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CyLuecTByeT anropmtm o6cnefoBaHusa NaumneHToB ¢ apu-
TPOLMTO3aMM Pa3HON 3TMOMOMK, NPU KOTOPOM Ha NMepBOM
arane [OHK naumeHTOB mccnepytoT Ha Hanuyve MyTaumm
B 14 1 12 ak3oHax reHa JAK2 ¢ Lienbio NCKIH0YEHMA Takoro
KnoHanbHoro 3aboneBaHusl, Kak XPOHMYECKOE MUEenonpo-
nucpepaTmBHoe 3abonesaHma (XMI13). Takxe B nocnegHee
BpeEMs B NMUTepaType BCTPEYalTCA AaHHbIE 0 PedKux Crly-
Yyasx BblsBneHua mytaumn B reHe CALR, accouumpoBaH-
Hbix ¢ XMIM3. Bcnepgctene 3TOro ctaBMTCSA BOMPOC O He-
o6xogMMOoCTV NpoBegeHusa aHannaa mytaumn B reHe CALR
nauveHTam Cc 3pUTPoOUMTO3aMK, @ TakXe BHECEHWEM [0-
MOMHEHWI B anropuTM reHeTUYeCKOoro obcnenoBaHns Takmx
nauveHToB. Kpome TOro, ona nauveHTOB OTpULATENbHbIX
no JAK2 n CALR, y KOTOpbIX OTCYTCTBYOT MyTaLum, OTBET-
CTBEHHbIE 3@ pa3BUTUNE KNOHanbLHOro 3a6oneeaHns, Heobxo-
AVMO NPOBOAUTL UCCreaoBaHne B reHax 6enkoB Kucnopog —
yyscTBUTENsHOro nytm (EPOR, VHL, HIF2a), npusogsLmx
K pasnuyHbIM TUMNaM CEMENHOM0 3pUTPOLMTO3a.

Llenb paboTbl — 4ONOMHWTE anropuT™ reHeTUYeckoro 06-
CcnefoBaHns NauMeHToB C SpUTPOLUTO30M.

B wnccnepoBanve 6binv BkYeHsbl 06pasubl OHK
oT 38 JAK2 (12 n 14 3K30Hbl)-HEraTUBHbIX NaLMeHToB
C N30MMPOBaHHbLIM 3PUTPOLNTO30M, BLICOKUMU 3HAYEHUSIMM
remaTokpuTta 1 remornobmHa. KayecTBeHHbI aHanm3 myTa-
umn B reHe CALR y naumeHTOB € 3pUTPOLMTO30M NPOBOANIN
C 1cnofib30BaHMeM pa3paboTaHHoM paHee B nabopatopum
MONEKYNAPHO- FrEHETUYECKMX METOROB 1ccnegoBaHun CPY
TeXHOMNornmM reTepoynnekcHoro aHannaa ¢ geTekuyen npo-
LYKTOB amMnnudkaumm MeTofoMm 3anekTpodiopesa B Bep-
TvkansHom [MAAl. ViccnegoBaHne Ha Hanuuve myTauui
B reHax EPOR, VHL, HIF2a, oTBETCTBEHHLIX 33 pa3BuTUe
NepBMYHOMO M BTOPUYHOI0 3pUTPOLMTO30B NPOBOAMIN C UC-
nonb30BaHNEM CekBeHVpoBaHuA no CeHrepy.

Ha nepsom atane paboTbl Bcem nauveHTam 6bin npose-
[eH aHanms Ha Hanu4dme mytauuin B reHe CALR c uenbto mc-
kntoveHns XMIM3. Y 1 yenoseka 6bina o6HapyxxeHa MyTaums
B reHe CALR, B COBOKYMHOCTM C KIIMHUYECKUMW OaHHbLIMW
1 pe3ynbTataMmy MopgioNorn4ecKoro MCccneaoBaHns KOCTHO-
ro mo3sra 6bin BeicTaBneH grnarHo3 XMIM3. Ha BTopom aTane
paboTbl na 37 naumeHToB BbiN NPOBEOEH aHann3 Ha Hanu-
yme mytaumm B reHax EPOR, VHL, HIF2a. MyTtauummn B reHe
EPOR, oTBeTCTBEHHOMO 3@ pa3BUTUE NEPBUYHOIO BPOXOEH-
HOro 3pUTPOLMTO3a, OBHapPYXXeHbI Yy 2 NauneHToB, MyTaLnn
B reHe VHL, nprBoasLLme K BTOPUHHOMY BPOXAEHHOMY 3pu-
TPOLMTO3Y TPETLEMO TUNa 0BHapPYXEHbI Y 2 YeNoBeK, MPUYEM
y 04HOro M3 HMX 0BHapyXeHa MyTauusi, accounMMpoBaHHas
¢ Hysawuckon nonuumtemmen. Mytaumm B reHe HIF2a B 9 3k-
30He, NpUBOALLME K BTOPUYHOMY BPOXAEHHOMY 3pUTPOLIM-
TO3Y YETBEPTOro T!Na obHapy>XeHbl y 3 4enoBek.

C uenbto ondhdiepeHUMpoBKM MexXay KnoHanbHbIM 3abo-
NeBaHVeEM 1 Clly4aeM CEMENHOro 3puTPoLMTO3a Ans nauum-
EHTOB C 3pUTPOLMTO3aMMN HEACHOW 3TLUOMOrMK Npeanaraem
LOMOSHUTL anropuTM FeHeTUHEecKOoro aHanusa nyTem npo-
BEOEHWNs UCCrnefoBaHui B reHax 6enkoB KuMcnopog — 4yB-
cTBUTENBLHOrO NyTW. Vlcnonb3oBaHve NpeanoXeHHoro [o-
MOMHEHHOMO anropyMTMa No3BOMUMA0 YTOYHUTL ANArHo3 Ans
8 13 38 nauneHToB C 3pUTPOLUTO3aMMN HEACHOW 3TUOMOMN.
OpHoMmy 13 naumeHToB ycTaHoBneH anarHo3 XMIM3, 7 nauu-
EHTOB MMEKT PasnunyHble TUMbl CEMENHbIX 3PUTPOLIMTO30B.
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CoBpemeHHble U3bickaHUsA 0coBeHHOCTen MuoKapaa
MIIEKOMUTAIOLLMX YKA3bIBAKOT Ha Ero He3aBEPLLEHHYH MOop-
dhonoruto Ha paHHUX 3Tanax NocTHaTaNbHOMO Pa3BUTUS C CO-
XpaHEeHUEM OMpefeneHHbIX YepT CTPYKTYpbl MpenbIoyLLmX
BO3PAaCTHbIX NMepuofoB. [pu 3ToOM NpeBanupylT AaHHbIE,
MOMy4YeHHbIE Ha MaTepuane OT YenoBeka W nabopaTopHbIX
XUBOTHBLIX [1, 2].

Llenb nccnenoBaHWm — yCTAHOBUTL COOTHOLLIEHUE MMWO-
KapOvoUMTOB U CTPOMarbHbIX KOMMOHEHTOB B PasfvyHbIX
y4acTkax cepaua y CyTOUHbIX ArHST.

ViccnepoBanu ceppue ArHaT cyToyHoro Bo3pacta (n=7),
MCMonb3ys KOMMIEKC MUKPOMOPGONormiecknx, Mopgome-
TPUYECKMX N CTAaTUCTUYECKMX METOANK.

B npaBom npepcepauy y CYyTOYHbIX AMHAT KapAMoMM1Oo-
UMTbl co cnabo BblpaXKeHHOW MOPrepeYHor McHepHeHHo-
CTb0 (DOPMUPYOT MYYKU U UMEKOT OTHOCUTESBHYHO NnoLlaib
83,13%2,41%, n3 Hux pabo4mnx — 83,02+2,21%, nposopgs-
wmx — 0,11+0,05%. OTHoCKTENBHAA NnoLadb PbIXIon Bo-
NOKHWUCTOW CoeanHUTENBHOW TKaHM gocTuraeT 6,9314,21%.
ApTepun 1 BeHbl MbILLEYHOMO TWMa, a TakXe KPOBEHOCHbIEe
cocyabl MUKpoumpkynaTopHoro pycna (9,94+6,30%) npo-
XOOST B PbIXNON BOMNOKHUCTOM COeAMHUTESNIbHOM TKaHW. B ne-
BOM Mpencepany KapamoMuoLmMTbl Tak Xe, Kak 1 B NMpaBoMm
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