 MOPYIIEHHSM HOPMaJIbHOT KUIBKOCTI

XpOMOCOM).



IIpakTnyne 3HaveHHsi. OTpuMaHl JaHi MOXYTb OYyTH BHUKOPHCTaH1 $IK
OOTpYHTYBaHHS JOIJIBHOCTI 3aCTOCYBaHHSI MPEAIMIUIAHTAIIHHOTO TE€HETHUYHOIO

tectyBaHHs (I1I'T) B &KIHOK pi3HUX BIKOBUX I'PYIL.



PO3JILI 1
VSIBJIEHHS ITPO CTPATEI'Tl PETPOIYKIIII

3/1aTHICTh 10 PO3MHOXEHHSI € BU3HAYAJIIbHOIO O3HAKOKO BCIX JKUBHX OpPraHI3MiB.
Uepe3 po3MHOXKEHHSI MU TEpPEIaEMO CBOI T'€HM HOBOMY MOKOJiHHIO. KokHe HOBe
MOKOJIIHHS O 4Yep31 pO3MHOXKYEThCSI a00 BUMHUpae. THX, XTO BUXKUB, «B1AIOUPAIOTH)
3a IXHBOIO «IPHUIATHICTIO» JIO JKUTTS Ta POSMHOXEHHSI 3a JAOMOMOIOI0 CTIHKOCTI 70
XBOpOO Ta YCHINIHOI KOHKYpEeHIIi 3a pecypcu Ta mapTHepiB. TakuMm YHHOM,
reHoOHJ BWJIB, IO BFKWJIW, IOCTIHHO aJanTyeThCSd 1O CEPEIOBHUINA, SKE
nepeBaxkae, Mmoo 3a0e3neunTy HalKpamly JOCTYIHY «IPUAATHICTE». TakuM 4HHOM,
PO3MHOKEHHsI OyJI0 IIEHTPAILHUM Y Hallliii eBoJIroIil sk Buy Homo sapiens [6].

binpuiicte  OpraHi3aMiB  pO3MHOXYIOTbCS HecTareBUM (200 BEreTaTUBHUM)
nuisxoM. Hampukiaa, ©Oarato OJHOKIITHHHUX  OpPraHI3MIiB  PO3MHOXYHOTBHCS
MITOTHYHO, SIK 1 OKpeMi KJIITHHH HAIIoro Tita. MITOTHYHI MOAUTH MTOPOKYIOTh ABOX
HAIIa/IKiB, TEHETHMYHO IACHTUYHUX OJHMH OJHOMY Ta OJHOMYy 3 OatbkiB. Cepen
0araTOKIITHHHUX OPraHi3MiB JesKl BUAULIIOTh KJIITHHU a00 HaBITh YaCTUHM Tila, 3
SKAX MOXKE€ OyTH CTBOpPEHA IHINA TEHETHYHO iJeHTHYHa ocoba — TIporiec, SKUU
HA3WBAETHCS pereHepallicro. [Hii, BKIIOYaoun ASIKUX CKIATHUX XpeOCTHUX, TaKUX
SK SAIIIPKH, BIATBOPIOIOTH ce0¢ MIISAXOM BHJUICHHS CHEIIaJbHOI IOyl
SUIEKITIITAH, SKI MOXYTh JIudepeHIiiroBaTucss B eMOpIOHM 3a BiJICYTHOCTI
3aIUTIAHIOIYOr0  crepMaro3oiga. Takuii Tum  0e3CTaTeBOro  PO3MHOMKEHHS
HA3MBAETHCS TAPTEHOTCHE30M 1 TeHepye aOCONIOTHO HOBUU OpraHi3M 13 THM K€
TCHHUM KOMIUIEMEHTOM [7].

[TapTeHoreHes mMpocTo HEAOCTYMHUM IS CCaBIliB. TaKMM YMHOM, X049a MOKIIHBO
AKTUBYBAaTH SIUIECKIITHHY CCABIliB (BKIIOYAIOYM SUNCKIITHHY JIOAWHHN) 32 MOBHOT
BIJICYTHOCTI cliepMaTo30ima, o0 BOHA MPOUIILIIA paHHI MPOIIECH PO3BUTKY W HaBIThH
MOTJIa IMIUIAHTYBATUCSA B MATIIl, Il TAPTEHOTCHETUYHI eMOPIOHU 3aBXKIHM 3a3HAIOTH
HEBJIa4i Ta 3pEIITO0 MOMpPYTh [8].

Po3mHoxeHHs1 y ccaBliB He3MiHHO ctaTeBe. CTaTh (hOopManbHO BU3HAYAETHCS B

010JI0T11 SIK MpPOIEC, Y SKOMY TEHETHYHO HOBa ocoba (opMyeTbcsi B pe3yJbTari
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3MIllyBaHHA T€HIB JBOX 0ci0. OTxe, CYTTEBOIO OCOOJMBICTIO CTaTE€BOIO
PO3MHOXEHHSI CCaBIliB € T€, 110 KO>KHAa HOBa 0co0a OTPUMYE CBOi XpOMOCOMH JTBOMA
PIBHUMHU YaCTHUHAMU: MOJOBUHA MEPEHOCUTHCS B YOJIOBIUIM rameTi, crepMaro30iai, 1
MOJIOBMHA B XIHOY1MA rameTi, oonuTi. L{i rameTn 00’ €JHYIOThCS MMiJ] Yac 3arlliJHEHHS,
YTBOPIOIOYM TEHETHUYHO HOBY 3HWToTy. /I Momambmioro po3MHOXKEHHS 0co0a,
yTBOpEHA 3 IIi€i 3WTOTH, MOBHHHA TIEPEJAaTH TUIBKU IIOJIOBHHY CBOIX BIIACHHUX
XpOMOCOM HOBHMM 3WT'OTaM HACTYITHOTO IOKOJNIHHSA. TakuM YWHOM, y BHJIB, IO
PO3MHOXKYIOTHCSI CTAaTEBUM IIJISXOM, BHJAUISETHCS OCOOJMBA TMOMYJIAIIS CTaTCBUX
kritiH. 11 KITHHE MOJAIThCS  HPOIEecy MOJAUTY MeHo3y, MiJ dYac SIKOTo
XPOMOCOMHHI BMICT CTaTEBUX KIITHH 3MCHIIYETHCS BJABIYI, a TCHCTHUYHUH CKIaj]
KOKHOI XpOMOCOMH 3MIHIOETBCS B Pe3yibTaTi OOMIHY ()parMeHTaMH TOMOJIOTTUHHUX
XpoMOCOM. 30UIbIIIEHE TeHETHYHE PI3HOMAHITTS, III0 CTBOPIOETHCS B MOMYJIALIL, SKa
PO3MHOXKYETBLCSI CTATEBUM IIUISIXOM, IIPOITOHYE OaraTIiie Ta Pi3HOMaHITHIIIE JHKepesio
MaTepiany, Ha SKOMY MOX€ JIiSTH IpUpOaHuii Bigoip [6].

3aruTiIHEHHS. OOIMTIB Y OUIBIIOCTI BOJHUX 1 3EMHOBOAHUX XPEOCTHUX
JOCSITAETBCSL CKUJAHHSIM BEJIMKO1 KITBKOCTI OOLMTIB 1 CHEPMATO30idiB y BOAY —
HepecT. lleit mporiec 30BHINIHBOTO 3aIUTTHEHHS 3a0e3Meuye MOXKJIMBOCTI IS
JIETKOT'O XMKAITBa S€lb 1 eMOPIOHIB, 110 PO3BUBAIOTHCS 3 HUX, 1 TOMY YTBOPIOETHCS
BEJIMKA KUTBKICTh, IO IMiABUIIYE IIIAHCH ACSIKUX BIKUTH [6].

Ccagili, HaBIIaKW, 3aIUTIHIOIOTHCS BHYTPINIHBO. LI penmpoaykTHBHA CTparteris
3MEHINYE KUTBKICTh 3pUIHX SHIEKITITHUH y JIOJEH JIUIIe 10 OJHOTO abo JBOX 3a pas,
TUM CaMUM 3MEHINYIOYH €HEPreTU4YHI PEeCypCH, BKIAJACHI y PO3BUTOK SUIICKITITHH.
Takum dYuHOM, y KIHKH (GOPMYIOThCS SHIEKIITHHUA Yy IUIOJHUN T1epiof, 3
MaKCUMAaJIbHOKO KUIBKICTIO, TPHOIM3HO, B 7 MUIBHOHIB Ha 6-H Micsanp i
BHYTPIIIHBOYTPOOHOTO pO3BUTKY. Ilicis 1mporo OUTBIIICTh SHIEKIITHH THHE B
S€EYHUKY IIiJ] YaC BHYTPIIIHHOYTPOOHOTO, HEOHATATLHOTO Ta CTATEBOTO JTO3PIBAHHS.
Tum He MeHII, g 3amporpamMoBaHa BTpaTa SUIEKTITHH 30epirac eHepreTHdHi

pPEeCYpCH, OCKLIBKH II€ BiIOYBA€THCS JI0 TOTO, SIK BiIOYBAEThCS PICT sTATICKTITHH [9].



1.1. BynoBa Ta cki1ax XpoMOCOMHOI0 anapary JIOIMHA

1.1.1. Opranizaiiisi reHOMY JIIOAUHU

OcunoBuuit OyniBenbHuil Marepian: JIHK. JlesokcupuOonykiieiHOBa KucloTa
(AHK) cknamaerbcst 3 4YOTHPHOX pI3HUX HyKIeoTHAiB. KoxeH HyKiIeoTun
CKJIaZAa€ThCs 3 LYKpY, sKui € nezokcupudosoro B JIHK, docdaTtnoi rpynu ta ocHOBH.
VY nykneotunax JHK npucyrtHi wotupu pizHi ocHoBu: aneHiH (A), muto3un (C),
ryadid (G) 1 tumin (T) (puc. 1.1). L{i yoTupu HykIeoTHAH 3’€AHAHI Pa3oM y JOBTi
nauioru JIHK, depryroumn nykop (3 mpueaHaHOI OCHOBOMW) 1 dochaTHy rpyny, ae
MOPSIIOK PI3HUX OCHOB BU3HAYae reHeTUYHHM KoJ (puc. 1.2). docdaTHa rpyna Moxe
Oytu abo 3B’si3aHa 3 5’-ByIJeleM LyKpy, a0o 3 3’-Byriienem IyKpy, TOJl SIK OCHOBa
3B’s13aHa 3 1’-Byrnenem. Konu nepiuii mykop y smaniro3i JJHK 3’ennanuii pazom, BiH
Mae BUIBHUH 5°-Byrienb, TOA1 SK #Horo 3’-Byrjiellb KOBAJICHTHO 3B’SI3aHUU 3
docharnoro rpymnor. Il dochatHa rpyma 3B’s3yeThbes ganmi Mo HUTIE 3 5’
HacTynHOTo 1ykpy. Ock yomy B nanio3i JJHK 5' -Byrienp nepmioro 1ykpy BUTbHHH,
a Ha KIHI[ JlaHIora 3' -Byriiellb OCTaHHBOTO IYKpPY BUIbHUN. OCh YOMY Iapy OCHOB

JIHK 3aBxam 3untyroThes Big 5° mo 3° [10, 11].

NH, @] @]
o ) L' Jl
5 _N N N N
N(/ ~Ne— N\ Ny N N\ HN/ \C/ N HN/ o AN
| Pk | | Va | | Va | I ya
3 H® H H H
Purine Adenine Guanine Hypoxanthine
NH, @] @] NH,
: c' ! i! 4
4
™~
SIT/;/ 5(_|‘,|H N’// \CH HN/ \CH HN/ \C—CH3 HN/ \C—CHa
| | | | 1 L | |
HC 6.CH c CH C CH Cc CH C CH
- e O/ ~NT O/ ~NT o/ ~nNT O/ ~NT
H H H H
Pyrimidine Cytosine Uracil Thymine 5-methylcytosine

Puc. 1.1. Yotupu ocuosu B JIHK ta PHK
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Kpim toro, xnitunna JIHK 3a3Buuaii 3Haxonuthest y ¢Gopmi MOJBIHHOI cripaii.
OcHoBu A 1 T, 3 ogHoro 60oky, 1 C 1 G, 3 1HIIOro 60Ky, KOMIUIEMEHTApHI OJJHA OJHII
Ta 00’ €THYIOTHCS B MapH, YTBOPIOIOYHM BOJIHEBI 3B’ SI3KU, TAKUM YUHOM CTAOUII3yIOUU
noaBiiiHy cmipanb (puc. 1.3). 3rigHo 3 6a3or0 ganux Ensembl [12], wama sgepna
JIHK wmictuts 3 287 209 763 nap ocHoB (bp). [IpnbGan3HO MoI0BUHA T€HOMY JIIOJIUHU
CKJIAJIAa€ThCS 3 TPAHCIIO30HIB, TAKOXK BiOMHX sIK MoOUThHI enemeHtu JJHK abo

«CTpUOYU1 TEHN.

/ /
0-p-0" DNA 0-p-0- RNA
CH, o Thymine CH, 0O Uracil
H H H H
H H H H
) H 0 OH
/ /
O=P-0~ 0=P-0-
’SE 0 Guanine H, O Guanine
H H H H
H H H H
0 H 0 OH
/ /

Puc. 1.2. IlykpoBo-docdaruuii kapkac HykiaeotuaiB. JJHK mictutp 2°-
ne30kcupuoo3y sk mykop, PHK Mictuts prbo3y K mykop

H H

| N |
/N N—H OY\ = O H_Nw

\ 74 s
N—/ “N----- H—N_ _N N N=H----- N _N
sugar/ N= \[( \sugar sugar/ N= \n/ \sugar
(0] l\|J—H —————— (0]
H

A:T base pair (MW = 615 Da) G:C base pair (MW = 616 Da)

Puc. 1.3. Bognesi 38’ s13ku B mostekyni JIHK
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A 1 T yTBOpIOIOTH 1Ba BOJHEBI 3B’s3KHU, Toll AK G 1 C yTBOPIOIOTH TPU BOJHEBI1
3B’s13kM. PazoM 13 1mykpoBo-gocaTHUM KapKacoMm 1€ YTBOPIOE MOJBIMHY cHipaib
JTHK.

JHK opranizoBana B xpomocomax. JIHK ycsoro Hamoro reHomy He
BIIOPSIIKOBAaHA B OJWH JOBTUH JIAHIIOT 1 HE JIC)KUTh OTOJICHOI0 Ta HE3aXHUIICHOIO B
anpax Hammx kmiTuH. Anepna JIHK ckmapgaetscs 3 46 okpeMuX JaHIIOTIB, TOMY
KOXXHa XpoMocoMa MICTUTh ofauH noBrui nanmior JIHK. JIBaausate nBi 3 1mx
XpOMOCOM € TIapHMMHM, OJIHA yCHaJKOBaHa Bl maTepi, a Apyra — BiJ OaTbka. BoHu
Ha3WBAIOTHCS AYyTOCOMAMH.

JIBi XpOMOCOMH, IO 3AJIUIIWIHACS, € CTATEBUMH XPOMOCOMaMHU: JKIHKH MarOTh JBI
X-XpOMOCOMH, TOJi1 SK YOJIOBIKM MAalOTh OJHY X-XpOMOCOMY Ta OJHY MEHIIY
Y-xpomMocomy.

Komu xmituna "He nimuthes, JIHK opranizoBana B xpomatuH. [lonBiiiHa cripaib
o0epTaeTbcss HaBKOJO OUTKOBUX CTPYKTYp, SIKI Ha3MBAIOTHCS OKTaMepaMHU TiCTOHIB,
AKl, Y CBOIO Yepry, 3rOpTalOThCS B CTPYKTYpH, SIKI Ha3UBaloThcs cojeHoimamu. Lli
COJICHOIIM TIPUKPIIUICH] 0 OUTKOBOrO Kapkaca BCEpeuHI siapa, YTBOPIOIOYH IETIi
(puc. 1.4). Cmoci6 opranizamii XpoMaTHHY B KOHKPETHId KIITHHI Ta Te, SK,
HAIIPUKJIIAJ, JIEesIKI TICTOHU XIMIYHO MoAuQiKOBaHI, BU3HAYAE, SKI TCHH MOXYTh a00
HE MOXYTh OyTH TpaHCKpHOOBaHI Ta ekcrnpecoBaHl. Hampukian, neski reHu OyayTh
HACTUIBKH IIUTRHO yIaKOBaHI B XpOMATHHI, III0 MEXaHI3M TPAHCKPHIIIII HE 3MOXKE 10
HUX JICTATHCS, 1, TAKUM YMHOM, Il TCHU MPUIUHAIOTHCS B 11 KOHKPETHINH KIIITHHI.
TakuM 4uHOM, CTPYKTYpa XpOMATHUHY € OJTHUM 13 BU3HAYAIBHUX YAHHUKIB eKCIpecii

KIIITHHHY, a OTXKe, 111 pynkmii [13].
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Puc. 1.4. Opranizanis JHK B xpomatun

Oco06nuBuii Tun JIHK MokHa 3HaTH B MITOXOHJIPisiX. MITOXOHIPIT — 1€ KIITUHHI
opraHenu, siki HEOOXiJH1 Uil JUXaHHS Ta BUPOOHMIITBA €HEPTii KIITHHOIO. BoHuU
HecyTh BiacHy kuiblieBy JIHK npu6muszno 16 000 m.H., sika peruiiKyeTbcs He3aJIeKHO
Bin JIHK y sapi. I'enn mitoxonapianeaoi JJHK konyroTs BimacHy pubocomny PHK
(pPHK), tpancrioptny PHK (TPHK) Ta puGocomni OiNKH, a TakoX JIeKiLIbKa
dbepMeHTiB aepoOHOro Merabonismy. OnpHak OaraTo MITOXOHApPIAJIBHUX OLUIKIB
KonytoThes sepHoro JIHK 1 mi3Himie iMoopTyrOThCS B MITOXOHAPIIO JUIS CIPUSHHS
MiToXoHapianbHik GyHKIi [13].

I'en moxxHa Bu3HauWTH sK «mocaigoBHicTs JHK» y reHomi, HeoOXimHy s
BUPOOHUIITBA (PYHKIIIOHAIBHOTO MPOAYKTY, SIKUM MOKe OYTH MOJINMEeNnTHAOM abo
dynkiioHanbHO0 Mojekynoo PHK. KinbKicTh reHiB y HallioMy T€HOMI1 OIIHIOETHCS
npubm3Ho B 25000 [12]. Bonn HepiBHOMIpHO pO3KHAaHI B3JOBXK XPOMOCOM: JACSKI
JaCTUHU XpOMOCOM JyXke OaraTi TeHamu, TOJI SK 1HIINI JUISHKA 3 TOHaJ MUIbHOHA
map OCHOB y3araJii He MICTATh T'€HIB 1 HA3WBAIOTHCS TEHHUMH MTYCTEIISIMH.

'enn, siki 3a3BWYaii KOMYIOTH TMOJINENTHJ, MalTh IMOBTOPIOBAaHI CTPYKTYpHI
ocobommBocTi. He Bci mapu oCHOB y reHi OyayTh TpaHCIIOBATHCS B OUIOK: TeHU
3a3BUYail MICTATh €K30HH, SKI € TPAHCIHOBAHMMH YaCTUHAMH, BKPAILICHUMU
IHTPOHAMHU, SIKI HE TPAHCIIOIOTHCSA. Y 0araTbOX I'€HaX IHTPOHU CTAHOBIATH 3HAYHO
OUIbIly YAacTKy TI€Ha, HDK €K30HHW. [HIIMMU TOBTOPIOBAHUMH CTPYKTYpPHUMU

O0COOJIMBOCTSAMM € TOCIHIJOBHOCTI, 30€pekeHl cepen 0OaraTboX pIZHUX TEHIB, SIKi
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JAl0Th MEXaH13My TPAHCKPUIIIIT KIITUHU BIAMOBIAHI CUTHAHU MPO TE, KOJIU 1 1€ CIif
TpaHCKpUOYBaTH KOHKPETHI TeHH. Ko>KeH reH Mae CTapTOBUM 1 CTON-CUTHAJI, @ TAKOXK
MIPOMOTOPHY MOCHIAOBHICTh Ha 5’°-KiHLI. Lleil mpomoTop BU3HAUae mabJIOH, a TAKOX
piBeHb eKcmpecii reHa. [HIII pPeryisiTOpHI €JIEeMEHTH BKJIIOYAlOTh EHXaHCEpH,
caillieHcepu Ta AUISHKU KOHTPOJIIO JIOKYCIB, 1 BOHM MOXYTh OyTH abo B 5°, a6o 3’
HETPAHCIIbOBaHIM 00nacTi, a00 B IHTPOHHUX MOCHIJOBHOCTSX reHa. Jlesiki MOXYTb
HaBITh JIEXKATH JAJIEKO BiJ KOJYI0YOT MOCIiOBHOCTI reHa [14].

Aneni € abTepHaTUBHUMH (OpMaMU OJHOTO T'eHa: 3MiHU B nociigoBHocTi JJHK
OpU3BeAyTh 70 1HIIOTO Outka 3 iHImOK0 ¢yHKIie. J[oOpe BiIOMUM MPHUKIIAIOM
KUTIbKOX aJielliB € cuctema rpyn kposi ABO.

KoxHa KIITHHA JIOJUHA MICTUTh 23 Tapy TOMOJIOTIYHHUX XpPOMOCOM, IIIO
cTtaHoBUTh 46 xpoMocoMm. KoxkeH HaOip 3 23 XpOMOCOM HA3HMBA€ETHCS TaILIOITHUM
HaOopoM. Kosim kiiTHHAa Mae JBa MOBHMX HAOOpH, BOHA OMHUCYETHCS SK JTUILIOITHA
[12].

1.1.2. ®a3u KIAITHHHOTO ITUKITY

o6 mictatucs Bin 3aIIiqHEHOT 3UroTH a0 Mpuoau3Ho 100 TpUIBHOHIB KIIITHH B
JIIOJICBKOMY TUi, KJIITHHAM HEOOXiaHO mocTiHO minmutucs. [loginm KIiTUH 1 MITO3
TaKO)K MarOTh BUPIIIAJIbHE 3HAUCHHS I TU(epeHITIFOBaHHS.

Komu xmiTuHa He mepeOyBae B MiTO31, KaXyTh, 110 BOHA NepeOyBae B iHTEpdasi
(puc. 1.5 A, B). Ilepmra wactuna intepdasu, Bigpasy MiCIs MITO3Y, Ha3HBAE€THCS
dazoro G1. V 1t (a3i kokHa XpoMOCOMa MICTUTh JIMIIIE OJIHY Korrito jaHiora JJHK.
s da3za G1 3a3Buyail TpuBae Kiibka rOAWH, MOKK He Oyzae mocsrHyTa ¢asza S, xoua
JesiKl KiHIeBO AudepeHIliioBaHl KIITHHA (HEUPOHHU a0 JIEHKOIUTH) MOXKYTh y3araii

BHMTH 3 KIIITHHHOTO IIUKITY Ta, IK KaXYTh, TepedyBaroTh y GO.
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Interphase —— > Go

Interphase ——

(A)
Mitosis
H | Sister
omologs chromatids
AN
Diploid (ZNJ (‘”‘i) Diploid (2N)

> .
L > > > >

G, S phase G, M phase Gy
(B)

Puc. 1.5. (A) KniTuaHui nuka comaTudHo1 KIiTUHA Ta (B) pi3Hi eTanu MiTo3y

Konu xmituna mounHae BigTBOoproBaTu cBoto JIHK, BoHa mepexomuth y S-dasy.
IlBa gjanmorn JHK pospinstorbes, 1 3 KOXHOTO JIAHIIOTA  CKJIAJIA€ThCS
KOMIUIEMEHTApHUN JIAaHIFOT. XPOMOCOMH B KiHIII S-(a3u CKIagaroThCcs 3 JIBOX
CEeCTPUHCHKUX XpOMATHJ, KOXHA 3 SKHX MICTUTh ineHTHuHHK jaHior JIHK.
XpomaTuau yTPUMYIOTBCS pa3oM Ha IIEHTPOMEDI, sKa, 3B’ s13aHa 31 crelliaai30BaHUMHU
OUIKaMHU, YTBOPIOE KIHETOXOP, 3a JIONMTOMOTOIO SIKOT'0 XpOMAaTUIX OyayTh MPHUKPITIICH]
70 MITOTUYHOTO BepereHa. [lepin HDK KIITHHA BCTYNUTh Y MITO3, BOHA MPOXOJUTH
gyepe3 KOPOTKY KOHTposbHY (azy G2, y sKii BiZOyBa€ThCS PICT KIITUHU ITICIHS
HAKOMWYEHHS! CHHTE30BaHMX OUIKIB MPOTSATOM YCHOTO KIITUHHOTO IMKIy. [loBHa
iHTepdaza TUMOBOI KIITWUHH TpuBae Bim 16 g0 24 roawH, ame MOXE TPUBATH 10
MICSIIIB, TOA1 SIK MiTO3 3aBEPINY€ETHCS 32 KiJIbKA TOJIUH.

Hampukiami G2 xokHa XpoMOCOMa CKJIQTA€ThCS 3 JBOX XPOMATH, 1 OJTHA 3 IHUX
XpOMaTHJI TIOBMHHA ONHWHUTHCS B OJHIA 13 JOYIPHIX KIITHH Y BIOPSJIKOBAHIM
cerperaiiii xpomocoM. Ilepmum etanom mito3y € npodasa, mia yac siIKoi XpoOMOCOMU
MOYMHAIOTh KOHJICHCYBATHUCA Ta TOYWHAE (OPMYBATHUCS MITOTHYHE BEPETEHO (IUB.

puc. 1.6 A, B). ®opMyBaHHS MITOTHYHOTO BEPETCHA OPTraHI30BaHO YEpe3 Bl
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LEHTPOCOMH, 3 SKHUX MIKPOTPYOOUKHM BUIIPOMIHIOIOTH, YTBOPIOWOYM BepeTeHo. Ilin
yac npomeTadasu siepHa MeMOpaHa po3MaJa€eThesl, 1 XpOMOCOMH CBOIM KIHETOXOPOM
MIPUKPIIUIIOIOTHCS 0 MITOTUYHOTO BepeTeHa. KepoBaHi MikpoTpyOOUKaMu BepeTeHa
MOAUTY, XPOMOCOMH pyXaloThcsl 10 MeTada3HOi TUIACTUHKA B TIPOIEC, SIKUM
Ha3MBaeThCsl KoHrpeciero. [lin yac Meradasu XpoMoCOMHU JOCITalOTh MaKCUMAaJIbHO1
KOHJICHCAIlli B €KBaTOpiajbHIM IUIOMIMHI, 1 iX Haiierme BizyanizyBaTu. AHada3za
MOYMHAETHCS, KOJIM XPOMOCOMHU MOAUISIOTHCS HA JIB1 XpOMATHAM 1 KOKHA XpOMOCOMa
MEePeMIIYEThCS O PI3HUX MONIOCIB. MiT03 3aBepinyeThesi Tenodas3oro, Mmia yac sSKoi
BiIOyBa€ThCsl JIEKOHJICHCAIlII XPOMOCOM 1 BIIHOBJICHHS SiFIEpHOT MeMOpaHu, len
npolec Ha3uBaeTbCad KaplokiHe3oM. OpHouyacHO 3  Tenoda3o LUTOILIa3Ma

HOJUIAETHCS HA JIB1 OUIPHI KITITUHH, 1 KapiokiHe3 3aBepiryeTbes [10].

Mitosis
(A)
H I Sister
OB chromatids
\
. ‘
Diploid (2N) (4N) Diploid (2N)
> > — > > >
G, S phase G, M phase Gy
(8) Meiosis
Homologs Sister Bivalent
A chromatids with chiasma —%‘
Fertilizatio
A
Diploid (2N) (4N) (an) R —>
> — > 1: —
Gy S phase G, Prophase Mesiosis |
(2N)
Meiosis Il
Recombination/  Reductional Equatorial
exchange division division 4 x Haploid (1N) (2N)

Puc. 1.6. Cerperaris xpomocoM 1ipu MiTo3i (A) 1 meiiosi (B). Cipi Ta yopHi

xpomatuan (A, B) cuMBOIi3yIOTh TOMOJIOTH OaThbKa Ta MaTepi

Cnig 3ayBakuTH, M0 TiJ Yac MITOTUYHOI M-(da3u/anadasm cecTpUHCHKI

XpoMaTuIu po3’eAHYy0Thes (A), Tol sIK y Meiio3i | 1Bl roMoJioriuyH1 MaTEpPUHCHKI Ta
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0aTbKIBCbKI XpPOMOCOMHM BIJIOKPEMIIIOIOTBCA OJHA BiA OJHOI peAyKUIHHO 3a
JIOTIOMOT0I0 000X CeCTpUHCHKUX XpoMaTuj (B).

VY mpoueci MiTO3y YTBOPIOIOTBCS Bl JIOYIpHI KIITHHH, SIKI HECYTh OIHAKOBY
reHeTHUYHYy 1H(OopMalio SK 32 BMICTOM, TaK 1 32 00’eMoM. TakuM YHMHOM, MITO3 HE
MOKe OyTH BHKOPHMCTAHWUW JJII YTBOPECHHSI TaMET, OCKLIBKU 3 KOXXHUM ITOKOJIIHHSIM
kuibkicTh JJHK moaBoroeTbes. Meiio3 sik cnerfiainizoBaHa ¢gopma KIITHHHOTO MOJLTY
BUPIIIYE 110 MPOOJIeMYy, YTBOPIOIOYH KJIITHHU (FaMeTH) JIMLIE 3 MOJOBUHOI BMICTY
JIHK, T06TO 1O OJHIM 13 KOKHOI XPOMOCOMH, COMATHUYHMX KJITUH. JlogaTkoBUM
O6oHycoM € Te, 1o mija yac Meiio3y JIHK nBox 6aThKiBCHKUX XpOMOCOM OOMIHIOETHCS,
00 yTBOPUTH HOBI XPOMOCOMH, MOOYJOBaHI 3 TE€HETUYHOTO Martepially JBOX
OatpkiB. lleit mnporec pexkoMOiHAIilT BaXMBUW IS CTBOPEHHS TE€HETHYHOI
PI3HOMAHITHOCTI BUJY 1, TAKMM YHMHOM, JJiA 3a0e3nedeHHs ioro epodroiii. Meiio3 €
HAWBaYIMBIIIIMM KPOKOM JIJISI BHKMBAHHS Ta €BOJIIONII BHIIB, 110 PO3MHOXKYIOTHCS
cTateBUM muisixom [11].

Meiio3 BKkIOYae aBa TnochigoBHUX moauty. Ilepma Meroruuna mpodasa
(mpodaza 1) € TpuBanoro i Moxke OyTH po3/iJieHa Ha KiTbKa MOCHiIoBHUX eTamiB: (1)
JIETITOTEHOBI XPOMOCOMHM JIOBT1 Ta TOHKI; (2) mia Yac 3UTrOTEHU T'OMOJIOTIUHI MapH
XpOMOCOM 3 KOXXKHOTO TaruIoiqHOro Habopy JieKaTh OjHA Ol OJHOI Ha YacTHHAX
cBoei moBkuHU;, (3) y MaxiTeHi XpOMOCOMH IIOYMHAIOTh TOTOBIIYBAaTHUCH 1
BKOPOYYBATHUCh 1 CTAIOTh OLIBII TICHUMHU B Tlapax IO BCIH CBOIN JOBXHHI, Yy IIeH dac
Bi/I0OYBAETHCSI CHHATICHUC, KPOCUHTOBEP 1 OOMIH XpOMaTHUJIaMHu, a siAepls 3HUKAIOTh;
(4) nmpu TUTIIOTEHI Ta JiaKiHe31 XPOMOCOMH 1€ OLIbIIIE BKOPOUYIOTHCS Ta BUSBIISIOTH
O3HAKM TICHOTO 3B’SI3KYy 31 CBOIM IOMOJIOTOM Yy Xia3Max, Jie¢ BiIOyBCS KPOCHHTOBEp 1
B3aeMHHI 00MiH mocmigoBHocTsamMu JIHK, mamaroum Burimsia mermi abo xpecrta. Y
MeroTHuHii Metadazi 1 smepHa MeMOpaHa pPYHHYEThCS, 1 TOMOJIOTIYHI Mapu
XpOMOCOM BHUPIBHIOIOTHCS Ha €KBATOpi BepeTeHa moaury. Y meioruuHid aHadasi 1
TOMOJIOTIYHI XPOMOCOMH PYXalOThCA B MPOTUJIICKHUX HaMpsiMKax. Y MEHOTHUYHIN
tenodazi 1 BigOyBaeTbCcd I[MTOKIHE3; sJA€pHAa MeMOpaHa MOXKE THUMYacoBO
nepedopMyBatucs, xoda I€ BIIOYBA€TbCS HE 3aBXKJM, YTBOPIOIOYM Bl JOYIpPHI

KJIIITUHU 3 TOJOBUHOIO KUIBKOCTI XPOMOCOM Y KOXHIM (JIMIIE€ OJUH YJIEH KOXHOT
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TOMOJIOTIYHOI TapH), aje KOXXKHa XPOMOCOMa CKJIQJa€TbCsl 3 JBOX T'€HETUYHO
VHIKaJIbHUX XpoMaTuA (OCKUIBKM Nepexia Ha Xiazmi). Y JApyromy MeHOTHYHOMY
MO 11 XPOMATH/IA BIIOKPEMITIOIOTECS TaK camo, SIK MiJ 4ac MITO3Y, YTBOPIOIOYH
3arajioM YOTHPH TaIlIOiiH1 HAIaJAKWA BUX1THOT KJIITUHH, KOKHA 3 SIKUX MICTUTD JIUIIIE
OJIMH TOBHUM HaAOIp XpOMOCOM. 3aBISKH OOMIHY XpOMAaTHAAMH Ta BHUMNAJKOBIN
cerperaifii TOMOJIOTTYHUX XPOMOCOM KOKHA TamlioiHa KIITHHA € TEHETUYHO
yHiKasibHOW. [li wac 3arurigHEHHS JAB1 TamIoiAHI KJIITHHU 30HpParOThCS pPa3oM,

YTBOPIOKOYHU HOBY JTUILIOITHY 3UTOTY [6].

1.2. Cy4acHi MeTO¥ TeHETHYHOTO J0CJIiKEeHH S

[IpenimMmnanramiiina reHetudda niarHoctuka (PGD) e pannbOO (hopmoro
NPEHATAJIBLHOI JIarHOCTUKU JUIS Tap 13 BUCOKHUM PH3UKOM Iepejaadi CIagKOBHX
3aXBOPIOBaHb CBOIM HallagkaMm: ab0 MOHOTE€HHUX po3JaaiB, abo CTPYKTYpPHHX
XPOMOCOMHHX aHOManiii. Moro mepen6auyBaHa MeTa — JiarHOCTYBAaTH KOHKpPETHE
TeHETUYHE 3aXBOPIOBAaHHS B KIIITHHAX, Y34THX 13 Oiorcii oouuTiB/3uror abo
eMOpiOHIB, OTpHMaHUX In Vitro 3a JOMOMOTOK JOIMOMDKHHX PENpOAyKTUBHUX
texHosiorid (JAPT), 1 micna aHamizy mepeHecTH B MAaTKy JIMIIE Ti eMOpIOHH, sKi
BHU3HAYCHI SK HEeypakeH1 3axBoproBaHHsAM. [lepeHeceHHsT eMOpiOHIB 6€3 TeHHUX YH
XpPOMOCOMHHX aHOMAJTIW JIa€ 3MOTY 3aMo0irTH HApOMHKEHHIO JUTHHU 3 TCHETUIHUMHU
3aXBOPIOBAHHSMH, 3HU3UTH DPIBEHb PEMPOIYKTUBHUX BTPAT IIiJ] Yac BariTHOCTI, a
TaKOX IMIJIBUITUTH ¢()EKTUBHICTb IUKIIB JOTOMIKHUX PEPOTYKTUBHUX TEXHOJIOT1H.

HominerocTi TI']] cipusinu po3poOKu B penpoyKTUBHIM METUITMHI, TeHETHUIII
Ta MeTojax Oiotexnosorii. EnBapac i ['apauep ycmimHO BHKOHAMH TMEPIIY BiIOMY
Oiomciro kposstunx emOpioHiB y 1968 pomi. ¥V 1990 pori Oyno moBimoMieHO Tpo
nepiie kiaiHiyHe 3actocyBaHHs I Ha mroasx, Jge OmMMCAaHO BUKIIOYCHHS X-
3YeIUICHOI XBOpPOOM 3a JOIMOMOIOI0 IojiiMepa3Hoi JaHmoroBoi peakmii (ITJIP).
BHU3HAYEHHs cTaTi eMOpioHiB [16].

brnuzpko 70% emOpioHiB (SIK y BUIAJKy IPUPOJHOI BaritHocTi, Tak 1 mpu JPT)

HE Jal0Th HApOJ/KEHHS JIUTHHU 4Y€pe3 HEBUHOIIYBAHHS BariTHOCTI a00 MOPYIIECHHS



18

nporiecy imruianTtainii. OCHOBHOI TPUYMHOIO IBOTO € XPOMOCOMHI aHOMalii
(aHeymioifii), M0 BUSIBISIOTHCS SIK BTpaTa JOJATKOBOT XPOMOCOMH a0o0 il yacTUHHU
[15].

HauyacTimne  nOpuYMHOIO  BUHMKHEHHS  XPOMOCOMHHMX  aHOMallld €
HEPO3XOXKEHHSI XPOMOCOM Y TIPOLECT JO3piBaHHs cTareBUX KIITUH. [Ipuyomy y 85%
BUIIAJIKIB aHEYIJIOi/11i OB’ A3aH1 3 MOPYIIEHHIMH i Yac ooreHe3y i jume y 15% —
3i cnepmaroreHe3om [17]. bBinbmn  pigkicCHUMH TNpHYUHAMU €  YCIAJKyBaHHS
0aTbKIBChKOI XpOMOCOMHOI TATOJIOT1i Ta MOPYLIEHHS B MPOIeCi APOOIEHHS 3UTOTH.

[Ipu npoBenenHi exctpakopropanbHoro 3arutigHeHHs (EK3) mepmi eramnwu
KUTTS eMOpioHy BimOyBarOThbesl in Vvitro (mo3a opraHi3MOM Marepi), TOMY €
MOXIJIUBICTh TOCTIIUTH Xpomocomu [18].

VY npeaiMIUIaHTAI[IHHOMY T€HETUYHOMY TECTYBAaHHI ICHYE TPH MIIXOJH, IO
TIOIUISTFOTHCS 33 TIOXO/DKCHHIM MaTepiaiy, sSIkid aHali3y€eThCs:

— JOCHIIDKCHHS TOJSPHUX TUIENh — PEAYKIIWHUX KIITUHHUX YTBOPEHb, SKI
BUHUKAIOTh TPHU JIO3piBaHHI SWIICKIITHHU. BOHU He BimirparoTh HIIKOI poji B
MOJAJIBIIIOMY PO3BUTKY eMOpioHAa W MOXYTh OyTH BHJIyYeH1 0€3 IMOUIKOKEHHS
SHICKIIITUHA. [X TECTyBaHHS Ja€ HENpsAMy iHGOpMAIlI0 MPO XPOMOCOMHHH HabIp
SWIICKIIITUHH, ajié He € TrapaHTi€lo i HOpMalbHOCTI W yXke, THUM Oilblie, He
XapakTepHu3ye ManOyTHid emOpioH [19];

— JIOCIIKEHHs OJlacToMepa — KIITHHA eMOpIOHa Ha TPETIO 100y HOro po3Butky (6—
8-xmiTuHHA cTanig). Y [ed 4Yac KJIITHHH eMOpioHa He audepeHIliHoOBaHI W TOMY
MOXXJIMBUM € BHJIYYCHHS OJHOTO YH JBOX OiactomepiB. [eHeTHyHWH aHami3
BUJTyYEHUX OJJACTOMEPIB XapaKTepU3ye BKe eMOPIOH, aje HEe BUKIIOYAE MOKIUBOCTI
woro mo3saiitm3my. KpiM TOoro, y HH3II IOCIDKEHL OYyJO IOKa3aHO, IO Oiomcis
OyracToMepa Ha TPETIO 100y, Ha Kajib, MPU3BOJINTH O MOTIPIICHHS IMIIAHTAIIIHHOTO
MOTEHITiAly eMOpIOHIB, TOMYy IeW MiAXiJ yTpayae akTyaJlbHICTh IS KIIHIYHOI
npaktuku [20];

— JOCIIJIKEHHSI KJIITHUH TPOPEKTOAECPMU — KIITHUH €MOPIOHATBHOTO MOXOKECHHS,
1[0 CTBOPIOIOTH 30BHIIIHIO 000JOHKY eMOpioHa (puc. 1.7). 3 yciXx HaBeAeHUX LW

MIAX1[ € HAaWOUIbII 1H(MOPMATHUBHUM 1 BPaxOBY€ MOKJIUBICTh Mo3aiiiu3my. biomncis
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TpoeKTOIepPMU Ja€ 3MOTY BUKOPUCTOBYBATH JJIsl AIarHOCTUKU KUIbKa KIIITHH, IO
PI3KO MIJBUILYE HMOBIPHICTh OTPUMAHHS MOJIEKYJISIPHO-TEHETUYHOIO BUCHOBKY PO
TeCTOBaHUUW eMOpioH. OTpuUMaHHS KIITHH TPOPEKTOACPMU ULUISIXOM  Oiomcii
nepeadoavyae KyJIbTUBYBAHHS €MOpPIOHIB 0 9—/-i° 700U, a TaKOXK KPIOKOHCEPBYBaHHS
OCTaHHIX Ha TMepiojJ aHamizy. 3a pe3yJbTaTaMH TECTYBaHHs, KpPIOKOHCEPBOBaHI1
eMOpIOHM MOXYTh OyTH BHMKOPHUCTaHI B MojanblioMy B Kpionukinax J(PT.

JlocnimpkeHHs cBlIYaTh Mpo Te, IO MPOBEJEHHs Olorcii’ TpodekroaepMu eMOpioHa

HE CIPUYHMHSIE HEraTHBHOI'O BIUIMBY Ha HOTO MOAAIBIINK pO3BUTOK [21].

© O,

eHaoMeTpin

BHYTPIiLLHA
KNiTUHHa Maca
(embpiobnacT)

TpodobnacT

NopOXXHWHa
6nacToyncTn

Puc. 1.7. bynoBa 6iacronuctu

['eneTnune TecTyBaHHA MOJXKHAa TMPOBOJUTHA 3a JOMOMOTOI  PI3HUX
MOJICKYJISIPHO-TEHETUYHUX METO/IIB:

— moJimMepaszHoi naniorosoi peakiii (IIJIP), mpudomy BUKITIOUHO y BUIMAIKaX
HOCIMCTBA MOHOTEHHOI TAaTOJOTii: MYKOBICIIHI03Y, (EHUIKETOHYpii, CHiHAIBHOI
M’ s130B0i aTtpodii, xopei ['eHTHHTTOHA TOIIIO;

— ¢uryopecuentHoi riopuau3aiii, in situ (fluorescence in situ hybridization —
FISH)

— JIIarHOCTUKU BUSIBJIICHHS aHEYIUIOi1i Ta AESKUX CTPYKTYPHUX XPOMOCOMHUX
nepeOy0oB. I3 TEeXHIUHMX NPUYMH 1€ THI JIarHOCTUKH JO3BOJISE OJHOYACHO

JOCJIIJIPKYBAaTH JIUIIE OOMEXKEHY KUIbKICTh XpOMOCOM, 3a3Buuad 3 uu 5. Tomy mpu
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CKpUHIHTY aHeymnoigid FISH-niarHocTka mnoctynaeTscss 3a 1HPOPMATHUBHICTIO
MeToaM 13 moBHoreHomHoto ammutidikariero (IIT'T, NGS);

— TOpiBHsIbHOI reHoMHOi riopuauzamii (I'T), mo BUKOHYEThCA s
MOBHOT€HOMHOT'O CKPUHIHTY aHEYIUIOiId y BUMAIKaX MHOKUHHUX HEBJAIUX LIUKJIIIB
JIPT, Hanpukiiaj, 3BUYHOTO HEBUHOIIYBAaHHS BariTHOCTI [22];

— CEKBEHYBaHHS HACTYNMHOro TMokoJiHHSA, abo NGS (next generation
sequencing) (puc. 1.8, puc. 1.9), — MeTOoay, 10 Ja€ 3MOTYy OTPUMATH iH(pOpPMAILit0
PO KUTBKICHI TMOPYIIEHHSI B yCiX XPOMOCOMAax, a TaKOX MPO HASABHICTh TOYKOBHX

MYTaIliu.

MAPD=0.139 Confidence fiter=3.0
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Puc. 1.8. EMOpioH i3 HOpMaJIbLHUM XpOMOCOMHHUM HabopoMm (46, XY)

MAPD=0.118 Confidence fiter=3.0
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Puc. 1.9. AneymnoigHu eMOpioH 13 MOHOCOMIEIO XpoMocomu 16

Bulip TakTHKHM 1arHOCTUKN BU3HAYAETHCS B KOKHOMY KOHKPETHOMY BUTIAIKY
Ha OCHOBI aHaMHe3y O€3IUTiAMs, CTaHy OpraHi3My Marepi, eMOpIOHIB Ta iXHBOI
KUTBKOCTI.

[IpyarHEM XPOMOCOMHUX TIOPYIICHb TMPU YTBOPEHHI TaMeT 3aJIUIIAIOThCS
HEJI0OCTaTHHO BMBUEHWMHU. BopgHOUAC 10 YMHHUKIB TaKUX MOPYIIEHb HAJCKUTHh BIK
KIHKH, OCKUTBKH 3 HOTO 30UIBIICHHSIM MiIBUIIYETHCS PU3UK aHEYIUIOi1i OOIUTIB. Y
pe3yabTaTi  UbOro  MIJBHUIINYETHCS ~ HUMOBIPHICTb  HApPO/KEHHS  JOUTHHU 3

XpPOMOCOMHHUMH aHOMAJlISIMH, 30KpeMa 13 cuHapoMoM Jlayna. Tomy 1jisi mami€HTOK
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cTapiuoi BikoBoi rpynu mix yac BukoHaHHs JIPT pexomenayerbcs npoeaenus 11T
Ha aHeymoinii (III'T-A).

AHeymioinii TakoX TpamIAlOThCS B €MOpIOHAaX Mali€HTOK MOJOJ0TO
PENpPOAYKTUBHOTO BIKY. Y 3B’S3KYy 3 UM MOAPYKHs napa Moxe npooauTu III'T-A y
nmikyBanpHOMYy 1Kl EK3 nns 3HMKEHHS pPU3MKY XPOMOCOMHHUX TOPYILEHb,
CHIOHTAHHOT'O TE€PEPUBAHHS BAriTHOCTI Ta HAPOJKEHHS AUTHHH 0€3 XpOMOCOMHOI

natosorii [23].

1.3. TlpnyuHU Ta HACJIIKHA reHeTUHYHUX 3aXBOPIOBAHD JIKIMHI

XpoMOCOMHI aHOMaJTii

XpOMOCOMH1 aHOMaJTii TPAIUIIITHO BU3HAYAIOTHCS K 3MIHH, SKI BUKJIUKAIOTh
BUJUMI 3MIHA B XpoMocoMax. buibll ¢yHKIIOHATbHE BU3HAYEHHS — 1€ Oy/Ib-sKa
aHoMallis, sIKa BUHHMKA€ BHACIIJOK MEBHUX XPOMOCOMHHX MEXaHI3MIB, TaKUX SIK
HENpaBWIbHA CETperailisi XpoMOCOM Tl Yac MITO3y 4M Meio3y, abo HenpaBUIIbHE
BIJTHOBJICHHSI PO3IPBAHMX XPOMOCOM, ab0 HempaBuiIbHA pekoMOiHaIlisa. XpOMOCOMHI
aHoMaJii MOXyTh OyTH KOHCTUTYLIMHUMH, TOOTO BOHU MPUCYTHI B KOXHIM KJIITHHI
ocobu, abo ocoba Moxxke OyTH MO3aidHOIO, 0 O3HAYAE HASBHICTH JBOX a00 OiybIe
KIITUHHUX JIHIA, [0 HOXOAATH Bia OIHIET 3UTOTH. Y NOCTHATAIBHINA IIMTONEHETHII
3a3BMYai aHANI3YIOTh JIMINE JBI KIITHHHI JIiHII, ajie, JOIMIUIAaHTAIiliHI eMOpioHU
MOXXYTh HECTH 0arato pi3HUX KJIITUHHUX JiHIA, 1 TOMY iX Ha3WBalOTh XAOTHYHOIO
MO3aiKOIoO.

Po3pizHsitoTh ABiI Kareropii aHomamiii: XpOMOCOMHI aHOMaii 31 3MIHEHHUM
YHCIIOM KOIIii, TOOTO YHCIIOBI aHOMaITii, Ta CTPYKTYPHI aHOMaJii, KOJU XpPOMOCOMHU
JEMOHCTPYIOTh aHOMAIIBHY CTPYKTYPY.

KinpkicHi anomautii

Tpurnnoinist Ta TeTpanioinis € popMaMu MOTITUIOIAIT, TOOTO BC1 KIIITHHA 0COOH
HECYTh BIJIMOBIAHO TpU abO0 YOTUPH TramaoigHl TeHoMmH. Tpuroifis 3a3BUuaii

CIIpUYMHEHA 3aIIIIHEHHSIM OOIUTa JIBOMa CIEPMATO30idaMH, TOAl1 SIK TETPAIIOimis
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3ymoBieHa HenoBHUM nepmuM noauvtom: JJHK pemnikyetscs no 4N, ane kiiTHHA HE
OUIATBCS. | TpUIIoiAis, 1 TETPaAIoinist CMEPTEIbHI.

Aneymoinis o3Hayae, 010 oJiHa a00 KUIbKa OKPEMHUX XpOMOCOM a0o0 BiJICYTHI,
abo IpUCYTHI 3 JOJATKOBOIO Koriero. HaiiBinomimor TpucoMiero € cunapom JlayHa,
Jie IPUCYTHsI oJlHa 3aiiBa xpomocoma 21 (47, XY, +21). MoHocoMisl € JIeTaJbHOIO B
eMOpIOHATBHOMY TEPi0Jii, 3a BUHATKOM MOHOCOMIi X-XpOMOCOMH, SIK, HAIPHUKIAJ,
npu cunapomi Tepuepa (45,X). OgHuUM 13 MeXaHI3MIB BUHMKHEHHS aHEYIUIOiTHUX
KJIITHH € HepOo3’€THAHHS, KE MOKEe BUHUKHYTHU i1 9Yac MeH03y, [0 MPU3BOIUTH 10
aHOMaJBbHUX TaMeT, ado Mia Yac MiTo3y, 10 MPHU3BOIUTH 10 Mo3zaimusMmy. Ilig gac
MeH03y crapeHi XpOMOCOMH HE MOXYTh BIJOKPEMHUTHCS a00 CEeCTPUHCHKI XpOMAaTUIU
HE MOXYTh pO3'€MHATUCS TMiJ dYac MiTo3y. [HIIMM MeXaHI3MOM € BiJICTaBaHHS B
anagasi, ko XxpoMocoma abo XpomaTuja BIICTAE BiJ IHIIMX XPOMOCOM IIiJl 4Hac
pyxy B aHada3zi Ta BTpa4aeThCs.

Hacnigky KiUTbKICHMX aHOMAaJIW JKaxjuBi: HyJIcoMii Ta MOHocoMii (3a
BUHATKOM CHHApoMY TepHepa) HIKOJIM HE € J>KUTTE3aTHUMH, TOMI SIK OCOOM 3
TpucomissiMu 13, 18 mpu3BOAATH 10 3arubeni JUTHHU HAUOIKYMM YacoM ITiCIIs
HapOHKeHHS. | TUIBKU 3 TpUCOMi€r0 21 MOXKYTh TOCSATTH JOPOCHOro kHUTTs. CtaTesi
XpOMOCOMHU 3HOBY CTAHOBJISATH BHHATOK: BimoMo, mo 47, XXX, 47,XXY 147,XYY
BUKJIMKAIOTh JY)K€ HE3HAUH1 KIIHIYHI MpoOsieMH, 1 Il JIOJAUM MalTh HOPMAJIbHY
TPUBAJICTH KUTTS.

XpoMOCOMHI TIepeOy10BH

Po3puBu xpomocoM MoxyTh OyTH crnpuumHeHi momkomkenasm JJHK a6o
HEMPaBWIBHOIO  peKoMOiHamiero mix d9ac Meiozy. KiiTuHHI  MexaHi3Mu
HAMaraTUMYThCsl BIAPEMOHTYBAaTH IIi PO3PUBU IUIIXOM MOBTOPHOTO 3’ €THAHHS
KIiHI[IB a00 J0JaBaHHS TEJIOMEpPIB JO KIHIIB. SIKIIO Taki MeXaHI3MHU BiTHOBJICHHS
NPU3BOJATH A0 XPOMOCOMH 0€3 IIEHTpOMEpH, TOOTO alleHTPUYHOI XPOMOCOMHU abo
TUIIEHTPUYHOT XPOMOCOMH, IIi XpOMOCOMH OyAyTh BTpau€HI Mg 4Yac cerperaimii B

HAaCTYITHOMY MITO31.
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Konu B oaHiil XpoMocoMi BiAOYBarOThCS 1Ba pO3PUBH, (PparMeHT Moxe OyTH
BTpaueHuil (Aenerrisi), abo BCTaBICHUMN MICIs MOBOPOTY (parMeHTa (iHBEpcCis), abo
BKJIFOUEHHH Y KUTBLIEBY XPOMOCOMY (KLJIBL[EBA XPOMOCOMA).

Konum n1B1 XpoMocomMHM 3a3HAaIOTh OJIHOTO PO3pPUBY, OTpUMaHi (parMeHTH
MOXYyTh OOMiHIOBaTHCS. Lle Ha3uBaeThCs TpaHCcIoKalli€. SKIo BiAOYyBaETHCS OOMIH
alleHTpUYHUMU  (parMeHTamMH, 1€ NPU3BOJUTH JO CTaOUIBHOI LIEHTPAJIbHOI
XpOMOCOMH, fKa MOXE IEpeaBaTUCA B MITO31, 1 1€ HA3UBAETHCA PELUUIPOKHOIO
tpanciaokauiero (auB. puc. 1.10). Bynp-axuii auneHTpuuHHil ab0 NUIEHTPUUHHMA
MPOAYKT, 110 BUHUKAE B pe3yJbTari oOMiHY, ab0 MEHTPUYHHUA 1 AllEHTPUUHUN

(dparMeHTH BTpavyaroThCS MiJ] 4ac MITO3Y.

Reciprocal translocation

pr—

Short arm 0
Centromere Q O @]
<
Long arm =»
—_—
—

Pericentric inversion Paracentric inversion

breaks
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Puc. 1.10. 36amancoBaHi CTpYKTYpHI IEpeOyT0BH XPOMOCOM

MiX HEroMOJOTIYHUMH XPOMOCOMAaMH MOXYTh BiJOYBAaTHCS PEIHUIPOKHI
Tpanciuokaiii. Po3pusu B JIHK (HakoHeUHMKHN CTPUIOK) Y ABOX PI3HUX XPOMOCOMAX 3
MOJATBIITUM OOMIHOM XPOMOCOMHHX CETMEHTIB JMCTAIIBHINIEC PO3PHUBY MPHU3BEAYTh
710 TBOX MOXITHUX XpoMocoM. [laparieHTpuyHi Ta MepUIIEeHTPUYHI 1HBEpCIi MOB’si3aHi
3 JBOMa TOYKaMH PO3pUMBY Ha OAHIM Xpomocomi (cTpinkm). 30amaHCOBaHi
nepedyioBH MOXYTh MOPYIIUTH (PYHKIIT F€HIB y TOYKAaX PO3PUBY TPaHCIOKallll Ta

CIIPUYUHHUTHU XPOMOCOMHO aHOMAJIbHC IIOTOMCTBO Ta HOBTOpHi BI/IKI/II[Hi.
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PobGepTcoHiBChbKI TpaHCHOKalli — 1€ OCOOJMBHIA THUN TpaHCIOKalli, 10
BKJItOyae nBi xpomocomu 13, 14, 15, 21 abo 22. Ili XpoMOcOMHU MalOTh IYyXKe
MaJIeHbK1 KOPOTKI pyKH, siKi Tyxe cxoxi 3a mochigoBHicTio JIHK. Komu kopoTtki
Iiedl JBOX 13 IUX XPOMOCOM PO3PUBAIOTHCA, ALlEHTPUYHI T4 LEHTPUYHI PparMeHTH
MIHSIOTBCS, y Ppe3yJbTaTl 4YOro YTBOPIOIOTHCSA ALUEHTPUYHI Ta JAMLEHTPUYHI
¢parMeHTU. ANEHTPUYHUN (PparMEeHT BTPAYAETHCSA, TOMl SK Y JAULEHTPUYHOMY
dbparMeHTi [EHTPOMEPHU PO3TAIIOBAHI HACTLIBLKU OJM3bKO OJHA 0 OAHOI, 110 BOHU
3MUBAIOTHCS W YTBOPIOIOTH OJHY BEIHKY ILEHTpoMepy (LeHTpudHe 3IuTTs). Ls
XpOMOCOMa CTa0UIbHA M1 Yac MITO3Y.

Oco0u, siki HecyTh 30anaHcoBaHy nepeOya0By, MalOTh HOPMAJbHUN (DEHOTHII.
OpHak TaMeTd HOCIiB CTHKAIOTBCS 3 MpoOJeMaMH MpH BCTYIi B Meho3. Sk
OINMMCYBAJIOCS paHiimie, JUIsi TOro, mo0 MpoNTH uepe3 Melo3, XpOMOCOMHU IMOBUHHI
CIIApUTHUCHh, 100 YMOXJIMBUTH pekomOiHamiro. KiithHa, sika Hece JBI aHOMaJbHI
XpOMOCOMH, TOBHHHA C(OpPMYBaTH CICIIaIbHI CTPYKTYpH, I00 3a0e3neuuTH
CIaproBaHHA aHOMAJIbHOI XPOMOCOMH 3 HOPMAJIbHUMH XPOMOCOMaMH. Y HOCIS
pPOOEPTCOHIBCHKOI TpaHCJIOKAIlll MOKE YTBOPIOBATHCS HE MEHIIE MIECTH PI3HUX
raroiHuX KITHH. JIuiie ojgHa 3 MUX raMeT Mpu3Bee 10 HOPMaabHOT 0COOU, TOA1
K Apyra nmpu3Bejae a0 30arancoBaHoi (1, OTXKe, HOPMAJIBHOI) 0COOM; 1HIII YOTHPH

IpU3BeayTh 200 10 MOHOCOMII, a00 10 Tpucomii [13].
MoHoreHHi 3aXBOpPHOBaHHA

Cnocobu nepenayi

Crmoci6 mepenadi MOHOTEHHOTO 3aXBOPIOBAaHHS B OCHOBHOMY 3aJICKHUTH Bill
IBOX (haKTOpiB: MO-TIEpIIe, JOMIHAHTHE YU PEIECHBHE II€ 3aXBOPIOBaHHS, MO-IPYTE,
JIOKATI3YEThCS TEH B ayTOCOMi a00 B CTaTEBii XpOMOCOMI (TIEPEBaAKHO X -XPOMOCOMI)
[24]. Tlpu ayTocomMHO-pEeIIECHBHHX pO3J1aJiax HOCII MalOTh HOpPMAalbHUH (DEHOTHIL,
TOJI1 SIK XBOPIIOTH JIMIIIE TOMO3UTOTHI HOCIi 3aXBOPIOBaHHSA. 371¢OUIBIIOTO e MOXKHA
MOSICHUTH TUM (DaKTOM, IIO PELECUBHI MyTallll 3a3BUYail € MyTallisiMd BTpPaTH
dyHkiiil. JAKo oHa Komisl reHa, 1o Koaye pepMeHT, Oyae BUIaJeHa, Jpyra Komis
noadae mpo Te, o0 3aJUIIUIACA JOCTATHS KUIbKICTh aKTUBHOCTI ¢hepMeHTy. OIHAK

SIKIIIO OOMJIB1 KOT1i BUMKHEHI, TO JIOJWHA, sIKa € HOCIEM IT1€1 XBOpoOu, cTpaxaae. Lle
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MOSICHIOE, YOMY TPU PELIECUBHUX 3aXBOPIOBAHHAX 000€ OAThKIB YPaK€HOI AUTHHU €
(eHOTUIIOBO HOpMaJIbHUMHU HOCISIMHU. [leski 3 HalOUIbII MOMIMPEHUX AYTOCOMHO-
PEIECUBHUX 3aXBOPIOBaHb — II€ TEMOXPOMATO3 1 MYKOBICITUI03 y €BPOICOITHHUX
NOMyYJSALINA, CEpNOBUIHOKIITUHHA aHEMis B appUKAaHCBKUX MNOMyJsifax 1 Oera-
rJI001HOMATII B CEPEeI3EMHOMOPCHKUX KpaiHax.

[Ipu ayTOCOMHO-IOMIHAHTHOMY YCIMaJIKyBaHH1 CTPAKal0Th 0COOH, 5Kl HECYTh
JUIIe OJHY Korito aedexkTHoro rena. I'eHu, BiAMOBIAaNbHI 32 3aXBOPIOBAHHS, YacTO
HECYTh MYTaIlil0 TOCHICHHS (QYHKIIII. BUTOK, SIKHH CHHTE3YEThCS 3 T'€HA, BUKJIMKAE
npoOjeMu, HAMpUKIad, Mpu XBOpoO1 XaHTIHITOHA, OCKUIBKHM aHOMAJIbHUN OLIOK
YTBOPIOE TOKCHUYHI arperatv. YTpata QYHKIII TaKoX MOXE TPHU3BECTH [0
JIOMIHAHTHOI Tepenayi, SKIIO ICHYe€ TaK 3BaHa TaIUIOHEIOCTAaTHICTh, TOOTO OJHA
KOIliSI TeHa HE BUPOOJSE€ JOCTaTHHLO OUIKa IS HOPMAJIBHOTO (DYHKIIIOHYBaHHS.
[HIIMMKA ~ BIIOMMMH  TIPUKIAJaMHd  ayTOCOMHO-JIOMIHAHTHHX 3aXBOPIOBaHb €
HelipodidpomaTo3 (xBopobOa ¢oH Pexiinrxaysena, Bigomoro sk JlroauHa-cioH) i
MioToHIYHa AucTpodis, adbo xBopoba IlITeitHepTa.

MoHoreHH1 3aXBOPIOBaHHS, 110 JieXkKaTh Ha X-XpOMOCOMI, MalOTh OCOOJMBUMN
NUISIX Tepeadi, OCKUIbKH KIHKH € HOCISIMH JBOX X-XpOMOCOM, a YOJIOBIKH JIHIIIC
onHiei. TakuMm YMHOM, y TAIIIEHTIB YOJIOBIYOI cTaTi MyTallii B OfHIA X-XpOMOCOMI HE
30alaHcoBaHl JApyror X-XpoOMOCOMOIO, SK Yy KIHOK. TyT TakoX ICHYeE K
pelleCUBHUM, TaK 1 JOMIHAHTHUM TUNMM ycnaakyBaHHs. [IpukimagamMu 1o06pe BiZOMUX
pEIECUBHUX X-3UCIJICHUX 3aXBOPIOBAHb € JAIBTOHI3M (JIy)K€ TOIIMPEHUH, aie
JOCUTh HEMKiMBHN) 1 remoduris. JlomiHaHnTHI X-34erjieHi po3jaau JdOCHUTh
piakicHi. OgHUM 13 SCKpaBUX MPUKIAIIB € MIrMEHTHA IHKOHTHHEHI[IS: Y XBOPHUX
YOJIOBIKIB 3aXBOPIOBAHHS 3a3BHYail 3aKIHUYETHCS JICTAIBHUM PE3yIbTaTOM Yy
BHYTPIIIHbOYTPOOHOMY TEPIOJi, TOMI SIK Y XBOPUX JKIHOK CIIOCTEPIraloThCs aHOMATii
IIKIpU, BOJIOCCS Ta IIEHTPAIbHOI HEPBOBOI CHCTEMH, a TAaKOXX BHCOKHI pPiBEHb
nepexkocy X-xpomocomu. lle TOSICHIOETBCS THUM, WO KIITHHH 3 aKTUBHOIO
XPOMOCOMOIO, IO HECYTh MYTAIlil0, BTPAYarOThCA M7 Yac HapomkeHHs. CHHIpOM
KpUXKOi X-XpOMOCOMHU TaKOX KIACHU(PIKYETbCS SIK JIOMIHAHTHUH. MoHOcCOMIs y

KUBOHAPO)KECHUX  3YCTPIYAIOThCS TUIBKM 32  XpoMocoMow X  (CHHIpOM
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[IepemeBchkoro-TepHepa), OCKUIBKM  OUIBIIICTh  MOHOCOMIM 332  THIIUMH
xpoMocoMamu Habopy (Y-XpoMOCOMOIO Ta ayTOCOMaMH) TMHYTh Ha JY>K€ PaHHIX
eTanax BHYTPIIHbOYTPOOHOTO  pO3BUTKY. Tpucomii B  KUBOHAPOIHKEHHUX
3ycTpiyatotecsi o X, 8 (cunmpom Bapxanu), 9, 13 (cunapom Ilaray), 14, 18
(cunapom Epsappaca), 21 (cunppom Jlayna) 1 22 xpomocomam. EmOpionu 3

MHOKHHHUMH XPOMOCOMHHMH BaJlaMH He € )KUTTe3aaTHIMH [13].
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PO3JILI 2
MATEPIAJIA TA METOJAA TOCJUIKEHHS

JlocnipkeHHsT TPOBENEHO B KIIHINI PENpOAyKTUBHOI MEIUWUMHU IMEH1
akanemika B. L. I'pumenka (M. JIbBiB), ae BopoBamkeHo TtexHonoriro [II'T-A.
Pob6ora BukoHaHa 3rifHO JOroBopy mpo HayKOBO-TIPAKTHYHE CHIBPOOITHUIITBO MIXK
TOB «KiiHika penpoAayKTUBHOT MEAUIMHU IMeH1 akaiemika B.I. I'pumienka» Tta
K3 «XapxkiBcbkuii mineit Ne 116 XapkiBcbkoi Mickkoi pagn» (lomatok A).

VY nocaimxenHi odcrexeno 230 MaiieHTOK, SIKUX 3aJIEKHO BiJl BIKY PO3ILUIUIH
Ha I’ SITh TPy 1 kUM y npotokoii EK3 6yno nposeneno III'T-A.

Jlani oOcTeXeHHsI Mami€eHTOK oTpuMaHi 3rigHO «IIosSCHIOBAJIBHOT 3amUCKH
o0 ymoB nepenadi nanux Binm TOB «KitiHiKa penpoayKTUBHOI MEIUIIMHU IMEH1
akanemika B. I. I'pumenka» no yuenui 10-A knacy K3 «XapkiBcbkuii mineid Ne 116
XapkiBcbkoi MichKkoi pagu» Jleaucenko /. €.» (Jlomarok b).

VY I rpyny BBiiiILIO 6 MAIi€EHTOK Y BiIli 10 25 POKIB.

VY II rpyny 59 nartienTiB y Bitti 25-30 pokiB.

VY I rpyny 143 namientku y Bimi 31-35 pokis.

VY IV rpyny 116 narienTok y Bini 36-40 pokiB.

VY V rpyny 49 mamienTox y Biti 41 + pokiB .

I[II'T-A BuxonyBanocs B mnporpami EK3 micns 3ammigHeHHS SHUIEKIITHH
NUITXOM  iHTpamuToInia3MaTiaHoi  iH’ekmii  cnepmaro3oima  (ICSl).  Biomcis
tpodekronepmu (puc. 2.1) emOpioHIB Ha cTajii O0JACTONMCTH BUKOHYBaJIacsSd Ha
m’saTud ab0 MIOCTUW JCHb KYJBTHUBYBAaHHS 3a JOTOMOTOI MIKPOMAHIMYJIATOpA

Eppendorf NK2 (Himewyunna) ta nazepa RI Saturn 3 (Benuka bputanis).
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Puc. 2.1. bioncis Tpodexronepmu

OtpumaHi KJIITHHHI O6l0MTaTH JOCHIKYBaIUCs 3a jaornoMoror meroay NGS
(cexBenatop lon S5, Termo Fisher Scientific, CIIIA).

JIist  cTaTUCTHYHOT OOpOOKM OTpUMaHUX JaHUX BUKOPHCTOBYBAIW ITaKET
npukiaagaux nporpam  Statistica 10,0 dipmu  StatSoft Inc. (CHIA) s
MIEPCOHAIILHOTO KOMIT’ IOTepa 3a MpOorpaMoro B omnepaiinnoMy cepenoBuili Statistica
for Windows 1 3a mpukiagaumu nporpamamu Exsel. BiporigHicTe BIAMIHHOCTEH

BU3Hauau 3a t-kpurepiem CThIO/ICHTA.
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PO3/1L1 3
JOCJLI)KEHHSI YACTOTH XPOMOCOMHUX IOPYIIEHD
EMBPIOHIB Y 'KIHOK PI3HMX BIKOBUX I'PYII 3A JIOIIOMOTI'OIO
MPEJIMIIIAHTAIIIHOI TEHETUYHOI JIATHOCTUKU

3.1. Yacrora HopMajabHHUX eMOpiOHIB Ta eMOpioHIB 3 pi3HMMH

reHeTHYHUMHM NMOPYLICHHSIMH B 'KIHOK Pi3HUX BIKOBHX Pyl

VY nochimkeHH1 BCIX JKIHOK, SIK OyJIo 3a3HAa4€HO, PO3JAUIEHO Ha ISITh TPyl B
3aJIEKHOCTI B1JI BIKY:

[ rpyna — 1o 25 pokis,

II rpyna — 25-30 pokis,

I rpyna — 31-35 poxis,

IV rpyna — 35-40 pokis,

V rpyna — 41+ pokis.

VY JKIHOK, SIKI BBIMIUIM A0 Tepiioi rpymnu, Oyjno orpumaHo 19 GiomratiB, y
npyrii — 190 GionrariB, y Tpetid — 415 GionrariB, y yerBeptTii — 292 GionTaTH, y
n’siit — 109 6ionraris.

VY nocnimpkeHH1 OyJIo MPOBEACHO MOPIBHSUIBHUK aHAI3 4aCTOTH HOPMaJIbHUX
eMOpIOHIB 3aJIe)KHO BiJl BIKy XiHOK mpu BukopuctanHi [II'T-A y mukmax EK3
(tabm. 3.1).

Tabnuys 3.1

YacTora HOpMAJIbHUX eMOPiOHIB Ta eMOPiOHIB 3 PI3HMMHU re HeTHYHUMH

NMOPYUIEHHSIMM B KiHOK Pi3HHUX BIKOBHX Ipyn

I rpyna (mo | II rpyna | [I  rpyma | IV rpyma |V  rpymna

25) (25-30) (31-35) (36-40) (Bim 41)
(n=19) (n=190) (n=415) (n=292) (n=109)
Hopmanbsauii | 73 51 51 31 14*

eMOpioH, %
(14) (97) (211) (90) (15)
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IIpooosocenns mabauyi 3.1

Monocomist, | 5,26 2,1 6,75 13,7 25,7*
%
1) 4) (28) (40) (28)

Tpucomis, % | - 4,2 4,8 11,6 13**

(8 (20) (34) (14)
MHOXHHHI - 18,9 17,1 23,3 37,6%**
XpPOMOCOMHI

(36) (71) (68) (41)
Baan, %

Ilpumimka: BipoTiiHa pI3HUIISA B IOPIBHAHHI 3 | Tpynoro 3 piBHEM 3HAUYIIOCTI

* p=0,37: ** p=0,3: *** p=0,2.

OTpuMmaHi JaHi CBim4aTh MpO Te, IO YacTOTa OTPUMAHHS HOPMAIBHUX
eMOpIOHIB TMPOTPECUBHO 3MEHINYEThCS 3 BIKOM >kiHKM (puc. 3.1). HawOunpmmu
noka3Huk (51%) HopmansHux emOpioHiB crioctepirascs B II ta III rpynax, y skux BiK
HaIieHTOK CTaHOBHMB Bix 25 g0 35 pokiB, a HauHmwkund — y V rpymi (14 %)

3 BIKOBUM Tiepiogom Bix 41 poxy (puc 3.1).

80

70

60

50

40

KinbKicTb HOpMansHUX emMopioHis, %

30

20

10
Tpynmal Tpyma Il Tpyma III Tpyma IV TpymaV

Puc. 3.1. 3aexHicTh KUTBKOCTI HOpMaJIbHUX eMOpPIOHIB Bij BiKY kiHkH (Tpymu [-V)
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3.2. JocaigKeHHs YaCTOTH XPOMOCOMHHX AHOMAJIIi

JlocmiPKeHO 1 4acTOTy Pi3HUX XPOMOCOMHHUX aHOMAaJliid, 30KpeMa MOHOCOMIH,
TPUCOMIM Ta MHOXXWHHHMX XPOMOCOMHHX BaJl, 3aJI€KHO BiJ BiKy KiHKH (puc. 3.2).
Tak, HaiiMeHIIMN MOKa3HUX MOHOCOMIM criocTepirascs B I rpymi (Bik 10 25) 5,26%, a
HaiiBulid — y V rpym (Bik Big 41) i cranoBuB 25,7%. CTOCOBHO TpuUCOMIN Ta
MHOXKMHHMX XPOMOCOMHHUX Baj HaWHWxk4l nokazHuku Oynu B II (Bik 25-30) Tta
III (Bix 31-35) rpymax Ta ckjiajanu BIANOBIIHO B pa3i Tpucomii 4,2% ta 4,8%, a 'y
BUMAJKaX MHOXHWHHUX XpOMOCOMHUX Baa — 18,9% ta 17,1%. HaliBumuii nokazHuk
TPUCOMIN Ta MHOKHMHHUX XPOMOCOMHHX Baj OyB y V rpymi ( Bik Bix 41) Ta ckinagas
BianoBinHo 13% Ta 37,6%. Cnin 3a3HaumTH, mo B | rpymi (Bik m0 25) BUMAaKiB
OTpUMaHHSI eMOpIOHIB 3 TPUCOMISIMHU 200 MHOKMHHUMH XPOMOCOMHUMHU BajaMU HE

BIIM14aJI0Ch.

73
70
60
51 51
40
el
03
30
25,7
33
20 189
14*
137 1300
116
10
675
526 a2 48
. =
o 0
ok || i
na Vrpyna

Py

&

il rpyna 11l rpyna IV pyna

171
W HOpManGHui eMBpIoH, % B MOHOCOMIR, % Tpwcomin, % MHONMHHI XPOMOTOMHI BaAM, %

Puc. 3.2. YacroTa BusiBJIeHHSI eMOPiIOHIB 3 HOpMaJIbHUM T€HOTHUIIOM Ta

XPOMOCOMHHMH TOPYIIEHHSIMH B )KIHOK PI3HUX BIKOBUX TPYII

[TpumiTka: BiporigHa pi3HUI y MOPIBHSHHI 3 | rpyImoro 3 piBHEM 3HAYYIOCTI

*p = 0’37: *%* p=0’3: *kx sz,Z.
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OtpumaHi JaHi 30iraloThCcsl 3 MarepiajlaMd HAyKOBUX JOCHIJKEeHb [25], ne
aBTOpU MpOaHaATI3yBaju 3aJE€XKHICTh OTPUMAHHS HOPMAJIBHOIO €MOpiOHa BiJ BIKY

KIHKU.
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BUCHOBKH

[II'T-A 3 BHUKOPUCTAaHHSM CEKBEHYBAHHS HOBOI'O IIOKOJIIHHS € HOBHM
HalpsIMKOM TE€HETUYHOTO0 TECTYBaHHS M Ja€ MOJIMBICTh BHBYATH XPOMOCOMHI

MOPYIIEHHS] eMOPIOHIB JIOJIUHH.

1. 3’scoBaHo, MO TpPETIMIUIAHTAIlIHHE TEHETHYHE TECTYyBaHHS aHEYIUIOINIH €
CydyaCHUM Ta €(EKTUBHHM METOJIOM BHUSBIICHHS XPOMOCOMHHUX aHOMaJlild Ha
paHHIX eTamax PO3BUTKY (BUSABIEHHS KUTBKICHUX TOPYIICHb XPOMOCOM —
aHEYIUIOiNii), METOI0 SIKOTO € BiI0Ip 3A0POBOTO €MOpIOHA JJisl TPOBEACHHS
emOpioTpaHcdepy.

2. BcraHoBneHo, 1110 4acTOTa OTPUMAaHHS HOPMAJIBHUX €MOPIOHIB BIIPI3HAETHCS
B JKIHOK PI3HMX BIKOBUX TPYIl Ta CYTTEBO 3MCHIIYETHCS B JKIHOK CTapIIOro
PENPOIYKTUBHOTO BIKY.

3. BuzHaueHo, 1o 3 BIKOM CYTTEBO 3pOCTa€ KUIBKICTh €MOPIOHIB 3 PIZHHUMU
TeHETUYHUMHU MOPYIICHHSIMHU (MOHOCOMIi, TPUCOMIi Ta MHOXKMHHI XpOMOCOMHI
BaJIM): HAWMEHIITMH TTOKa3HUX MOHOCOMIM croctepiraBes B I rpymi (Bik 10 25)
5,26%, a HaiiBumumii — y V rpymi (Bik Big 41) it cranoBus 25,7%.

4, HaliHmwxkui MOKa3HUKWA TPUCOMINM Ta MHOKMHHHX XPOMOCOMHHX Baj Oyiu B 11
(Bik 25-30) ta III (Bix 31-35) rpymax Ta ckJiajajid BiAIOBITHO B pa3i TPUCOMIH
4,2% T1a 4,8%, a y BUIAJKax MHOXHHHUX XpOMOCOMHHUX Baa — 18,9% Ta
17,1%. HaiiBumuii moka3HUK TPUCOMIil Ta MHOKMHHHUX XPOMOCOMHHX BaJl OyB
y V rpymi ( Bik Bix 41) ta cknamas BiamoBigHo 13% ta 37,6%. Ciin 3a3HaunTH,
mo B I rpymi (Bik 1o 25) BUMaAKiB OTpUMaHHS €MOPIOHIB 3 TPUCOMIIMH ab0

MHOXHHHUMH XPOMOCOMHHUMH BaJiaM{ HE BIIMIYaIOCh.
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Honatox A

Jlopatok 1

JAOTOBIP Ne &7
Npo HAYKOBO-NPAKTHYHE CNiBPOGITHHUTBO
mix TOB «Kuinika penpojyKTHBHOI MeJHUHHH
imeni akajgemika B.L.Ipapmenxa»
Ta K3 «XapkiBeskni gineit Nel16 Xapkiscbkol MmicbKoi pagn»
M. XapkiB "Q_/_" Qv Z%P
TOB «Kninika penpoayKTHBHOI MEMIIHHH iMeHI akaaemika B.L.I'pumenka» (mani — Kiinika),
B ocobi  BHKOHaBYoro jaupekropa, Kyaiwoi O.C., mo aie Ha migcrasi JloipeHocti 6/H Bin

17.02.2023 p., 3 oanoro 6oky, Ta K3 «Xapkicokuii sine Nel16 XapkiBcbkoi MicbKOi pagu» |

Xapkisebkoi obnacti, (mani — Jliue#) B oco6i aupexropa «Xapkicskoro minest Nel 16 Xapkicokor
MICBKOT pajfu», KaHIuJaTa MNEJaroriYyHWX HaykK, 3aciIyKEHOro MpaliBHUKa OCBITH YKpaiHH,
byrakosoi O.B., wo aie Ha niacrasi CraryTy, 3 Apyroro 60Ky, yKIaIH L€l J0roBip Npo HaCTynHe:

1. MPEJAMET IOIrOBOPY

I.1.Ipeamerom 1poro Jloroeopy € HaykoBo-mpakTHuHe criBpoGithuureo Mik TOB «Kiinika
PEnpoayKTUBHOI MeauLMHM iMeHi akajemika B.1. I'pumenka» ta K3 «XapkiBcbkuii niuei
Nell6 XapkiBcbkoi MiCBKOT pan» 3 MeTOI TNPOBEJAEHHS HAYKOBOTO JOCITiKEHHS
«BH3HAYEHHS 4aCTOTH XPOMOCOMHHX NOpYIIeHb eMOPIOHIB y XKiHOK pi3HHX BIKOBHX IpyIl 3a
JIOTOMOT0I0 NPEAIMILIAHTALIHHOT FeHETHYHOT Iiar HOCTHKHY.

1.2. Lleit Jlorosip MiCTHTE OCHOBHI MPHHIMITA CMIiBpOGITHHLTBA Ta B3aeMoii CTopiH.

1.3. Ionoxkenus uporo JloroBopy He € MiACTaBOIO A MpoBefeHHA  Oyab-SKux
B3aeMopo3paxyHkie Mix Croponamu. Bracnizok aisneHocti Cropin 3a uuM JloroBopom
CrijibHa BJIACHICTH Ta/abo 1opuanyHa 0coba He YTBOPIOIOTHCS.

2. IIPABA TA OBOB’S13KH CTOPIH

2.1. Croponu 30608’ s13y10ThCH:

— IIPOBOJIMTH DPErynsApHi 3ycTpiyi 3 MeTol (GOpMyBaHHA IUIAHIB JOCHIIKEHHS, 0OroBOpEeHHS
pe3yNbTATIB MPOBEICHOIO IOCHIIKEHHS;
— CHCTEMATHYHO iH(OPMYBATH iHIIY CTOPOHY PO Pe3yJIbTaTH HaAYKOBOTO JOCHiI/KEHHS.

2.2. Kninika 3060B’s3yeTbes:
— Hajgath ydenuui 10-A knacy K3 «Xapkiecbkuit sinedt Noll6 XapkiBChbKoi MIChKOI pajn»,
Jlenncenko [I.€., MOXKIMBICTE NpalioBaTd 3 HaGYTHM MaTepianoM (CTATHCTHYHMMHM JIaHUMH 3a
nepioa 2022 -2023pp. 6e3 HafaHHA Ta BKa3iBKM MEPCOHAIBHMX JAHMX MALIEHTIB) CTOCOBHO TEMH
HayKOBOTO JIOC/Ii/UKEHHSA, 3 JIOTPUMAHHAM HOPM YMHHOTO 3aKOHOAABCTBA YKpAiHW Ta €THYHHX
HOPM;
— 3abe3neynTH npoBeieHHs Ha 6a3i KuliHiku CijibHOro HayKOBOI'O JOCHIUKEHHS;
- 3a0e3neuynTH HajJaHHA KOHCY/IBTATHBHOI JONOMOTH /1A TIPOBEJCHHS CITJIBHOIO HayKOBOTO
JIOCHIJKEHHS.

2.3. Jlineii 30608’ a3y€Tben:
— Ha/1aBaTH KOHCYJILTaTHBHY JOTIOMOTY B XOi BHKOHAHHS A0CIiKEHHS;
~ CUCTEMATH3YBATH Ta AaHAli3yBaTM OTPMMaHy B pe3yJbTaTi [MPOBEJEHHS AOC/IIKEHHS
iHopMaltio.

2.4. Leit [lorosip He Haknanac Ha Ctoponn Gyab-KHX MaiiHOBHX Ta GiHaHCOBMX 3060B’13aHb, a
TaKOXK HE BCTAHOBIIOE Oy/b-ikux oOMexeHb IX caMOCTIHHOCTI Ta aBTOHOMHOCTI NpH 3AiHCHEHHI
HUMH cBO€i jisnbHocTi. Koxna i3 CropiH He Hece IOPHAMYHOL, MaWHOBOI Ta iHWION
BIANOBIANILHOCTI 32 Pe3yIbTaTH AiANbHOCTI inmoi CTopoun npu pedhtizauii uporo Jlorosopy.



3.[IPABA TA IOPSA1IOK BUKOPUCTAHHSA PE3YJIBTATIB
CIIUIbBHUX HAYKOBHX TOCHIIKEHb

3.1. Iluranns BHKOPUCTAHHA PE3yJBTATIB CMLIBHOIO HAYKOBOIO AOCHIKEHHS, OTPHMAHHX MpH
cnispobithuursi  Cropin, Bupimyerses CTOPOHAMM 3a NOFOKEHHAM HA MIACTABI YHHHOIO
3aKOHO/IaBCTBA.

3.2. OtpuMani CTOPOHAMM DE3YJIBTATH CHLIBHOIO HAYKOBOTO AOCII/DKEHHS mMyGiKyloThes 3a
OrO/UKEHHSAM CTOPiH.

3.3.Otpumani B mnpoueci CNibHOrO HayKOBOTO JIOCTIKEHHS pPE3YJILTATH HE MOXYTh
Nepe/IaBaTHCS TPETiM 0cobam 6e3 MHCEMOBOrO NOTOKEHHS 060X CTOPIH LLOTO JOTOBOPY.

4.3MIHH, JONMOBHEHHS, PO3IPBAHHSI TA CTPOK JIIi IOTOBOPY
4.1.3MiHM Ta JIONOBHEHHA [0 WBOTO JOTOBOPY BHOCATHCH 3a noromkennsM Cropin Ta
0OPMITIOIOTECS TUCHMOBO AK HEBII'€MHA YaCTHHA IOTOBODY.
4.2. Jlorosip Moxe GyTH po3ipBaHO JOCTPOKOBO:
~ 32 3ro/I0k0 CTOPIH;
~ Ha MiJCTaBax, BCTAHOBIEHMX YHHHMM 3aKOHOIABCTBOM;
4.3. Jlorosip nabupae cuiry 3 MOMEHTY MinMcaHHs Horo cropoHamH i aie 1o 01.06.2024

5. BUITTIOBIJJAJIBHICTH CTOPIH
5.1. 'Y pasi HeBMKOHaHHS a60 HEHAEKHOTO BUKOHAHHS YMOB JIaHOTO JloroBopy CTOpOHHM HECYTh
BIOBIA&ILHICTH 3MiIHO HOPM YMHHOTO 3aKOHOJABCTBA YKpaiHH.
5.2. BianosinansHuMu 0co6amu 3a BAKOHAHHS JIOroBOpY NPH3HAYAIOTHCA:
- Bi1 Kutiniku - Bukona4mit mpexrop Kyaina O.C.
— i Jlinero - xupextop Byrakosa O.B.

6. IHILII YMOBH
6.1. Bci cynepeuni nuTaHHs, SKi BUHHKIM B pesyjibTari peamaauu YMOB J1aHOTO Jorogopy,
BUPILIYIOTBCA ULISXOM JBOCTOPOHHIX MEPEroBOpiB, @ y pa3si HEMOKIMBOCTI NPHHTH 0 3rOIH,
BHUPIILYIOTBCS B NOPAAKY, WO nepeaGaueHuit YHHHAM 3aKOHOAABCTBOM YKpaiHH.
6.2. Lleii 10roBip CK1aIeHO B IBOX NPHMIPHUKAX, WO MAIOTH OIHAKOBY IOPH/IHYHY CHITY: OIMH —
npumipauk Kiiniku, oaus — npumipuuk Jlinero.

7. AIPECH TA IIIAITACH CTOPIH

TOB “Kainika penpoayxrusnoi meauunnu K3 «Xapkiscnkuii gineit Ne 116»
imeni akanemika B.L.pumenka” XapkiBcbKol Micbkol pagn XapkiscbKkol
obaacTi»
61052, XapkiBcbka o6nacts, M. Xapkis,
BYTHLA Bnaroaimewii\
N\

xoa €JIPTIOY 37576708 -

o/
/

KomynansHui
auna»

BuKouanuT/’"
AHPEKTOP
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Honarok b

Jonarok 2

[ToscHIOBaNBHA 3aNTMCKa 1110/I0 YMOB Nepe/iadi JaHHX
Bia TOB «Kninika penpoayKTuBHOI MeIHLMHK iMeHi akanemika B.I. ['puinenka»
no yaenuui 10-A knacy K3 «Xapkiscbkuit ited Ne 116 XapkiBcbkoi MicbKOT paau
XapkiBcbkoi obnacti» denucenko J1.€.

Yyenuns 10-A xnacy K3 «Xapkiscekuii ninei Ne 116 XapkiBcbkoi MiChKOI
paau XapkiBcbkoi obnacti» Jlenucenko /1.€. 3 MeTol0 oTpuMaHHs iHGopMmauil s
HalMCaHHs HayKoBOI pobOTH 3a TeMow «BH3HAYeHHS YacTOTH XPOMOCOMHHMX
nopymeHb eMOpioHIB y IKIHOK pi3HMX BIKOBHX TIpynm 3a JONOMOIOi0
NpeJiMIUIAHTAL[iHHOI TIeHeTHYHOI AiarHOCTHKW» 3BepHyinack a0 TOB «Kninika
penpoayKTHBHOI MeIMLIMHHU iMeHi akagemika B.1. ['puiieHkay.

Ha niacrasi BianoeizHoro noroBopy OyB OpraHi3oBaHM# mnpolec HayKoBO-
NPaKTHYHOroO criBpoGiTHHUTBa Mik KIiHIKOIO penpoayKTHBHOI MEIWLMHH Ta
Xapxicbkum nineem Ne 116, B npoueci skoro yyenuns [denucenko J1.€. Biasigysana
embpionorigHy Ta reHeruyHy naGoparopii Kninikk, ge Mana MOXIMBICTE 3a
HaJlaHWMM METOJMYHUMH BijleoMaTepialaMi 03HaHOMITIOBaTHCH 3 npoueaypamu EK3
(excTpakopriopaneHoro 3aruiiiHeHss), npoueaypamu IKCI (iHTpauuTonnasmMaTuuHe
BBEJIEHHS criepMaro3oina) ta Gionciero Tpodekronepmu. Bona otpuMysana paxosi
KOHCyJbTalil eMOpionoris Ta reseTukis KiiHiku.

Binsinanus BHie3asHayeHMX naGopartopiii, ske 6ysio opraHizoBaHe s
yyenuui [lenucenko JI.€.,  mnposomwnoch criBpoGitHukamMu Kiiniku micis
NPOBEAICHHS TJIaHOBMX MaHimyasui# (To6to B HepoGoumit wyac) Ta Ha ymoBax
NOTPHMaHHA BCIX CAHITAPHHUX HOPM.

Kninika He Mae mpaBa pO3ro/OuIyBaTH NEPCOHANbHI [aHi MAUi€HTIB, TOMY
yuenuui Jlenucenko J.€. poctynm mo 6a3su MepCOHaNbHMX JAHMX NAIli€HTIB He
HajaBaBcs. Ilepconanshi mani Oyap-skux ocib, a Takox iHwa iHdopmauis, ska
MICTHTb O3HaKH JTiKapChKOi TAEMHHIL, iHf He MOBIAOMIISITHCS.

Henucenko J1.€. nns BUKOPUCTaHHSA B HaYKOBii po6oTi otpumana Bia Kiiniku

iHopmalliio BUKIIOYHO CTATHCTHYHOTO XapakTepy npo pesynstatd IT'T 3a nepioa
2022 -2023 pp.

. A ——

BukonaBumii 1upexTop /-/ ' 0
Kniniku penpoaykTHBHO! MEXULMAR, 7, /

iMeHi akanemika B.I1.I'puim ‘ / O.C. Kynina



