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Xponmdeckuii Mmuenoneiko3 (XMJI) — kinoHa b-
HOe MuemonponndepaTuBHOE 3a00JIeBaHUe, 3aTpa-
THBAroIIee MTOJIUTIOTEHTHBIE KIICTKH-
NpeANIeCTBEHHUIBI  MUenonod3a,  auddepenmu-
pyromuecs 1o 3pensix Gopm [1]. Ucropus ero usy-
yernss HacuuThiBaeT Oomee 100 net. IloBbImIeHHBIN
nHTepec k mpobdieme XMJI 1 orpoMHOE KOJTHIECTBO
yOJIMKaIKid, MOCBAIICHHBIX JTaHHOMY T'eMO0JacTo-
3y, 0COOCHHO B MOCJIeTHEE BpeMs, CBSI3aHbI HE TOJb-
KO ¢ pacmu(pOBKOH MOJIEKYJISIPHBIX OCHOB 3a0o0Je-
BaHHA, HAJMYUEM CIIEHU(PUUECKON TIeHETUIEeCKOU
anomanuu — ¢uragenbduiickoit xpomocomsr (Ph)
[2], HO U ¢ co3maHuEeM TNPUHUUIIUAIBHO HOBOTO
MOAX0Ja K JICYEHHUIO, TO3BOJIAIONIETO BO3IEHCTBO-
BaTh HA KOHKPETHBIC MOJCKYJBI-MUIIICHU, HTPA0-
e BaXKHYIO POJIb B TATOT€HE3€ DTOTO reMo0IIacTo-
3a[2, 3].

3aboneBaemocts XMJI npubIM3UTENbHO ONMHA-
KoBa BO BceM mupe: 1-1,5 ciydaeB Ha 100 ThIC. yern.
B rofl, uTo coctaBisieT 7—15 % ot Bcex popm mneiiko-
30B B3pOCHbIX [3]. MyX4uHBI OOJEIOT HECKOIBKO
yame skeHIIUH. CpenHuil Bo3pacT 3a00JeBLIMX —
40-50 ner.

Llenv pabomwvl — N3yvYeHNE BIUSHUS TIWBEKa Ha
METaKapHuOLUTBl KOCTHOTO MO3Ta M TPOMOOIUTHI
nepudeprudeckoil  KpoBU OOIBHBIX XPOHHUYECKUM
MHEIO0IEUKO30M, TOUCK MPOTHOCTHYECKUX KpHUTe-
pHUEB, OMPENEISIONINX BEPOATHOCTH BO3SHUKHOBEHUS
U TSHKECTh TeMOPPAarHYecKoro CHHIpPOMa Yy JNaHHOM
TPYNIIBI TaHEHTOB.

Mamepuanst u memoosi. O6cnenoBano 11 manu-
€HTOB C XpPOHMYECKOW cTaauell XpOHHYECKOTO MHeE-
J0JIeKo3a, MOTy4aBIIuX TIuBeK B qo3e 400 mr/cyT.
Bo3spact 60ompHBIX OT 28 1m0 45 neT, cpok HabiroIe-
Hus — 10+2,3 mec.

OneHnBaIMCh OCHOBHBIE MOKa3aTenyd TPOMOOIH-
TApHOTO 3BEHAa IeMOCTasa: KOJIUYECTBO TPOMOOIIH-
TOB B TIepH(epHUECcKOi KPOBH, TPOMOOIIUTOTpaMMa,
JUTMTETIbHOCTD KPOBOTEUEHUs 1o J[pioke, arperamus
TPOMOOIIUTOB, PETPAKIUs KPOBSHOTO CrycTka [4];
rmapaMeTpsl KOaryJsIIIMOHHOTO 3BEHAa TeMOCTa3a.
BceM manueHTaM HpoBOIMIIOCH LUTOIE€HETHYECKOE
WCCIIeIOBaHNE KOCTHOTO MO3Ta C IIeNBI0 BEISBICHUS
Ph-xpomocomsl [5], TUTOXUMHYIECKOE OIpeaeIcHue
aKTHBHOCTH (PEPMEHTOB B TPOMOOIMTAX M Meraka-
puonuTax (coaepkaHue TIMKOreHa U aKTHBHOCTH O~
Ha(TUIIANETaTICTePasbl) [6] At OOHApYKEHHS Hau-
0oJsiee paHHUX (PYHKIIMOHATBHBIX U3MECHEHUH.

Pezynomamur. VicxonHoe KOIMYECTBO TPOMOOITH-
TOB OBLIO HOpMaNBHBEIM Yy 9 U3 11 mauueHToB u co-
craBuno 220+15-10°/n. Ha ¢oue teparmmn y 30 %
OONBHBIX OTMEUAJIOCh CHUXCHHE TPOMOOITUTOB IO
12041210/ IlposiBneHuii  reMoOpparuv4ecKoro
cuHApoMa He ObUIO 3aUKCHPOBAHO HU Y OJHOTO
MaIfenTa. YMEHbIIECHNE YUCiia MEraKapHuoINTOB B
KocTHOM Mosre (10 10-10%) Habmonanocs y Beex
OOJBHBIX, MOTYYaBIIUX TIUBEK, W JIUIIb y 3 Talu-
€HTOB, JOCTUTIIMX IOJHOW LIUTOI€HETHYECKOH pe-
MHUCCHH, OTMEYalaCh TEHICHIMS K HOPMaJIU3alUu
Yyciia METaKapUOLMTOB, YTO KOPPEIHPOBAIIO CO
CHI)KeHHEM uuciia Ph-TIO3UTHBHBIX KIIETOK B KOCT-
HOM MO3Te.

[uToXMMHYECKOE HCCIEAOBAHUE BBHISBUIIO WC-
XOJTHOE€ CHWXECHHE COJEp)KaHUs TIMKOTreHa (cpel-
HAH  1uToxuMmmdeckuit koaddumment  CHK
1,87+0,16) u aktuBHoctn AHAD (CLK 2,01+0,15)
B METaKapUOINTAaX; yKa3aHHbIC W3MCHEHUS yCyryo-
JSTUCh Ha (hOHE JIeUeHHS TIIMBEKOM. B TpomOomun-
Tax JI0 TEPalHH COACpPI)KAHUE TIUKOTeHa OBUIO HOP-
MansHeiM (CLK 2,02+0,22), axtuBHocte AHAD
noBeimennoi (CHK 1,94+0,18). B mocnenyromem
oTMedanoch cHmkeHue rmkoreHa (CLK 1,68+0,14)
y 46 % TanmeHToB U TEHACHIMS K HOpMaTU3aIlluu
aktuBHocT AHAD (CLK 1,52+0,16) y 56 % Gonb-
HBIX.

HccnenoBanne KoaryJsiiinOHOTO 3BEHA TeMOCTa-
3a CYIIECTBEHHBIX OTKJIOHEHUH OT HOPMBI B IIPOIIEC-
Cce JIeYeHHUs TIMBEKOM HE BEISBUIIO.

Bovisoovl. Takum 00pa3oM, TIIMBEK HECOMHEHHO
OKa3bIBaCT CBOEC BIMSHUE Ha (DOPMUPOBAHUE MOJTHO-
[IEHHOTO TyJla MErakapuoIMTOB B KOCTHOM MO3Te
HapsIy ¢ aHAIOTWYHBIM €ro JIEHCTBHEM Ha Ipe[Iie-
CTBEHHHMKH TPaHYJIOIUTON033a. TpoMOOIHUTONCHNUS,
WHAYIUPOBAaHHAsT TIMBEKOM, BEPOSITHO, SBIISCTCS
CIIEICTBHEM CTHMYJIALHAN alloNTo3a MerakaphoIn-
TOB, UMEIOIIUX TPaHCIOKAIuo t(9;22) 1 MOXKeET pac-
CMaTpUBAThCS KaK HadalbHOE MPOSBIICHUE (Bopmu-
pPOBaHUS IIUTOT€HETHYECKOTO OTBeTa. TpedyeT co-
OTBETCTBYIOIIEH KOPPEKIUU TPU OTCYTCTBHH KOM-
MIEHCATOPHOM aKTUBU3AIUU (DYHKIIUH TPOMOOIIMTOB
W CHIDKEHHH WX KOJMYEeCTBa B MepU(epuvIecKoi
kposu Meree 100-10°/1.
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