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I’EHETHYECKASA JUATHOCTUKA Ph-OTPULHATEJIBHBIX

XPOHUYECKUX MUEJONPOJIU®EPATUBHBIX 3ABOJIEBAHUM (XMII3)

MonexynspHble COOBITHSI, JeXkKalue B OCHOBE
maroreneza XMII3, cBs3anbl ¢ gedekTamMu TeHOB,
KOIHMPYIOMHNX O€IKH, KOTOpbIE 00eCTIeunBalOT HOP-
MaJbHOE NoAJep:KaHue Mmuenono’3a. llo murepa-
TYPHBIM JAHHBIM 4YacTOTa BCTPEYAEMOCTH JUArHO-
cTuyeckd 3HauuMbIX ipu XMII3 myrtauwmit (V617F
reda JAK2, B 12 sk3oHe reHa JAK2, rena MPL)
BapbUpyeT MPHU Pa3IMYHBIX HO30JIOrUsIX. Bmecte ¢
STUM psii UCCIeAoBaTeNeil MbITAIOTCA OObSICHUTH
KJIOHAJIBHBIN Temono33 mipu Ph-oTpunareasHbIx
XMII3, ocHOBBIBasiCh HAa pe3yJbTarax LUTOT€HETH-
YECKHUX UCCIIEIOBAHUM KJIIETOK KOCTHOTO MO3Ta.

Henvro nawezo uccnedoeanus ObUIO onpeaese-
HHE YaCTOThI BCTPEYAEMOCTH MyTaluii reHoB JAK?2
u MPL v BbISBICHUE MPOTHOCTUYECKUX OCOOCH-
HOCTell TeueHHs 3a00J€BaHMs B 3aBUCUMOCTH OT

XapakTepa IUTOTeHEeTHYeCKuX abeppaluii y namu-
eHToB ¢ Ph-orpuniarensapiMu XMIT3. B uccienona-
HHUe OBLIN BKIIFOUEHE!I 619 mmanmeHToB — ¢ ICTUHHON
nonurutemuen (UI1) 249 6onpHBIX, ¢ dCCEHITNATb-
Hou TpoMOotmTemueii (3T) — 120, ¢ XxpoHHIECKUM
uauornarudyeckum muenopudbpozom (XMMD) —
110 u 140 mamueHTOB OOCIEAOBAINCH C IIEIBIO
nuddepenumnansHoit nuarnoctuku ¢ Ph(-) XMII3.
Bospact 6onpHBIX BapsupoBan ot 18 1o 80 neTt, me-
JIaHa TpU 3ToM coctaBuia 52 roma. ITuk 3ab6oite-
Ba€MOCTH MPUXOAUTCA Ha Bo3pacT oT 50 go 60 ner,
B 9TOI1 BO3pacTHOM KaTeropuu ObUIO 88 MaIMeHTOB.
Hus nerexkuuun V617F mytanuu rena JAK2 vcnons-
30BaJICsl METOJT ajutelb-crieruduaeckoit [P, myTa-
nuu 12 sx30Ha reHa JAK2 omnpenensiiuch METOJ0M
CHUKBEHUPOBaHUs, MyTalluu B rene MPL onpenens-
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nuck MetosioM Real-time PCR B 1ByX MOBTOPHOCTSIX.
B pesynprare mpoBeAEHHBIX HCCIEAOBAHUN OBLIO
BBISIBIIEHO, YTO 4YacTOTa BCTPEYAEMOCTH MYTallUH
V617F B rene JAK2 BapbupoBajia y nalldeHTOB B 3a-
BHUCHMOCTH OT BapuanTa 3aboneBanus. Tak mpu UII1
mytanusi V617F B rene JAK2 onpenensinace y 245
u3 249 (98,3 %) uccnenyembix 60abHBIX, Ipu DT —
y 65 u3 120 (54,2 %) nauuentos, npuy XUMD —
y 54 u3 110 (49,1 %) npoaHanu3npoBaHHBIX OOIb-
HbIX. Y 140 GONbHBIX HE reMaToJOrHYeCcKOTO MPo-
dbunst, 00CIeNOBaHHBIX C NEbl0 TuddepeHIraTb-
Hoi nuarHoctuku ¢ Ph(-) XMII3, V617F B rene
JAK?2 obnapyxenay 12 (8,6 %), 4To N03BOJIHUIIO J10-
croBepHO noaTBepauTh Ph(-) XMII3. Mytanus B 12
sK30He re’a JAK?2 BoisiBisinack y 2 uz 69 (2,9 %) uc-
crenyeMbix V617FJAK2-oTpuliaTelIbHBIX OOJBHBIX
HCKIIIOUUTENBHO ¢ aguarHo3om UII. B to Bpems kak
myTaruss W515L rena MPL oGHapyXuBaiach Ipu
OT u XUM®D B 2,2% (y 1 u3 46) u 2% (1 u3 51)
OOJIBHBIX, COOTBETCTBEHHO. LluTOreneTnyeckue uc-
CIIEOBaHUS KJIETOK KOCTHOTO Mo3ra y 129 G0oinbHBIX
XMII3 no3ponunu cTpatuuupoBaTh OOIBHBIX MO
MPOTHOCTUYECKNM TIpynnaM. Tak HOPMaJIbHBIN Ka-
puotun ooHapyxen y 110 (85,3 %) u3 129 uccneny-

embix. Cpeau 19 (14,7 %) nanueHToB ¢ maTojIoruye-
CKUM KapuoTHuIom, y 5 (3,9 %) u3 129 BeisiBiIeHBI U30-
JMpOBaHHbIE XpoMocoMHbIe abeppanuu (del(20q),
del(13q)), oOyciaBauBaromme  OIarompuUsITHOE
TeueHue 3aboneBaHus, y 8 (6,2%) mauueHToB —
aHOMAJIMA KAapHWOTHIIA MPOMEKYTOYHOTO PHUCKA, H
y 6 (4,7%) n3 129 — xoMIUIEKCHbIE HapyILICHUS
KapHOTHITA, OTHOCSAIIHECS K HEOIaronpusTHBIM
BapuaHTaM Kapuotumna. IlpuyemM XpoMOCOMHBIE
abepparuu 6J1aronpusTHOIO IPOTrHO3a JOCTOBEPHO
qgamie (p=,0000) BcTpevanuck y 0onbHBIX ¢ WUII B
cpaBHeHnn XNMO®, a yactoTra BCTpEYa€MOCTH MHO-
’KECTBEHHBIX KOMIUICKCHBIX HApPYyIICHUH KapHOTHIIA
ObLIa TOCTOBEPHO BhIIIE y 00NbHBIX ¢ XUM®D, uem
y 6onenbix ¢ UIT u OT (p=0,0000). I[Ipuyem 2 u3
6 OOJNBHBIX C KOMIUIEKCHBIM KapUOTHUIIOM KOHCTATH-
poBaHa Tpancdopmarus 3adonesanus B8 OMJL.
Takum oo6pazom, yCTaHOBIICHO, YTO MYTallid B
reHax JAK2 u MPL sBIstOTCS BBICOKOCTICIIU(DHY-
HBIMH JUArHOCTUYECKUMH MapKepamu MaIllieHTOB
¢ Ph-orpuniarensabiMun XMI13, a BKIIFOUEHHE ITUTO-
TeHETUYECKHUX UCCIIEIOBAHUI B aJITOPUTM 00CIIe10-
BaHMSI OOJIBHBIX B /1e0r0TE 3a00JI€BaHMS TTO3BOJISIECT
cTpaTu(UIMpOBaTh NALMEHTOB Ha IPYIINbI PUCKA.

Konwébaesa C. H., Heanoe A. M., Cyxuna H. A., Hukumun B. IO., Hcakosa T. B.,
Hmumpuesa O. B., Ilonaxoe A. C., bonoapuyxk C. B.

Dedepanvhoe 20cyOapcmeeHHoe Ka3eHHOe 60CHHO-00PA308aAMENbHOE YUPENCOCHUE BbICUE20 NPOPECCUOHATLHO20 00PA306aHUS
«Boenno-meouyurckasn akaoemus umenu C. M. Kuposa» Munucmepcmea oboponst Poccutickoti @edepayuu, Cankm-Ilemep6ype.

BO3MOXHAS KOPPEJIAIUA NOJTUMOP®U3MOB I'EHOB,

ACCOIIMUPOBAHHBIX C METABOJIN3MOM BAP®APUHA U ®OJIATOB
¥ BOJIBHBIX C XPOHUYECKUM JIUM®OILUTAPHBIM JIEKKO30M

B nocneanue roapl nMoiay4deHsl JaHHBIE B MOJIb-
3y TOTO, 9TO OJTHAM U3 BaXKHBIX ()aKTOPOB Pa3BUTHSA
Y TIPOTPECCUPOBAHUS 3JI0KaY€CTBEHHBIX OIYXOJIEH,
B TOM YHCJE W XPOHHYECKOrO JMM(OIHUTAPHOTO
neriko3a (XJIJI), sBnsercss PyHKIIMOHAIBHO 3HAYU-
MbIH MOJUMOP(U3M I'€HOB, KOAUPYIOIUX (hepMeH-
TBl CHCTEMBI OMOTpaHCHOpMAI KCEHOOMOTHKOB.
K sum ortHOocutcs okono 90% Bcex JIeKapCTBEH-
HBIX IpernaparoB. l-as ¢asza Ouorpanchopmaru
(oxucnuTenpHas) oOecleunBaeTCsI, B OCHOBHOM,
cemeiictBoM reHoB nutoxpoma P450. OcHoBHOM
¢bynkmuen 2-it $a3pr 6morpanchopManru KCEHO-
OMOTUKOB SIBJISIETCA JETOKCHUKALMs 3a CYeT Jei-
cTBUSl TUApona3 u TpaHcdepas. U, Hakoner, 3-s
(daza OuoTpaHchopmanuu CBsi3aHA C BBIBEACHHUEM
W3 OpraHu3Ma JekapcTBeHHbIX (opm. Kpome re-
HOB, OTBEYAIOIIMX 32 KCIIPECCHIO SH3UMOB C IIHU-
poKoii cyOcTparHOl crneruUYIHOCTBIO, B OpraHu3-
M€ HMEIOTCS TeHbl, oOecreunBaronue QyHKIUU
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SH3UMOB C Y3KOW HamlpaBICHHOCTHIO JI€HCTBHUS.
K aum otnocutcs ren MTHFR, KOTOpBIH KOJUPYET
SH3UM MeETUJIeHTeTparuapodonar peaykrasy, yda-
CTBYIOIIUI B MeTaboau3Me (oJIaTOB U Mpenaparos,
OMIM3KUX TIO CTPYKType K GomeBoit kuciore. B Ha-
crosiied pabore ObUIM UCCIEAOBAaHbl [IUTOTCHETH-
YEeCKHE TOBPEKICHUSI METOAOM (IyOpeCIeHTHOM
in situ ruOpunmsamuu. [{ist 3TOro Metoja mpume-
wsu JIHK-308161 pupmer ABBOT, HatnipaBiIeHHBIC
Ha JIeTeKIH0 xapaktepHbix i XJLJI moBpexmae-
Huit: nenenusi reHoB ATM u P53, nenenus B q 11e-
4ye XpoMocoMbl 13, Tpucomusi mo xpomocome 12.
Uccnenosanne nonumopdursma reHoB MPOU3BOAU-
JU TONbKO B rpymme 6onpHBIX XJIJI ¢ nurorene-
TUYECKUMHU TOBPEXACHUIMH, MPEICKAa3bIBAIOLINX
XOpOIIMH MporHo3 TeueHust 3adoneBanus: del (13)
(q14.3), del (13)(q34), del (13)(q14.3-34).

Takum obpazom, y OAHUX U TeX e OOJIbHBIX
WCCIICIOBAIIA TTOTMMOP(GU3MBI TEHOB, aCCOIUHUPO-





