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(57) Cnoci6 giarHOCTUKM NPOSIBIB FEHOMHOTO iMMPUH-
TUHTY LUNSAXOM MOMEKYNAPHO-LUUTOreHEeTUYHNX OOCHi-
OXeHb, SIKMA BiAPI3HAETbLCA TUMM, WO [J04AaTKOBO
NPOBOAATb COMATOreHETUYHE AOCIIMKEHHS 3 KITiHIKO-
reHeanoridyHMM aHanisom, 6GioxiMiyHe [JocnigKeHHs
KpoBi Ta cedJi, abgomiHanbHy exorpadito Ta npu Bu-
SIBMEHHI BigXMNneHb Bif HOPMU ofepXaHux pesynbTa-
TiB AiarHOCTYIOTb BTOPUHHI KNiHiYHI NpOsiIBU FEHOMHO-
ro iIMAPUHTUHTY.

KopucHa mogenb BigHOCUMTBCS A0 MEAWNYHOI re-
HETUKU | MOXe OyTWM BUKOPUCTAHOK Ansl AiarHOCTUKK
KNiHIYHMX NPOSABIB rEHOMHOIO IMAPUHTUHIY NPW Pi3HUX
dopmMax cnagKoBoi NaTonorii.

Mpobnema nonimopiamy KniHi4YHMX NPOSABIB pi3-
HUX 3axBOpPlOBaHb € OAHIEID 3 KNOYOBUX MNpoGrem
cyyacHoi MeguumHn. Ha nonimopdism, §K i Ha iHAMBI-
AyanbHUIN PO3BUTOK OPraHiaMmy, MaroTb BMIMB SK BHY-
TPILWHI, TaK i 30BHILLIHI YNHHWKK, cepen SKUX B OCTaHHiI
aecarmpiyua ocobnuea yBara NpuainsgeTbca Tak 3Ba-
HUM enireHeTU4YHNM dakTopaM. EnireHeTnyHa MiHNK-
BiCTb BignoBigae 3a 3MiHy ekcnpecii, To6To CTyniHb
nposiB, reHie 6e3 3MmiHM MNepPBUHHOI MOCNIQOBHOCTI
HykneoTuaie y [JHK. BoHa obymoBneHa cnagkoBvumu,
ane MOTEHLUINHO 3BOPOTHIMWM 3MiHAMW Yy CTPYKTYPi
XxpomaTtuHy Ta/abo meTuntoBaHHsam OHK.

OfHMM 3 HaMBIQOMILLMX emnireHeTUYHNX MPOLECiB
€ FeHOMHUI IMMPUHTUYHT (BiA4 aHrn, imprint - BigOWTOK),
AKUA BignoBidae 3a gudepeHuinHe MapkyBaHHSA Ma-
TEPUHCbKUX Ta 6aTbKIBCbKMX FOMOMOMYHUX XPOMO-
COM, WO NPM3BOAMTb OO Pi3HUX (beHOTMNOBUX Npo-
ABIB ycnagkoBaHuUX Big maTtepi abo 6aTbka myTauin y
Halwlaakis. Y OinsiHKax reHomy, WO niaBnagHi reHom-
HOMY iMNPUHTWHIY, €KCMpecyeTbCA nulle OauH i3
OBOX anenen - 6aTbkiBCbkin abo MaTepuHCbKuA, a
OpyrMn anernb BHaCNiAOK NPUCYTHOCTI Ha HbOMY Ae-
SIKOro ,,BiabuTKa" € IMNPUHTUHIPOBAHUM (BUITYYEHMM).

Bigomuin cnoci6 giarHoCTuKM NposiBiB rEHOMHOrO
IMAPUHTUHIY LUNSXOM BU3HAYeHHs MyTauil peLecus-
Hux oHkoreHiB (Falls J.G., Pulford D.J., Wyhe A.A.,
Jirtle R.L. Genomic imprinting: implications for human
disease //Am. J. Pathol. - 1999. - Vol. 154. - P. 635-

647). BiH nonsarae B BUKOPWCTaHHi MONEKYNAPHUX
TEXHONOriN 3a4na BU3HAYeHHA MyTauii y reHi Rd,
KU poaTalloBaHuin Ha Il xpomocomi. eH Rd BigHO-
CUTBCSA [0 POOUHU peLiecUBHUX OHKoreHiB. M'sisoBa
KNiTUHa, sika BTpaTuna npoaykt reHy Rd, anosikicHe
TpaHCOPMYETLCS Ta Aa€ NOYaTOK PO3BUTKY pabao-
miocapkomu. py LUbOMy MOTpiBHa HasBHICTL ABOX
MyTauiv: nepwa 3miHioe nocnigosHicte AHK y camo-
My reHi, a Apyra - iHakTUBYETbCS B pesynbTarti iMnpu-
HTUHTY.

Bigomuin cnoci6 giarHoCTuKM NposiBiB rEHOMHOrO
IMNPUHTUHIY LIASXOM BU3HAYEHHsI (DEHOTUNIB XBOPUX
3 Mikpogeneduieto y geskux aytocomax (Hendrich B.,
Bickmore W. Human diseases with underlying defects
in chromatin structure and modification / Hum. Mol.
Genet, - 2001. - Vol.10. - P.2233-2242). BiH nongdrae
y TOMy, WO MPU UUTOreHETUYHOMY OOCHIMXKEHHI Npo-
6aHgiB i3 nposiBamu cuHapomiB [pagepa-Bunni Ta
AHrenbmaHa [OCRifKYOTb KnacTtep iMApUHTUPOBa-
HUX TreHiB, LWO 3HaxogATbCA Ha gosromy nnedi 15
xpomocomu (qll-qI3). MNoTim NpoBoAATbL MONEKYNsIPHO-
reHeTU4YHe OOCNIMKEeHHs 3aAns BUSIBNEHHS aHOMarnb-
HOro MeTunioBaHHA B LboMy nokyci. Mpu ananisi 6a-
TbKIBCbKOrO MOXOXKEHHSI XPOMOCOM BUSIBNAOTb, LLO
cuHapom lMpagepa-Bunni BuHUKae BHacnigok genedii
OaTbkiBCbkOT XpoMocoMu 15, a cuHApOoM AHrenbMaHa
- MaTEPUHCLKOI.

Bigomuii Takoxk cnoci6é AiarHOCTMKM MNposiBiB re-
HOMHOIO IMMAPUHTUHIY LUMASIXOM TEeHETUYHOI OLiHKK
iHakTuBauii X-xpomocomu (HasapeHko C.A. Hapylie-
HWe anUreHeTUYeCcKon perynsiLmm akTMBHOCTU FreHOB U
6onesHn yenoseka // BectHnk PAMH. - 2001. - Ne10.
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- C.43-48). BiH nonsrae y Tomy, WO Npu NOPIBHAMNb-
HOMY [oOCniKeHHi XBOpUX i3 MoHocomieto X (cuHA-
pomom LLlepelueBcbkoro-TepHepa, nonynsuiiHa yac-
ToTa 1:2000-1:5000 pgis4aT), Aki MawTb eanHy X-
XpoMocoMmy GaTbka 4M MaTepi 3a LOMNOMOrol More-
KyNAPHO-LUUTOreHETUYHMX METOZIB BUSIBMAIOTE JTOKYC,
O KOHTPOME Mi3HaBanbHy yHKUil0. Llen nokyc e
iIMAPUHTUHIPOBAHNM Ha MaTEPUHCHLKIN X-XpOMOCOMI
Ta eKCrnpecyeTbCsa TiNMbkM Ha X-XxpomocoMmi baTbka.
Mpwn HasiBHOCTi rEHOMHOrO IMMNPUHTUHIY Y OCi6 Yoro-
BiYOI cTaTi, WO MalTb €auHy X-XpOMOCOMY MaTepi,
BUSIBNAOTb Oinblle NOLUMPEHHS MOPYLUEHb PO3BUTKY
MOBIEHHS Ta NPOSIBU ayTU3My Y MOPIBHSAHHI 3 ocoba-
MM XKIHOYOI CTaTi, Lo MalTb ABi X-XpOMOCOMM, OAHa
3 AKX € 6ATLKIBCLKOHO.

Takum YMHOM, OCHOBHUM CMNOCOBOM [iarHOCTUKM
NposiBiB  FTEHOMHOMO IMMNPUHTUHIY € MONEKynspHo-
uutoreHeTHuHi gocnigxkeHHst (boukoB H.M. KnuHnye-
ckasi reHeTuka. Y4eOHUK Ansa By30B, 2-e u3f. nep. u
gon. - M.: TOSTAP-ME[, 2001. - 449c).

OaHuin cnoci® aiarHOCTMKM MpOsBIB FEHOMHOrO
iIMOPUHTMHIY € Hanbinbw 6nM3bkMM OO TOro, WO 3as-
BMNSETLCS, 3@ TEXHIYHO CYTTIO Ta Pe3ynbTaToM, SKUN
MoXxe OyTu JOCArHYTMM, TOMY oro obpaHo 3a NpoTo-
™™n.

HeponikoM Lboro cnocoby € By3bka LinecnpsiMmo-
BaHIiCTb [OCMiaXeHb, WO OOYMOBMIOE HEOOCTaTHIO
TOYHICTb AiarHOCTMKM KNiHIYHUX MNPOSABIB FTEHOMHOrO
iMIPUHTUKHTY.

Y 3B'A3Ky 3 BULLEBMKNAAEHUM, B OCHOBY KOPWUCHOI
Moferni noKnageHo 3ajadvy MiABULLEHHA TOYHOCTI
0iarHoCTUKW KIiHIYHMX NPOSIBIB FEHOMHOIO IMNPUHTUH-
ry.

3apayy, SKy noknageHo B OCHOBY KOPUCHOI MO-
Aeni, BMpilWyOTb TMM, WO Y BiAoMoMy crocobi giar-
HOCTWKM MPOSIBIB FE€HOMHOIO iMMAPUHTUHIY LUASIXOM
MOIEKYNAPHO-LUNTOrEHETUYHUX AOCHIAXEHb, 3rigHO 3
KOPMCHOI MOZENI0, 4OAATKOBO NPOBOAATH COMAaTo-
reHeTUYHe [OOCHIMKEHHS 3 KMiHIKO-reHeanoriyHum
aHanisom, OioxiMiyHe [ocnigKeHHs KpoBi Ta ceui,
abpomiHanbHy exorpadito Ta nNpv BUSIBMIEHHI BigXu-
NeHb Big HOPMU ofepXaHux pesynbTaTiB AiarHocTy-
I0Tb BTOPUWHHI KMiHiYHI NPOSIBU FrEHOMHOrO iMMPUHTUH-
ry.

TexHiYHMN edrekT KopuCHOiI Moaeni, a came nia-
BULLEHHSI TOYHOCTI [iarHOCTMKU MNpOSIBiB FEHOMHOrO
iIMMPUHTKHIY, AOCAralTh 3@ paxyHOK BBeAEHHS Joaa-
TKOBMX MapameTpiB OOCTEXEHHs, a came OUiHKK dhe-
HOTUMY Ta poAoBOAY XBOPOro (3a pesynbraTtamu Co-
MaTOreHeTUYHOro [OCNiAKEHHS 3 KNiHiKO-
reHeanoriyHum aHaniaom), GioximiyHi Mapkepu nopy-
WweHb meTaboniamy (3a pesynbTaTtamu GioxiMiyHOro
AOCNiAXEHHS KPOBI Ta ceui), Bidyanidauii ctaHy BHyT-
PilIHIX opraHiB (3a pesynbTatamy abaoMmiHanbHOI
exorpadii).

Cnoci6 BUKOHYIOTb HACTyMHUM YuHOM. [pu Hase-
HocTi y npobaHaa nifo3pu Ha reHeTUYHy MaTomnoriko
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BUKOHYIOTb MOJEKYNAPHO-LUUTOrEHETUYHI AOCNIfXEH-
HS Ta JOOAaTKOBO BMBYalOTb OCOGNMBOCTI pogoBoay,
BMKOHYIOTb BioximiuHe JocniaXeHHst KpoBi Ta cevi ans
BM3HAYEHHsI HasIBHOCTI MopylueHb MeTabonisamy pe-
YOBWH, abaomiHanbHy exorpadito Ans BU3HAYEHHS
NnopyLUeHb CTPYKTYpU Ta dyHKLiT BHYTPILLUHIX OpraHi..

EdpektuBHicTb  cnocoby intocTpye  HacTynmHWUiA
npvknag:

Mpuknag. Xeopa K., 3HaxoguTbcA Ha obniky B
creujianizoBaHOMy MeOMKO-reHEeTUYHOMY LeHTpi Ha
npotasi 20 pokis. Npu HagXomKeHHI CKapXxunacsa Ha
6inb y Benuknx cyrnobax Ta xpebTi, WBWUAKY BTOMIIO-
BaHiCTb, 3aTPUMKy POCTYy Ta CTaTeBOro pPO3BUTKY,
BiJCYTHICTb CAMOCTINHMX MEHCTpPYaLiii.

Batbkn BigMivalTb 3aTPUMKy pOCTy Ta Barn 3
ONTUHCTBA, MNCUXIYHUI PO3BUTOK - Y HOPMIi. Y 12 pokis
nicng TpaBMW MpPaBOro rOMINIKOBOCTOMHOMO Cyrrnoby
npoxoamna Kypc cTauioHapHoro nikyBaHHs. Hesaba-
pom 3'aBMBCS Binb y NiBOMY rominikOBOCTOMHOMY Cyr-
nobi Ta nopyweHHa xoawu. BcTaHoBneHo AiarHos:
XPOHIYHWI apTpuT.

B 15 pokiB y 3B'A3Ky 3 ameHopeelo obCTexeHa.
BcraHoBneHo aiarHo3: [ducreHesis roHaa. MosaivHa
dopma cuHapomy LLlepeliescbkoro-TepHepa.

3 19 pokiB 3'aBunucs 3amiHu 3 6oky xpebTa, KOHT-
pakTypu Benukux cyrnobis. CcopmMyBanacs BTOpPUH-
Ha kapgiomionarTisi, nponanc MiTpanbHOro KnanaHy.

Y 20 pokiB Tpanuecsa NaTonoriYyHnin Nnepenom cre-
rHa, nicrns 4Yoro po3BUHynacs M'a3oBa FiNOTOHIA, Au-
dy3HUA OCTEONOPO3, AMUCIOKaLisl LWWAHUX XpebTiB
C4-C5, nocununucs 6oni y cyrmobax Ta KOHTpakTypu
B HMX. XBOpa BTpaTuna MOXIUBICTb CaAMOCTINHO ne-
pecyBatucsa. byno sanigospeHe opmyBaHHA Ha Tni
cuHopomy  LepelweBcbkoro-TepHepa noOpyLUeHHS
06MiHY NPOMiXKHOT PiANHM CMNOMYYHOI TKAHUHM 3a TU-
nom Mykononicaxapngo3sy Ta BTOPMHHOI MiTOXOHAPIO-
narii.

Mpobangy 6yno nposeneHo AogatkoBe obcTe-
XeHHs. [Npu npoBeaeHHi abgomiHanbHOI exorpadii
BigMivyanacsa nepmBackynspHa iHinbTpauia y nevin-
Ui, HAONULIOK CMOMYYHO-TKAHUHHUX CTPYKTYP Yy nepu-
nopTanbHii obnacTi, 03HakM naHkpeaTonaTii. [Mpu
GioximiyHOMY [ocnigKeHi KpoBi BUSIBNEHO MNiBULLEH-
HSA piBHA NyXHOI docdaTasn, neyiHKoBMX TpaHcaMi-
Ha3 Ta CepoMykoidiB; y Cedi BUABNEHO MiABULLEHHSA
PiBHSA NPOSNHY.

Ha nigctasi oTpumaHux gaHnx ob6ctexeHHs 6yno
nigTBEPKEHO nonepeaHin giarHos: MosaiyHa dhopma
cuHapomy Lepeluescbkoro-TepHepa y CnonyyYeHHi 3
MyKononicaxapngo3oM Ta BTOPUHHOK MITOXOHAPIO-
narieto.

TpaBma B aHaMHe3i iHilitoBana po3BUTOK NposiBiB
FEHOMHOrO IMAPUHTUHIY MPU MO3aiYHIn POpMi MOHO-
comii X - nopyLleHHss 06MiHy peyvoBuH, Wo Byno 3a-
KnageHo, a came OOMiHy rrmmko3amiHormikaHie. Mito-
XoHApionaTtis BWHMKN@ BTOPUHHO Ha THi BaXKoi
JAesopraHisauii 06MiHy CnonyyYHoi TKaHUHW.

Komm’toTepHa BepcTtka B. Mauerno

MignuchHe

Tupax 26 npum.
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