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Onnonokycusiii ananuz SNP rs2583988, mnokazan, uyto amienu pucka
kaxgoro SNP, a Takke TOMO3UIOTHI MO ATHM aJUIEJsM 4Yalle BCTPEYAIUCh Y
O6onpHbIX bBII 1O cpaBHEHHIO C KOHTPOJBbHOM rpynnol. Jloructuueckuit
PETPECCHOHHBIA aHaIu3 TMOATBEPANU 3HAYUTEIHHYIO CBSI3b MEXKIY TCHOTHUIIAMU
pucka u PD s rs2583988 (OR = 12,20, 95% IC: 1,52-97,58, p = 0,018),
KOTOpBIC OCTABAINCHh 3HAYMMBIMH TIOCJTIE ITONPABKM HAa KOBapHWAThl BO3pacra M
nmoyia. PacdeT CTaTUCTHUYECKOW MOITHOCTH, NMPUMEHEHHBIH K pa3Mepy BBIOOPKH,
WCITOJIb30BAaHHOW B 3TOM HCCJIEIOBAHHMH, YKa3bIBaeT Ha OOHAPY)KCHHUE CBS3HM T'CH-
3a0oseBanue 111 SNP rs2583988, co 3nauennsamu OR Beimie 2,60 ¢ TOUHOCTBIO OT
68 no 85% mno peueccuBHoi Mojaenu. Bo3pacT Hauana 3a0osieBaHUS HE OTJIMYAJICS
MEXy TpeMs TeHoTurnamu Jyisi orieHuBaemMbix SNP (1aHHbIE HE MTOKa3aHBbl).

BoiBoa: Aiutenu pucka ¥ TCHOTHITBI PUCKA BCTPEUYATUCh 3HAYUTEIILHO Yallle
B cllydasiX, 4yeM B KOHTpoJe, u accouuarnuu pucka bIT mms SNP rs2583988 6wuiu
MOJITBEPKICHBI 11 TOMO3MIOTHOrO TeHotumna. Hocurtenm amnmenss pucka T-
rs2583988, nocTtoBepHO ualle BCTPEYATUCh y OOJBHBIX C KOTHUTHBHBIMH
HApYIICHUSMHU, 9YeM B KOHTpOJIC. PerpecCMOHHBIN aHaIM3 TOKa3aj CBS3b MEXKIY
alJIeIIMA  PUCKAa W KIMHUYCCKUMH HWCXOJIaMHM, a TakKKe BIUSHHE (PAKTOPOB
okpyxaroriei cpeasl Ha puck BII.B nccnenoBanun He HAOIOAATOCHh acCOIUAIIAN
pacnpenescHus aJljieisl PUCKa M HAJIMYIHUS JIepeccHr. TeM He MeHee, TeHOTHI T 1 -
rs2583988 oxaspiBaeT 3amIUTHOE JielicTBUE |y ManueHtoB. HampoTus,
UCCJIEIOBaHNE C KUTANUCKON BBIOOPKOU BBISBHIIO CHMKEHHBINH PUCK JIETIPECCUU Y
HOCHUTENIE TOMO3UTOTHOTO reHoTuna pucka REP1 u xoppensuuio ¢ oneHkoi
UPDRS w4acte Il, MoTopHBIMH (IyKTyallusMHd W OJKCHCKMM TIOJIOM B
nporuosupoBannn Aenpeccud npu  bIT  (Danetal., 2016 ) .Yro kacaercs
KOTHUTHBHBIX AaCHeKTOB, ayuienu pucka [-rs2583988, wame BcTpeuanuch B
CIy4astX C KOTHUTHUBHBIMU HApPYIICHUSIMU, Y€M B KOHTpOJIC, YTO YKa3bIBaeT Ha
Oonpmnii puck 3toro mcxoma mpu bIl. Kpome Toro, obHapyxkuBaeTcs CBS3b
KOTHUTHUBHBIX HApPYyIIEHUH C puUcKOM bIl B MOAEnM JOTMCTHYECKOM PETPECCHUM.
Heoxunannoe oOHapyxenue reHotunoB REP1 Oputo ommcano B MpoaoibHOM
CEBEPOAMEpPUKAHCKOM  ucciefoBaHuu: cinydyan bIl ¢ Oojee  BBICOKUMHU
nokaszarensiMu REP1 Obpumn cBsi3aHBl ¢ JIydmield JBUTATENbHON (GyHKUIHUEH U
CHIDKEHHBIM PUCKOM KOrHHTHBHBIX Hapymrenui ( Markopoulouetal., 2014 ). Otu
JAHHBIC TIOTYEPKUBAIOT BO3MOKHBIN TBONMHON 3((EKT Wiu poiib, 3aBUCSIIYIO OT
BpemenHu, st BapuantoB SNCA.

BJIUSTHUE MMPOBEJEHUSI TEHETUYEKUX UCCJIEJOBAHUI
HA D9O®PEKTUBHOCTD JIEYEHUA Y BOJIbHBIX OCTPBIM
IMPOMMUMEJIOIIUTAPHBIM JIEMKO30M
Kacumosa C.A., ba6axkanosa III.A., Kypoonosa 3.4.
TamkeHTCKasi MeIUIMHCKAsI aKaAeMHUsA

Octpeiii pomuenonutapubiii neliko3 — OIUI (mo knaccudukamuu BO3
2008 — octpeiii muenoneiiko3 ¢ 1(15;17)(922;q12); (PML-RAR«a) n BapuanTamu;

no FAB-kmaccudukamum — M3, M3v — metunmunbiii OITJI) oTHOCIT K penkow,
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ocoboit popme octporo mueiaouaHoro seikosa (5-15% Bcex cinyuaes OMJL.). On
XapaKTepu3yeTcs aHOMallbHbIM HakorieHueM (>20%) B KOCTHOM MO3T€ OJIHOTO U3
BUJIOB MHUCJIOWJIHBIX KIETOK — IMPOMHEIIONUTOB B COYECTAHUU C XPOMOCOMHBIMHU
TPaAHCJIOKAIMSIMU, 3aTPAaruBaONIMMU TeH alb(a perentopa peTHHOCBON KHCIOTHI
(RAR®), pacnomoxxerdoro Ha 17 xpomocome. B cBoro ouepeib, IPOMHETOIUTEI —
9TO KJICTKU-TIPEIIICCTBEHHUKH TPAaHyJIOIMTOB, BOZHUKAIONUE HA OTHOW U3 CTa M
X co3peBaHus (MUEI007IaCThl — MPOMHEIIOIUTHl — MUCTIOIMUTE — TPAHYJIOIUTHI)
[2].

OIJI BcTpeuaercst B aOCOMOTHO JIFOOOM BO3pacTte, Aaxe B JeTckoM. OHaKO
OOJIBIIMHCTBO MAITICHTOB B MOMEHT JIMarHo3a 3a00JIeBaHUSI UMEIOT BO3PACT OKOJIO
40 met, 4to sBisIeTcsS oTIMuUTENbHOUW yepToi OILJI oT apyrux BHUIOB OCTPOTO
MUEN0JIEHKO03a, TI¢ B OCHOBHOM OOJIbHBIC — JIFOIU TIOKUJIOTO BO3pacTa.

OcHoBHO# xpoMocoMHuo#t anomanueir OITJI (95%) siBisieTcs perMmnmpoKHas
tpanciokanus (t) (15;17)(922;921) - PML/RARG B 0onmyXoJeBbIX TPOMHUENIOIUTAX,
BCJICJICTBUE YEro reH ImpoMueonuTapHoro yeiikoza (PML-reH), pacnoaoeHHbIH
Ha 15 Xxpomocome, MepeHOCUTCs Ha JUIMHHOE IJ1e40 17 XpoMOCOMBI B 00J1aCTh, TJIe
HAXOJIUTCA reH anbda-perentopa pernHoeBorr kucioTel (RARa). B pesynbrate t
(15;17) mosBasieTcst mapa CAMBHBIX aHOMalbHBIX reHa: PML/RARo Ha nepuBate
(der) 15 xpomocombl 1 RAR/PML Ha nepuBare 17 xpoMocombl. MOXHO BBIJICIIUTh
CIICIYIONINE TEHETUYCCKUE METOJBI I OINPEACIICHUS IaHHBIX TPaHCIOKAIW:
ITLP, FISH u ctanmapTHOE nuTOreHETHUECKOE UccienoBanne[3].

Hear wuccaenoBanusi:  IIpoBectu 0030p nuTeparypel 1o HpodIeMe
JTUATHOCTHUKHA OCTPOT'O MPOMHUETOIUTAPHOTO JIeKo3a. V3yunuTh CBS3b pa3IuYHBIX
myTaruit ipu OILJT ¢ 3 hekTUBHOCTBIO JIeUeHUS.

Matepuajibl 1 MeToAbl. [ cpaBHEHUS MUPOBBIX MPAKTHK JUATHOCTUKU
OIUUI 6wputo m3ydeHo u mpoaHanuzupoBaHo Oojee 30 HaydHO-TIPAKTHYCCKHUX
cTaTed, TOCBAIICHHBIX JaHHOW MpoOJieMe W OIMYyOJIMKOBAHHBIX B Pa3IUYHBIX
MEIMIMHCKHX JKypHanaax B mepuoja 2014 — 2022 roqos [3].

PesyabraTtbl wucciaenoBanusi. Bce cnywam OIUI,  ycranoBieHHOro
MOP(OJIOTHICCKUMH M ITUTOXUMUYCCKUMU METOJaMHU HCCIICIOBAHUS, JTOJKHBI
ObITh monrBepkaeHBl MeTogoM IIIIP wmmu FISH B MOMEHT ycraHOBICHUS
Jauarfosa, Tak kak B 5—10 % ciyyaeB mpu oTCyTCTBUHU Kiaccuueckou t (15; 17)
0oOHapyKXHUBaeTCs TPAHCKPHIIT PML-RARA.
Jnsa  mmarHoctuku  OIIJI  kpailiHe  HEOOXOIMMBIM  SIBISETCS  OBICTpOE
[IUTOTEHETUYECKOE TONATBEepXkKAeHUEe auarHo3a. [lockonbky 3()QEeKTUBHOCTD
TApPreTHOTO JICYCHUS HAa OCHOBE PETHMHOUIOB W/WIIM TIPOU3BOJTHBIX MBIMIbIKA
CTPOrO 3aBHUCHUT OT Hajauuus xumepHoro reHa PML/RARA, reHeTndeckue
MOJITBEPIKICHHE TNArHO32 SBIISIETCS 00s3aTeILHBIM BO BCeX cirydasx [1].

['eHeTnueckoe MOATBEPKIECHUE UATHO3a JIOJDKHO BBITIOMHSTHCS, €CIH
BO3MOJKHO, Ha OJJACTHBIX KJETKax, mojydeHHbIX 3 KM. Uneatudukanus OIJI-
crenupUIECKUX TEHETUIECKUX TIOJIOMOK B OJIACTHBIX KJIETKaX OCYIIECTBIISICTCS Ha
ypoBHe aHanu3a xpomocoM, JIHK, PHK u xumepHoro 6enka ¢ MCIOIb30BaHUEM
CTaHJAPTHOTO KapUOTHIMpOBaHUs, (iyopeceHTHOW 1IN Situ rubpuau3anuu
(FISH), momumepa3Ho-1ienHOM peakiuu ¢ oopatHoi Tpanckpumnrtazoi (OT-TILIP)
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i anTH-PML MOHOKITOHATBHBIX aHTUTEN. COOTBETCTBEHHO, KKl 3 METOIOB
UMEET CBOM IIPEUMYIIECTBA U HEJTOCTaTKH [5].

MeTton KapHOTUIIUPOBAHUS TO3BOJSIET OOHAPYKHUBATh JIOMOJHUTEIHHBIC
XpOMOCOMHBIE  TIEPECTPOWKH, HO OHM HE  HMEIOT  CYIIECTBEHHOTO
nporaoctuyueckoro 3uadeHus npu OILJI. [luToreneTnueckuii aHaanu3 MOXKET OBIThH
nojie3eH B Tex ciaydasx OINJI, korma cuuTe3 xumepHoro Oeiaka PML/RARA He
ocymiectBisieTcsi. CraHgapTHasi LMTOTEHETHKA TakXe MOXET CIoCOOCTBOBATh
BhIsIBIICHHIO peakux BapuanToB OITJI B Tom umcne ¢ t (11; 17) (923; g21), t (11;
17) (q13; g21) u t (5; 17) (935; g21), npuBOASIIMX K CHHTE3Y XHMEPHBIX
nponykroB PLZF-RARA, NUMA RARA u NPM1-RARA COOTBETCTBEHHO, a
TaK)Ke JPYTUM, OIIMCAHHBIM COBCEM HEIaBHO.

FISH-amamu3 nHa PML/RAR0  BBINOJHSETCS C  KCIIOJIB30BAaHHEM
(bIyopecueHTHBIX  30HAOB. OTOT METOJA  BBICOKOCIHeNuduUUYeH, oO0Jaagaer
JIOCTATOYHOW YyBCTBUTEJIILHOCTHIO, HAMHOTO JICIIIEBIIE U MEHEE TPYJ0EMOK, YeM
kapuotunupoBanue. FISH Moxer ObITh mONE3eH B JUArHOCTUKE MPEANOIaraéMbIX
ciyyaeB OIUI, mpu KOTOpBIX HE BBISBISETCSE XUMepHbIH Tpanckpunt PML-RARA.
Tax, FISH-uccnenoBanue MoXeT BBIIBUTH peapaHkupoBKy reHa RARA, KoTopblit
MOXET OBITh mapTHepoM apyroro — He PML-rena. B kiuHMKaxX, B KOTOpPBIX HET
BO3MOKHOCTU BBITIOJHUTH IMTOT€HETUYECKOE HCCIIEAOBaHUE, TUArHo3 JOJDKEH
OBITh MOATBEPIKACH B pedeperc-naboparopuu [4].

OT-II1IP-ananu3 mis BeIsABICHUS XuMmepHoro mnpoaykra PML-RARA Obut
CO3/IlaH U CTaHJapTHU30BaH B paMKaxX MEXJIYHapOJHOW Koomeparuu. BakHo, 4TO
MOMHUMO BBICOKOM CHENU(PUIHOCTH W UYYyBCTBUTCIBHOCTH OH OIpeaesser
pacriosiokeHne Touku paspbiBa PML, ycraHaBiamBas TeM camMbiM MapkKep IS
caenyromero mounutopuara MOB. Opnako Mmamoe konmuectBo PHK (m, kak
CICACTBHE, JIOKHOOTPHUIIATEIbHBIA  pe3ynbTaT), KOHTaMHUHAIUs/apTe(aKThl
(JIO’KHOTIOJIOKUTEIBHBIN PE3YJIbTAT), @ TAKKE OTHOCHUTEIIBHO JUTUTEIBHBIN TIEPHOT
MOJATOTOBKH MO0 (OKOJO 2 JHEH) SIBISIOTCS OCHOBHBIMU HEIOCTATKAMH 3TOTO
meroga. Kpome Toro, odeHb KelaTeNbHO, YTOOBI JETEKIUIO XHMEPHBIX
TPAHCKPUIITOB U MOHUTOPHUHT 00pa3IioB MPOBOAMIN B pedepeHC-Tad0paTopusix ¢
XOPOIIO O0YYESHHBIM IIEPCOHAIOM ¥ OOJIBIIIMM OIBITOM [6].

Omnpenenenue moaekysspaoro Bapuanta OITJT (PML-RARA, PLZF-RARA,
NuMA-RARA, NPM-RARA wu gap.) MOXET IIOJCKa3aTb, YyBCTBUTEIBHBI JIH
omyXoJieBble KJIETKH K BozjaehcTBUi0 ATRA** u mbimbska. Bapuanter OINI ¢
PLZF-RARA-0OHKOr€HOM ILIOXO OTBEYAIOT Ha TEPANMIO peTuHOuAaMH [5].

BoiBoa: Bcem marmentam go Hadana jgedeHus OIUJI (¢ menbro yTouHeHHs
BapraHTa MyTanuu) U Bo Bpewms yiedeHus OITJI (s BBIOJHEHWS MOHUTOPHHTA
MOB) npoBeaeHue MOJEKYISIPHOIO MCCIENOBaHUS TpaHCKpunToB reHa PML-
RARa bcer-1, ber-2 u ber-3 8 KM.

JIutepaTtypa.
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JINPOPEPEHIUAJBHASA ITUAT'HOCTUKA OCTPOI'O
MUEJIOBJIACTHOTI'O JIEUKO3A U OCTPOI'O JINM®OBJACTHOI'O
JEHKO3A
Kacumosa C.A., babaxxanosa III.A., Kypoonosa 3.4.
Tawkenmckasa MeOUUUHCKAA AKa0emus

OcTpplit J€iK03 - 3a00JIeBaHNE, B OCHOBE KOTOPOTO JIEKUT BOSHUKHOBEHUE
B TE€MOMNOITUYECKON KIJIETKE-TIPEIIIECTBEHHUIIE TEeHETUYECKUX HW3MEHEHHH U
oOpa3oBaHHWE  KJIOHAa  3JIOKAYECTBEHHBIX  (OJACTHBIX)  KJIETOK.  bmactel
UHOUIBTPUPYIOT  KOCTHBIM  MO3T,  TOCTENEHHO  BBITECHSSI  HOPMAJIbHBIE
reMOIOATHYECKHE KIIETKH, YTO MPUBOJIUT K PE3KOMY YTHETEHUIO KPOBETBOPEHHUSI.
JIisi MHOTHX THWIIOB JIEMKO30B XapakKTepHa Takxke OnacTHas WHQPWIbTpaus
BHYTPEHHMX opraHoB. K rpymnme oOCTpbIX JI€MKO30B OTHOCAT  OCTPBIM
muenobactHeil Jieiko3 (OMJI) u octpeiit mumddobnactheiit netiko3 (OJLI). Tlpu
OCTPBIX JIEHKO3aX OJIACTHBIE KJIETKH OBICTPO BBITECHIT HOPMAaJIbHBIC DIIEMEHTHI
KOCTHOTO MO3ra, 4YTO BEAET K pPa3BUTHIO MMAHIIUTONICHUHU: SPUTPOICHUH,
TPOMOOITUTOIICHNH, HeWTporeHnu [1].

Octpbie JEHKO3BI MOTYT BO3HUKATH M3 KJICTOK JIMMGOUIHON U MUEIIOUTHOMN
JUHUAA KPOBETBOPEHUS, YTO IMO3BOJISIET PA3[eIuTh HUX HE JIBE OCHOBHBIC
HO30JIOTHUeCKue rpymmbl:  octpeie  auMmdpooOmactaeie (OJIJI) u  octpsie
muenobnactaeie (OMJI) neitko3bl. Pazmuuusa mexmy OJIJI u OMIJI 6a3upyroTcs Ha
MOP(OJTOTUYECKUX, IMUTOXUMHUYECKUX ¢ HMMMYHOJOTHYECKUX OCOOCHHOCTSIX
neiiko3nbIx kietok. OJIJI Hanbonee yacto Bo3HUKAET B Bo3pacte 2 - 10 jeT (muk B
3 - 4 rona), 3aTeM pPacHpOCTPAHCHHOCTh 3a00JICBAHMS CHUKAETCS, OJHAKO TOCIIEe
40 net ormeuaercs moBTopHbIH moabeM. OJIJI cocraBnser okono 85% mneitko30B,
BcTpevarmuxcss y gereid. OMIJI, nampoTuB, HamboJiee 4YaCTO BCTPEYAETCA Yy
B3pOCIIBIX, IPUYEM YACTOTA €r0 YBEIUIHBACTCS ¢ BO3pacToM [2].

OJUJI nanbonee gacto Bo3HUKaeT B Bo3pacte 2 - 10 mer (muk B 3 - 4 roza),
3aTeM pacmpoCTPaHEHHOCTh 3a0o0JeBaHUs CHWXKAETCs, onHako mocie 40 mer
orMmeuaercss moBTOpHBIA momabem. OJIJI cocraBmser okomo 85% neitko30B,
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