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(73) NEPXABHA YCTAHOBA "IHCTUTYT FEMA-
TONOTIi TA TPAHC®Y3IONOrT AMH YKPAIHU"

(57) Cnocib nporHosyBaHHsi nNepebiry XpoHiYHOI Mie-
NoigHOI nenkemii y AiTen Ta nigniTkiB npyu 3actocy-
BaHHi TapreTHoi Tepanii "ImaTiHi6 me3unat" (Inisek)
LUMAXOM MPOBEAEHHSA LIMTOreHETUYHUX AOCHiOXEHb,
AKUA BiAPISHAETLCA TUM, WO BU3HAYalTb aHomanii
XPOMOCOM B CYCMNeH3ii KIMiTUH KiICTKOBOrO MO3KY i npu
HasBHOCTI 4O0AaTKOBMX aHOManin B NepBMHHOMY KIOHi
3 1(9;22)(q34;911) abo no3a TakMm KINOHOM BUSABMS-
I0Tb PE3UCTEHTHICTb NENKEMIYHNX KNITUH.

KopucHa mogenb BigHOCUMTBCS OO MeAWLMHK, 30-
Kpema go oHkoremaronorii. BiH moxe 6yTn 3actoco-
BaHWN ONA PaHHbOro NPOrHO3yBaHHA e€EKTUBHOCTI
TapreTHol Tepanii XPOHIYHOT MIeNOIgHOI Nenkemil
(XMJT) 3 BuMKOpucTaHHAM iHribiTopa bcr-abl -
TUPO3UHKiHa3K ,ImaTiHi6 meannat" (MniBek).

XMI1 - ue 3axBOpIOBaHHS, siKe XapaKTepusyeTbca
KrNOHarnbHMM Ta aHOManbHUM POCTOM rpaHynouuTap-
HOro psgy, Konu nopsia 3 NiABULLIEHOK pensikauieto
KNiTUH-NonepeaHukiB 3bepiraeTbca i ix AndepeHLito-
BaHHs. 3axXBOPIOBaHHS BUHMKAE BHACNIAOK YpPaXeHHs
paHHbOi CTOBOYPOBOI KMiTUHWM i3 3any4yeHHsM BCiX
TPbOX MApPOCTKIB KPOBOTBOPEHHS. [opocni XBopiloTb
yacrTiwe, Hix gitn (1). QiarHo3 nigTBepaxyloTb chne-
Homeranis, SKy BUSBASIOTb NpU QidikanbHOMY ornsagi,
aHomMarnbHa KinbKiCTb KMiTMH KpOBi Ta MopdonoriyHa
OUiHKa KNITMH KiCTKOBOro MO3Ky. TpaHcnokauis
1(9;22)(q34;911) (Ph+-xpomocoma) Ha TenepiwHin
Yac BM3HaHa UUTOreHeTUYHUM mapkepom npu XMI i
€ MNEePBMHHOK aHOMariE MpyU LbOMY 3aXBOPIOBaHHI.
B pesynbTaTi Takoi nepebynoBM YTBOPIOETLCA XUMeE-
pHUN reH bcr-abl. EdekTuBHICTL Tepanii 3 BUKOpUC-
TaHHAM iHribiTopa bcr-abl-TuposuHkiHazm 6GasyeTbcs
Ha OnoKyBaHHi aKTMBHOCTI MPOAYKTY reHy bcr-abl,
AKWMIA Bifirpae kno4voBy ponb B natoreHesi XMJ1. 3a-
CTOCYBaHHS Takoi Tepanii 403BOMS€E He TinbKu JOCAr-
HYTW KMiHIKO-remaTosnoriYyHy pemicito, a Takox Buaa-
nuTn Ph+-kroH i nigTpyMyBaTu NOBHY LUTOrFEHETUYHY
BignoBiab TpMBanuin 4yac. ToMy 3acTocyBaHHA npena-
paTiB TapreTHoi Tepanii 3 BUKOPUCTaHHAM iHribiTopa
bcr-abl-TMposunHkiHasn BuMarae nocTinHOro KOHTPOIO
32 [OMOMOrOK LMTOrEHETUYHUX Ta MOJEKYNsSpHO-
reHeTu4HMX metogis (2, 3). CTaHgapTom BignoBigi Ha

«Inisek» BBaXXa€TbCsl DOCArHEHHS KNiHiko-
remaTonoriyHoi peMicii 3a aHani3aoM MyHKTaTy KiCTKO-
BOr0 MO3Ky Ta BESNMKOI LUTOreHeTUYHoi Bignosiai (1-
35% aHoManbHUX KNiTWH) Yepe3 6 micsAuiB Big novaT-
Ky Tepanii Ta [OCATHEHHS MOBHOI LMTOreHeTUYHOI
sianosigi (0% (BiACYTHICTb) aHOMarnbHUX KNITUH) Ye-
pe3 12 micauis Big noyatky Tepanii. OgHak B nitepa-
Typi € BiJOMOCTiI MPO MOSABY iHWMX aHOManin XpoMo-
COM 5K no3a krnoHom 3 1(9;22)(q34;q11), Tak B KMOHi 3
uieto aHomanieto (4).

Bigomuin cnoci® paHHLOI AiarHOCTMKM 3MOSIKICHUX
KNiTWH, Ik 6asyeTbcs Ha BUABMEHHI AeKoHAeHcauii
LeHTPOMEPHOro reTepoxpomMaTuHy y BUrnaai andysii
ueHTpoMep 3a pgonomorot nodpapbysaHHs 4'.6'-
AiamiHo-2 deHiniHiHgon (DAPI) retepoxpomMaTuH-
cneundivHnm 6apsHUKom (5).

Heponikom cnocoby € HEMOXNMBICTb BUSIBNEHHSA
YMCINOBMX 3MiH KOHKPETHMX Map XpPOMOCOM Ta CTPYK-
TypHUX nepebynoB MeTadasHMX XPOMOCOM. Xapak-
TepucTMKa Takux nepebynoB MoOKNageHa B OCHOBY
[iarHOCTMKN SIK TOCTpUX Nnenkemin, Tak i XMIM3. Buko-
HaHHS aHanidy yCKNagHIETbCS BUKOPUCTAHHSIM It0-
MiHECLIEHTHOro Mikpockony Ta (roopoxXpomMiB Ans
nogapbyBaHHA XPOMOCOM i HEMOXIMBICTIO CTBOPEH-
HS1 JOBrOCTPOKOBOrO apxiBy OTPMMaHWX npenaparis.

HaiGinbw 6nmM3bkMM aHanoroMm € cnocié nporHo-
3yBaHHA nepebiry XMJ1 y gopocnux nauieHTiB 3a Ao-
NOMOrOK LMTOreHeTUYHMX A0CHipKeHb AndepeHUin-
HO 3abapBneHux Ha G - pguckm MeTadasHux
XpPOMOCOM, MNpY LbOMY HasIBHICTb [0AaTKOBMX aHO-
Mani He MarTb OAHO3HAYHOrO BMMMBY Ha pe3ynbTaT
TapreTHol Tepanii (4, 6, 7).
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3agaya KopUCHOI Mofeni - BUSHAYEHHS MPOrHOC-
TUYHOrO 3HaAYeHHS OOL4ATKOBMX aHoManini XpoMOCOM
B KnoHi 3 t (9; 22) (q34; q11) Ta no3a uum knoHom. Lle
[OCAraeTbCs LUMNSXOM OLiHKM MOSIBA YM BigCyTHOCTI t
(9; 22) (q34; q11) nicna nosiBM HOBMX aHOManin Xpo-
MOCOM.

Cnoci6 nporHosyBaHHa nepebiry XMJT intoctpy-
€TbCS KOHKPETHUM MPUKIagoM MOro BUKOPUCTAHHS.
Mpun npoBeAeHHI LUTOrEHETUYHOrO OOCHIOXKEHHS BU-
KOPUCTOBYIOTb CYCMEH3II0 KIITUH KICTKOBOTO MO3KY,
AKy 3abupatoTb acenTuyHe. Po3paxoBytoTb HEOOXiAHY
KiNbKICTb KMITUH KICTKOBOrO MO3KY ANs KyNbTUBYBaHHS
(onTumanbHa KOHLUeHTpaLis - 1x106/|v|n). MpenapaTn
roTyloTb 3rigHO MeToauku (8).

BuiiesasHayeHm cnocobom npoBoAnMM LmuTOore-
HETWYHi JOCNIOKEHHS:

1. MNauient M., 15 pokis. QiarHo3 XMJ1, 3axBopto-
BaHHS BCTaHOBMEHO Bnepue. [pu rocnitanisaii Bu-
SIBMEHO NenKouMTo3 B nepudepuyHin Kposi (BMiCT
nenkouunTiB -71,3x109/n), aHemito (remornobiH 94xr/n,
epUTPOLINTY 2,59x10"/n,) TpomMBoLmMTO3
(460,0x10°/n), B Ma3skax nepucepuuHoi KpoBi - Mie-
nountn - 1,2%, metamienoumtn - 1,8%, nann4kosae-
pHi HenTpodpinu - 12,2 %, cermeHTOsiAepHI HEWTpo-
dinu - 54,0 %, B kicTkoBOMYy MO3KY - 4,0 % ©GnacTHuX
KMiTWH, KNiHIYHO - renaTto-cnneHomeranis. LiutoreHe-
TUYHE [AOCHIAKEHHSA BWSIBUIIO MATOMOMYHUIM  KIOH:
46,XX, 1(9;22)(934;911)[20], To6TO0 ¥ 100 % KNiTUH,
Lo 34aTHi Ao noginy 6yna BuaBneHa gaHa aHoManis.
3a cykynHicTio 03Hak Oyna npusHaveHa TapreTHa
Tepania 3 ,ImaTiHi6 me3unat" y gosi 400 mr/kr. MNopa-
NbLWi  KNiHIKO-MOPMOMOriYHi  JOCMIAXEHHA KOHCTaTy-
Banu KniHiko-remaTtonorivyHy pemicito. Yepes 6 micauis
UMTOreHeTUYHI OOoCnimKeHHA nokasann 6% KniTuH 3
aHOMarnbHUM KapioTUNoMm, TO6TO BENWKY LIMTOreHeTU-
YHy BignoBigb - 46,XX, 1(9;22)(q34;q11)[2])/46,XX[31].
Yepes 12 Micauis He BUABMEHO KINOH
1(9;22)(q34;911), ane 3'aBunacs gogatkoBa aHomanis
- 46,XX,del(22)(g12)[4]/46,XX[18]. Yepe3 18 micauis
3'ABUNNCS 2 iHLWI KMOHWM i3 CTPYKTYPHUMW aHOManisMm
- 46,XX,del(11)(g23)[3]/46,XX,del(16)(g22)
[2]/46,XX[26]/4n+[4]. Yepe3 24 micAui 3apeecTpoBaHa
umMToreHeTn4Ha pemicis -46,XX[25]/4n+[4]. Yepe3 30
MicsUiB 3HOBY nosiBunacs nepsuMHHa aHomanis B 25 %
KNiTUH - 46,XX,1(9;22)(q34;911)[3]/46,XX[9]. Yepes 36
MiCALiB KiNbKiCTb MeTadpa3 3 NO4aTKOBOIO XPOMOCOM-
HoOl aHomanieto 36inbwmnacek Ao 43 %, Wo cBiaYMno
npo no4atok pasn akcenepauii 3axBOpPHBaAHHA -
46,XX,1(9;22)(q34;911)[7]/46,XX[9].

2. MaujeHt C., 9 pokiB. fOiarHo3 XMIJ1, 3axBopto-
BaHHS BCTaHOBMeHO Bnepuwe. [pu rocnitanisauii Bu-
SIBNEHO NEenkouuTo3 B nepudepuyHin Kposi (BMICT
nenkounTiB - 367,0x109/n), aHewmito  (remornobiH
87xr/n, eputpouutnn 2,68x10%/n,) TpomGoLnTO3
(545,0x10%/n), B Maskax nepucepuuHoi KpoBi - Mie-
nountn - 1,2 %, metamienoumtn -1,8 %, nanuykos-
AepHi HenTpodinn - 15,2 %, cermMeHTosiAepHi HenT-
podinu - 56,6 %, B kicTkoBOMy MO3Ky - 4,0 %
OnacTHUX KNiTWH, KMiHIYHO - renaTo-crnreHomeranis.
LinToreHeTu4yHe [OCNIMKEHHS BUABUMAO MO3aiyHUMN
Kapiotun: 46,XY,t(9;22)(q34;911)[29)/4n+[5]. 3a cyky-
NHiCTIO 03Hak Byna npusHaveHa TapreTHa Tepanis 3
LIMaTiHIO me3nnat" y nosi 400 mr/kr. MoganbLui KniHi-
KO-MOPOnorivHi AOCNIAKEHHA KOHCTaTyBanm KriHiko-
remaTtonoriyHy pemicito. LiutoreHeTu4HMin aHani3 ye-
pe3 6 Ta 12 micsuiB 3apeecTpyBaB BENIUKY LIMTOreHe-
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TUYHY BiANOBIAb i3 3MEHLUEHHSIM PO3Mipy aHOMasbHO-
ro knoHy pano 8% Ta 4%, BignoeBigHo —
46,XY,1(9;22)(934;911)[1]/4n£[11] Ta
46,XY,1(9;22)(q34;911)[1)/ 46,XY[22])/4n+t[4], yepe3 18
MicsUiB Benuka UMTOreHeTu4Ha BignoBidb yTpMMyBa-
nacs, ane B aHomanbHii MeTadasi BusBMnM goaat-
koBy aHomanito del(11)(q23) - 46,XY,t(9;22)(q34;q11),
del(11)(g23)[1]/46,XY[16]/4nt[4], yepe3 24 Ta 30 mi-
CAUiB yTpMMyBanacsi Benuvka LUTOreHeTuyHa Bigno-
Biab 46,XY,t(9;22)(q34;911)[2]/4n%[5]/46,XY[23] (7%)
Ta 46,XY,1(9;22)(q34;911)[2])/4n[4] (33%). Yepe3 36
MiCALB 3apeecTpoBaHa UUTOTEHETUYHa pemicia -
46,XY[14]/4n%[3], ane yepes 42 Ta 48 micAui KinbKiCTb
KniTvH 3 1(9;22)(q34;911) novana 36inblwyBatuca Ao
10 % Ta 100 %, BiANoBiAHO -
46,XY,1(9;22)(q34;911)[2)/ 4n+[3]/46,XY[15] Ta
46,XY,1(9;22)(q34;911)[9].

3. MauieHt W., 5 pokiB 5 micauis. diarHos XMIJT,
3axBOPIOBaHHS BCTaHOBMEHO Bneplue. [pu rocnitani-
3auii BUABNEHO NENKoumnTo3 B nepudepuryHin KpoBi
(BmicT nemnkouuTiB - 193,6x109/n), aHeMilo (remorno-
Gin 110xr/n, eputpountut 3,81x10'%/n,) TpomMGoOLNTO3
(386,Ox109/n), B Maskax nepudepuyHoi KpoBi - Mie-
nountn - 10,0 %, metamienounTu - 5,0 %, nanuykos-
AepHi HenTpodpinu - 27,0 %, cermeHTOsSAEpHI HEWT-
podinu - 47,0 %, B KicTKOBOMY MO3Ky - 6,4 %
OnacTHUX KNiTUH, KIiHIYHO - renaTto-crnreHomeranis.
LinToreHeTMyHe JOCMIDKEHHS BUABUNO MO3aivyHMI
KapioTun 3 aHomanbHUM KroHoM B 93 % KniTuH:
46,XX,1(9;22)(q34;911)[26]/4n+[2]. 3a cykynHicTio
o3Hak byna npu3HadeHa Tepanis 3 ,ImaTiHi6 mesunat"
y Bosi 400 wmr/kr. Moganblwi KriHikO-MOPAOMOTivHi
OOCMIIKEHHA KOHCTaTyBanu  KniHiKO-reMaTosorivHy
pemicito. LiuToreHeTu4HMIn aHania 4yepes 6 Micauis
BUsiBUB 12% KNiTUH 3 aHOMarnbHUM KapioTurnom, Tob-
To Oyno 3apeecTpoBaHO BENUKY LIMTOreHETUYHY Bif-
nosigb - 46,XX,1(9;22)(q34;911)[31/46,XX[22], uepes3
12 micAauiB KiNbKICTb KMITUH 3 NEPBMHHOIO aHoMarieto
36inbwmnack Ao 28 %, a TakoX 3apeecTPoBaHO KIOH
3 [OO0JAaTKOBUMMM  LMTOTEHTUYHUMM  aHOManisiMm
46,XX,1(9;22)(q34;911)[6]/46,XX,del(16)(g22),del(21)(
022)[2]/46,XX[15].

TakuM YMHOM, UMTOreHeTUYHi JOCHiAKEHHS Ma-
H0Tb BaXNMBE NMPOrHOCTUYHE 3HAYEHHS | AalTb MOX-
NUBICTb BUAINATY NaLiEHTIB 4O NOSABM MOPAONOTiYHNX
0O3HaK akcenepauii 3axBOpPIOBaHHS cepen AiTen Ta
nignitkis 3 XMJ1. Kopekuisa nikyBanbHoi cTpaTerii gae
MOXITMBICTb AOCAITU [OBrOCTPOKOBUX peMiIcii y nadli-
eHTiB 3 XMJ1.
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