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YACTOTA ObHAPYKEHUSA MYTAIIMU 'EHA JAK2 CPEIN
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Prevalence of mutations in JAK2 among blood donors
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MpencraeneHbl pesynbTatsl Tectuposatms 123 1 npobesi kpo-
Bu, Baaton y 1150 poHopoB, HO comaTuyeckyto MyTaumio
V617F B rene JAK2. ViccnepoBaHnme NnpoBOAMIM C MOMOLLbIO
meTofa annenbcneundUIeckoin NOIMMEPA3HON LENHOM pe-
akummn B pexume peansHoro spemenn ([LIP-PB) B obbean-
HEHHbIX 06Pa3LAX BEHO3HOM Kposu. MyTaumio BbisBunu B 8
(0,65%) npobax y 5 myxuun B Bospacre ot 31 o 52 ner.
BennunHa annenbHon Harpysku coctaensna ot 0,07 po
2,6%. Crax poHopcrea ot 7,5 go 13 ner ¢ umcnom goHaumi
ot 16 po 90 umenn 4 us 5 Hocutenei mytaumuu. lemaronoru-
YeckMe CHOBUIM, XAPAKTEPHbIE IS UCTUHHOM MONMLMTEMMM,
NOCAYXMNM NPUYUHOM OTKIIOHEHMS OT AOHALMM | MYXUMHbI
c mytaunen V617F rena JAK2. CnocobHOCTb MyTQHTHOTO
KNOHA K OBPA30BAHMIO HE3ABUCUMbIX OT SPUTPOMOSTUHA
KONMOHWM in Vitro 1 OBPA3OBAHMIO SKCTPAMERYINSAPHBIX
O4AroB KPOBETBOPEHMs CTABMT BOMPOC O He3onacHoCTH
reMoTpaHcdy3ni M TPAHCMAAHTALMM KOCTHOTO MO3ra OT
[IOHOPOB, HeCylMX AaHHylo MyTaumio. Bonpoc enusHus
4OCTOTbl KPOBOAAY HA PUCK BO3HUKHOBEHMS COMATMHECKOWA
myTauuu B reHe JAK2 tpebyet [ONONHUTENBHOTO U3yYeHMs.
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We presentthe results of testing 123 1 venous blood samples
from 1150 blood donors for V617F somatic mutation in the
JAK2 gene. The tests were performed using allele-specific
real-time polymerase chain reaction in pooled venous blood
samples. The mutation was found in 8 (0.65%) samples from
5 men aged 31—52 years. The allelic load of the mutant
gene was 0.07—2.6%. Four of the five mutation carriers
had been donors for 7.5—13 years and had made 16 to 90
donations each. Only one of the five men had developed
hematological changes characteristic of polycythemia that
caused to refrain him from donations. Ability of the mutant
clones to form the erythropoietin-independent colonies
in vitro and generate foci of extramedullary proliferation
raises the concern about safety of blood transfusions and
bone marrow transplantations from donors carrying the
JAK2 V617F mutation. Whether the frequency of blood
donations increases the risk of somatic mutations in JAK2 is
a question that requires further studies.
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BBenenue

Comarnueckass myrauus V617F B rene snyckunasbr 2
(JAK2) npusogur k axrtuBauuum JAK-STAT-curnans-
HOrO MyTH HE3aBUCUMO OT ero ¢U3UOJOrMYecKoil pe-
nentopuoit perynsiuuu [1]. O6ycnosnennas myrtanueit
nponudepaTuBHas AaKTUBHOCTb MUEJOUHOTO POCTKA
KPOBETBOPEHMsI BOBJIEYEHA B MNATOr€HE3 XPOHUYECKUX
Ph-HeratnBHbIX MueTOMAHBIX OMyXOJEH U OAHOTO U3 Ba-
PUAHTOB MMEJOAMCIUIACTUIECKOTrO cuHApoma. B coor-
BETCTBUM C KAMHUYecKuMU pexkomeHpauusmu BO3 [2],
onpenenenne myrauuu V617F JAK2 npusnano ogHum
U3 OCHOBHBIX KPUTEpPUEB AMATHOCTUKHU OTUX 3abosieBa-
Huii. BmecTe ¢ Tem pacnpocTpaHeHHOCTb HAHHOM MyTa-
nuu (0,3—1,2%) cpenn nacenenus pasubix crpan [3—5]
3HAYUTEJBHO MPeBbIlaeT 0(PUIUAIBLHO PErUCTPUPYEMY IO
3a60/1eBAEMOCTb XPOHUYECKMMU MHUEJIOUAHBIMU OILYyXO-
asmu (0,002—0,02%) [6].

Hocurenscrso myrauun V617F JAK2 conposoxpa-
€TCsl TIOBBIIIEHHOM arperanuen Tp0M6ouHT0B, He3a-
BUCUMOI OT KosHM4YecTBa (POPMEHHBIX OJIEMEHTOB KpPO-
Bu [7], u yBenuunBaeT puck aprepruasbHbIX U BEHO3HBIX
tpombosos [8]. Tpombossl cocynos rososHoro mosra B
3,8 —6,6% cayuaes BosnukawoT Ha pone myranuu V617F
JAK? [9, 10]. HocurenbcrBo nannoit myrauumu oQycyios-
ausaet okoso 16% ciyuaes passutus Tpomb030B BUCLEe-
panbHbix BeH kumeunuka u 10 40% cayuaes cunapoma
Banna—Kuapu [11, 12].

[Tockonbky yxaszanHble TpomboTHYeCKHe COOBITHUS
4acTo oTMevaroTcss Ha OHE HOPMAJIBHON KAPTUHBI KPO-
B WJIM SBJISIIOTCS NIEPBBIMU KJIMHUYECKUMHU MPOSIBJIEHU I~
MU TeMaTOoJIOTMYeCcKOro 3abosieBaHUsl, MPeanoaraercs,
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4TO y GonbIIMHCTBA nanueHToB ¢ myTanueid V617F JAK2
MUeJOUHAS HEOIJIa3Usl MUMeeT JATeHTHYI (opMy Wiau
CKpBITa IO/l MAaCKON MHOro AuarHosa. lakske obcysxaa-
eTcsl BOINPOC Leeco00pasHOCTH CKPUHMHIA HA BBISB-
aenne myrauuu V6l17F JAK2 cpenu manmenrtos ¢ Here-
maronoruueckumu sabonesanusamu [13] u koponapHoii
narosorueii [14].

YuaureBas, uro mo 1% HaceneHus B 3aBUCHMOCTU OT
BO3PACTHON I'PYMNIbl MOTYT ObITb HOCUTENSMHU MYyTaLUU
6e3 SABHBIX KJIMHUYECKMX U J1abOpPATOPHBIX MPOSBIEHUN
muesonposnudeparusHoro 3abonesanus [3—5, 13—16], a
CHOCOOHOCTh MYTAHTHOT'O KJIOHA KJETOK K 0OOpasoBaHMIO
HE3aBUCHUMBIX OT IPUCYTCTBUSI OPUTPOIOITUHA KOJTOHUMN
(n vitro 1 9KCTPaAMeN Y ST PHBIX O4aroB KPOBETBOPEHUSI XO-
POLLIO U3BECTHA, AKTYaJbHBIM CTAHOBUTCS BONPOC besomna-
cHOoCTH TpaHcdy3uil KPOBU U TPAHCIJIAHTALIUU KOCTHOTO
MO8ra OT JOHOPOB IIPU HAJIWYUM Yy HUX JaHHOI OHKOIE€H-
HOU U Tp0M6oreHHof/’1 MYyTaluH. Mem/:(y TeMm LieJIeHaINpaB-
JIEHHBIM HCCJIEJIOBAHUSIM BOIIPOCOB PACIPOCTPAHEHHOCTHU
myrtauun VO17F JAK2 cpepm ponopos kposu u Gesona-
CHOCTHM TpaHCy3UU pelMnueHTam MpPernapaToB KPOBU C
TpaHCPOPMUPOBAHHBIMU KJIETKAMHU MOCBSIIIEHO BCETO He-
cKousbko mybnukanmin [17—22].

Llenb paboTbl — OLEHUTH PaCIPOCTPAHEHHOCTb COMa-
tuueckort myrauuu V617F JAK2 cpenn monopos xposu
r. Kpacnosipeka.

Marepuaisr 1 meTOABI
B kauecrTBe 0OBekTa MccieqOBaHUS OBIJIM MCIIOJIb30BAHDI
aHOHUMHbIe 00pasiibl BeHo3Hol kposu (n = 1231), BaaTeie



y 1150 nonopos kposu B nepuon ¢ 24 nosbpsa no 28 ne-
kabps 2015 r. B KI'KY3 «Kpacnospckuii kpaeBoit nentp
kposu N¢ 1». Bospact gonopos or 18 no 67 ner (meguana
39 ner).

[1po6er kpoBu OTOMpPasM U3 CTAHAAPTHBIX BaKyTeii-
nepos ¢ D/ITA nocse remarosornueckoro mccaepoBanus
0bpasuos kposu Ha anaiusarope Sysmex X 1-40001 (SIno-
Hus). Bemmosnnanu npouenypy obwvennnHeHust obpasuos,
obecrnevYnBaoLLy0 PABHOE COOTHOLIEHUE SIIPOCOAEPIKA-
IIMX KJIETOK B Ka’XKIOM obbesuHeHHOM obpasue (myJe).
Ilyn Brsrouan no 7 oTaeabHbIX 0OpPa3LOB KPOBU JOHOPOB.
Ocratommecs: obpasubl 3aMOpa’kMBail U XPaHUIU NpPU
—20 °C no oxonuanus rectuposanus myuos. [lo pesynb-
TATaM HCCJIEOBAHUS ILyJIOB B [AJIbHENIIEM INPOBOAMIIN
TECTMPOBaHHME UHAMBUAYAJIbHBIX NPOO.

JHK wus neiikouuToB 1eabHOI KPOBU BBLAEISIIN C
ucnonbzosanuem nabopa [IHK-cop6-B (DBYH «llen-
rpaneubiit HUW snupemunonorun»). Myranuio V617F
rena JAK? Beiasasnaum meropom assenbcnenuduyueckoi
MOJIMMEPa3HOM LENHONH peakLUud B PeXXUMe PeabHOTO
spemenn (IILIP-PB). Vcnoassosanun puarnocruueckyio
TecT-cucTemy, paspaborannywo B jaboparopun Kpacho-
spckoro dunuana OI'BY Jemaronornueckuit Hay4aHbrii
LIEeHTP» (HbIHe «HanmonanpHbI¥i MeqUIIMHCKUN UCCJIEn0-
BaTeJbCKUN LEHTp remarosornn») Munucrepcrsa sapa-
BooxpaHenus: Poccun ¢ npenenom ananurnueckoi 4yBCT-
suresnsnoctu 0,06% [23]. lonopos kpoBwu, B ubux npobax
ObLIM BBISIBJIEHBI MYTallUH, PETPOCIEKTHUBHO HUAEHTH(U-
UpOBaIU MO JabopaTopHOMYy HOMepy npob u no bGase
IAHHBIX OIPe/eJIsIU MIOBTOPHOCTb UX KPOBOJAY 3a UCCJIe-
AYyeMBbI NePUOJ BPEMEHU.

Peayabsrarst

Cpenm Bcex Mcc/eJlOBAHHBIX MPOO KPOBU IOHOPOB OBLIO
obnapyskeno 8 (0,65%) npob ¢ myraunumeit V617F JAK2
(tabo. 1).

MyTanuio BBISIBUIM TOJIBKO B Mpobax KpOBU [IOHO-
POB My>KCKOTO I10J1a, YTO MOYKET OBITH CBSI3aHO C TEM, YTO
My KYMH CPey BKJIOYEHHBIX B MCCJEJOBaHHME JOHOPOB
661710 BABOE OOJIBIIIE, YeM YKeHINMH. BendyuHa aaae bHOR
narpysku cocrasiasiia or 0,07 po 2,68%. Ilocnenyromee
COIOCTaBJIeHUE Pe3yJIbTaTOB TECTUPOBAHMUsI MO3BOJIMIIO
YCTaHOBUTB, YTO M3 8 MPo0 KPOBH, JaBLINX IOJIOXKHUTEb-
HBIii pe3yJIbTaT, 3 HpeACTaBIISIN cOOO0I MOBTOPHO 00CIE10-
BaHHbIe NPOOBI oHOrO foHOPa (A), perysspHO CAALero
n1a3My KpOBU. XapaKTepUCTHKA IOHOPOB C BbISBJIEHHOM

Tabnuua 1. Bussnaemocts mytaumn VO 17F JAK2 & npobax kposu goHo-
pos & KpacHospcke

O6cneposannbie  Konunuecteo Bospacr Mon, M/ X
npob KpoBM  AOHOPOB, neT
(Mepmnana,
BMANA30H)
O6uee umncno 1231 39 (18-67) 805/426
C myTauvert JAK2 8 39 (31-53) 8/0
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MyTalueil npeacTaBiaeHa B TabJ. 2, JaHHBIE FeMAaTOJIOTHU-
Y4eCKOro aHaJMu3a UX Npob BEHO3HOM KpoBu — B Tabu. 3.
Ob6pawmaer Ha cebst BHuumaHue orcyrcrsue y 4 us 5 myox-
YUH-0HOPOB KaKUX-1100 U3MEeHEeHUH, TO3BOISIONUX 3a-
NO03PUTh HAJMYME TEeMATOJOTMYECKOro 3aboJieBaHusl.
¥ opnoro nonopa ¢ annensHoi Harpyskoi myrtauuu 0,1%
[PU reMaToJIOrMYeCKOM TECTUPOBAHUM BBISIBJIECHO IIOBBI-
LIeHUEe KOHLEHTPAalLMU JSPUTPOLUTOB, I'eMOrJIOOMHA, re-
MAaTOKPUTA U JIEMKOLMTOB, YTO IOCJLY KHJIO OCHOBAHHEM
[J1S1 €ro OTBOJAA OT JOHOPCTBA. JTOT My>KUMHA IPHUILIEJ
Ha MOBTOPHYIO AOHALMIO Yepe3 8 mMec mocJe nepsoii caadu
cBesxezamopokenHor muasmel (C3I1). Pesyabrarer ana-
JU3a ero KpoBU MpPU MEPBOM OOpalleHUU Tak>Ke ObLIU B
npenenax pedepencubix snauennit. Ocranpuble 4 foHopa
¢ myranueit VO17F JAK2 umeror craxk ponauunii or 7,5 no
13 ner u ux obmee uucio or 13 mo 90.

OGcy>xnenne

Perynsapnoe noHopcTBO onpepessier TEHAEHLMIO CHUKe-
HUSI PUCKA U CMEPTH OT Psifa ConmuaHbix omyxoseit [20].
OtoT daKT, BEPOATHO, TaKsKe CBA3aH ¢ OoJiee CUCTeMaTH-
4eCKUM yTi1ybaeHHBIM 00CIe0BAHUEM IOHOPOB B CpaBHe-
HUM C OCTaJIbHBIM HAaCeJIeHUEeM.

HeonnokparHo BbICKasbiBaoIIMecss ONACEHUs], 9YTO
4acTble KPOBOJAAYM CHOCOOCTBYIOT Pa3BUTHMIO KJIOHAJb-
HOTO TIeMAaTOJIOTHYeCKOro 3a0o/ieBaHUS — WCTHHHOM
noaunuremun (MIT), ne 6pin noareepskaeHsr Ha 60Jb-
oii cTaTUcTUYeCKOl BbIOOpke u3 1,4 MuIH OHOPOB CcKaH-
nuHaBCcKOM 6asbl manubX (Scandinavian Donations and
Transfusions) [21].

Huarnos NTIT kax ogHOro ns BapmaHToOB XpPOHUYECKHUX
MHEJI0NpOoanpEepPaTUBHBIX OILYyXOJIEH SIBJISETCS MPOTUBO-
nokasanuem k goHopersy. Onnako xorst IT1 B 95% cayua-
€B XapaKTepU3yeTCsl IPUCYTCTBUEM «[ApadiBEPHOM» MyTa-
nuu V617F JAK? [2], ee nanuuue ganeko He BCerya BeaeT
K PasBUTHMIO KIMHUYECKON KaPTHHBI OHKOIeMAaTOJOrnye-
ckoro sabonesanus. Sidon et al. [17] Bnepsbie o6napyxu-
JI1 BBICOKYI0 0110 HOocuTesnei myrtauumn Vo17F JAK2 — 5
(10%) ns 52 perynsipHO cral0MX KPOBb 3/I0POBBIX JOHO-
POB, He UMEIOIIMX OTKJOHEHUH B Pe3yJIbTaTax PyTHUHHBIX
aHanu3oB KpoBu. MakcumasibHOe NpUBELEHHOE B JIUTE-
patype 3HayeHME PACHPOCTPAHEHHOCTH MYTALUM CPeLU
4aCcTO CHAIIUX KPOBb A0HOPOB B Vpake, umeromux no-
BBILIEHHBIM remarokpurt, pocturauo 20 (21%) nocureneit
us 94 obcnenoBannbix [22]. Meskay Tem B MTaabsSHCKOM
uccnenosanuu [18] B BoiGopke ua 84 nonopos kposw c no-
BBILIEHHBIM T€MAaTOKPUTOM M CPEJHEN 4acTOTOM JOHALUMH
oxoJ10 2 pas B roa 6b11 o6Hapysken Tosbko 1 (1%) myskunna
¢ myrauumeit VO17F JAK2. B aToit ke pabore He ObLIO BbI-
SIBJIEHO HU OJTHOT'O CJLy4asl HOCUTEIbCTBA MY TALMU CPEAN
79 NOHOPOB C HOpPMAaJIbHBIM 3HaueHUeM remaroxkpura. Pe-
3ysbTaThl aHaau3a 6asbl fanHbix foHopos lanuu (Capital
Region of Denmark) nokasanu, uro y 4 us 46 orobpan-
HBIX JOHOPOB C MOBBIIIEHHBIMU 3HAYEHUSIMU FeMOTI00nHa
U reMaToKpUTa OblLJI BIOCJENCTBUU MOATBEPK/IAEH KIUHU-
geckuit auarnos UIT [19]. Ilpu atom y 3 nonopos 6bu1a
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Tabnuua 2. Xapakrepuctvka goHopos ¢ mytaumeit VO 17F JAK2

D,QHHbIe O AOHOpax

lon poxaeHus 1976 1984 1975 1980 1963 1976
Crax poHopctsa, net 12 10 13 /7.5 (04 12,5
Konuuectso npeawectsyiowyx 4OHALM 88 89 Q0 13 16 24 1 65
Hata uceneposanHom kposoaauy 24.11 09.12 23.12 1712 21.12 11.12 22.12 02.12
[NpenapaT KPOBM HA KAPAHTUHM3ALMM C3I C3rl C3rn C3IM C3rl C3r Orsog C3rl
BuinaHo B neuebhyio cets — — — Sputpo- | Dputpo- Spwtpo- — —

UMTHOS UMTHAS UMTHOS

B3BECH B3BECH B3BECH

Tabnuua 3. PesynstaTe passepHyToro aHanuaa kpoeu v annensHoit Harpysku VO 17F JAK2 B npobax AoHOPOB 1 CPABHEHKME CO 3HAYEHMAMM BHIEOPKH
(MeavraHa, AMana3soH) Bcex AOHOPOB-MyX4MH, OBCIEAOBAHHbIX 30 BEIGPAHHLIA Nepros

MNMokasarens
OcranbHble
AOHOPSI

AnnensHas Harpyska, % 2,6 2,2 1,8 1,26 0,5 0,4 0,1 0,07 0
SputpoumTsl, X 1012/ 5,39 5,39 548 5,65 517 505 575 5,24 5,2 (4,1-06,5)
lemorno6uH, r/n 151 153 154 162 156 154 174 (+) 151 150 (111-178)
TpomGouwtsl, X 10°/n 235 245 233 284 220 285 242 310 237 (97-527)
TNevikouptsl, x 109/n 5 5,1 4,5 7,8 6,6 9,6 16,1 (+) 8,2 6,7 (3,2—12,9)

BoisiBsieHa myTtauus B rene JAKZ (y 2 nonopos — myranus
V617F JAK2, y onoro — myrauus B 12-m ax3oHe nanHO-
ro rexa). ¥ Bcex JIOHOPOB C BBLISIBJIEHHOM MyTalueil oTme-
geHa OoJiee BBICOKAS YACTOTA AOHAIIME.

B nameit paGore mbl o6Hapyskuau Bcero 5 HocuTesnei
myraunn VO17F JAK?2, uro cocrasuno oxono 0,44% ot
BKJIIOYEHHBIX B aaHHOoe uccaenosanue 1150 nonopos, B
tom uucae 2 (2,4%) nocurens ns 82 1OHOPOB € MOBTOPHBI-
MM KpOBOJauaMu 3a BBIOPAHHBIA MEepUOJ UCCIe0BAHUS.
MakcumasnbHOe 3HaueHME HATPY3KM MyTAHTHOTO AJLJIEJIST
HabJ1I0/1aJ10Ch y IoHOpa A, 4Yalle BCeX CAAKOLIEro KPOBb.
IIpu aTom y BCex, Kpome OZHOrO JOHOPA, BBISIBJEHHBIX HO-
cuTesel MyTal UM [TOKA3aTeIN FeMOIPAMMBI HE BBIXOMUIIN
3a npenessl pedepercubix snauenuii. Conocrapnss Haum
Pe3yJIbTaThl C JAHHBIMU JUTEPATY Pbl, CJAELYET OTMETHUTD,
4TO B OTAMYUE OT uccaenosareneir us Vramun [16] u [a-
Huu [17] mbl He npoBOAMAM NPeABapUTENBHBIA OTOOP HO-
HOPOB C IMOBBILIEHHBIMM 3HAYEHUSIMM FE€MATOKPUTA WJIU
remorsiobuna. OueBUAHO, aBTOPHI yKa3aHHBIX paboT u3-
HAYaJIbHO MCKJIIOUUIN U3 TeCTUPOBAHUS MPOOBI JOHOPOB
C BO3MO>XHBIM HAJWMYMEM MYTALMU, HO HE MMEIOLIUX Ie-
maronorunyeckux nposisnennit 11, Bepositho, peanbhas
pacnpocrpaneHHocTs myTauuii rena JAKZ cpepn nonopos
ropasfo BbILIE, YEM YACTOTA MPOSIBJIEHUS] CABUIOB B UX
remorpamme. YuuTbisas, uto goHop A ¢ Haubosee BbIpa-
>KEHHOM aJIJIeJIbHOIM HArPY3KOM OTHOCUTCS K YMCILY 9aCTO
CAAIOLIMX KPOBb, MOXKHO IIPEAION0KUTD, YTO PEryIsipHAs
CTUMYJISILMST OPUTPOIOI3A SIBJISIETCS OAHUM M3 BEAYLIUX
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[AaTOreHETUYECKUX CTUMYJIOB BO3HUKHOBEHUS U IOAJAEP-
>kku TpaHcdopmuposantoro kiaona V617F JAK2-nono-
YKUTEJbHBIX KJIETOK.

Bosnuknosenne myranuit V617F JAK? onucano B
YCJIOBUAX (n vilro B 4acTU4HO AuddepeHInpoBaHHbIX
KJIETKaX 9PUTPOMHBIX KOJIOHUH NMPU WHTEHCUBHOM CTH-
mynasiuuu apurponoatunom [24]. B nonssy nannoro npen-
[OJIOXKEHUSI CBUJETETBCTBYET TPEXKPATHOE yBeJHYEeHUe
9aCTOTHI BBISIBJIEHUSI My TALIMU Y JOHOPOB, IOBTOPHO CaB-
IIMX KPOBb B BBIOPAHHOM BPEMEHHOM [MAINa30HE, B CPaB-
HEHMM C yPOBHEM PACHPOCTPAHEHHOCTH OECCMMITOMHBIX
nocureneit Vo17F JAK2 na reppuropun Kpacuosipckoro
kpas (0,7%) [13]. Xorsa narorenetnveckoe sHaueHue ya-
CTBIX KPOBOAAY KOCBEHHO IMOATBEPIKAAETCSA JAHHBIMU JIU-
repatypst [17—19, 22], Bonpoc BausHus 4acToTHl AOHA-
LU KaK Ha BEPOSITHOCTHL MOSIBJIEHUSI B nepmbepnqecxof/i
KkpoBu kJyeTok ¢ mytauueir V617F JAK2, tak u na sabo-
J1eBAeMOCTbh XPOHUYECKUMH MuUesonposndepaTuBHbIMU
HOBOOOpPAa30BaHUAMU TPeOyeT MPOBENEHUS! OTAETBHOTO
UCCaeIOBAHMS.

Tak>ke 0cTaeTCss OTKPBITBIM BOIIPOC CAMOCTOSITEIBHOIO
AMATHOCTMYECKOTO 3HAYEHMS J1aOOPAaTOPHO BbISIBJISEMbIX
HUBKUX aJUleJbHbIX Harpysoxk myrtauuu VO17F JAKZ? y
HanueHToB 6e3 CHUMITOMOB XPOHUYECKON MUeJOouHON
Heomiasuu. B orminume OT pesysbTaToB MCCIENOBAHUS
NAIMeHTOB ¢ 1epebpaJbHBIMU U BUCIEPAJbHBIMU TPOM-
6osamu [8§—13], B paborax, NOCBAIIEHHBIX OLlEHKE PUCKA
ckpbITOro Hocurenbersa mytaunu VO17F JAK2, ne 610



BBISIBJIEHO €€ CAMOCTOSTEIbHON POJIA B yBEJINIEHNN YaCTO-
TBI TPOMOO030B Apyrux jgokasusauuii [11] n y naunenros c
kopoHapHbim cunapomom [14]. Opnako cnenyer npunsats
BO BHUMaHue, 4To myTtauuu B rere JAKZ He tonbko onpe-
[eJSI0T ypoBeHb Nposudepanuy MUeJIOUHOIO POCTKA
KOCTHOTO MO3ra, HO U U3MEHSIIOT (PyHKIMOHAJbHYIO aK-
THBHOCTb LMPKY/IUPYOWNX 3penabix kiaetok. Myrauus B
rene JAK2 nosbiaer arperanuio rpombouutos [7], yse-
JAMYMBAET aAre€3WBHOCTb spurpouutos [25], akrtuBHOCTD
Heiitpodusaos u monouuros [26—28], onocpenys nuc-
dyHKIMIO SHAOTENMATBHBIX KJIETOK U XPOHUYECKOE BOC-
rnaJjieHrue COCyAUCTOU CTEHKU.

[pyroii acnekT BbISIBJEHUSI COMATHYECKON OHKOI€EH-
HOI MyTaluu y AOHOPOB CBSI3aH C OLIEHKOM pUCKA TPaHC-
dysuonnoilt GesonacHoctu peuunuenta. Jluna c sBHOIM
KJIUHUYECKOH KapTUHOU OHKOI'e€MaTOJIOrMYeCKOro 3abo-
fAeBaHUs, 6e3yCJI0BHO, OYyT OTCTPAHEHbI OT AOHOPCTBA.
Onnako puck mnepenaun TpaHCOPMUPOBAHHOTO KJOHA
OT AOHOpA C JIATEHTHBIM HOCHUTEJIbCTBOM MYTALMU PELU-
[HUEHTY C UMMYHOCYIIPECCHEN MOXKET IPEeACTABISITL pe-
asbHyI0 yrpody. B nHamem ucciegoBaHuu Bce IOHOPBI €
BBISIBJIEHHOM MyTalueil BPSIA JIM MOIIUA ObITh MCTOYHUKOM
[EPEHOCA OHKOTEHHBIX CTBOJIOBBIX KJIETOK, IIOCKOJBKY UX
KPOBb OblJIa UCMIOJIB30BAHA /1J1S1 IPUTOTOBJIEHM Sl MIJIA3MBbI U
S9PUTPOLUTAPHOI B3BECH, B KOTOPBIX NPAKTUYECKH OTCYT-
CTBYIOT TMMQOLUTAPHbIE KJIETKU. 1eM He MeHee HeJaBHO
onucaHHbIi cay4daii [29] pasButus ocrporo muenobnact-
HOTO JIEMKO3a MOCJIe TPAHCIJIAHTALUY CTBOJIOBBIX KJIETOK
Iy IOBUHHOU KpoBH, coxeprkamux scero 0,6% xietok ¢
myrtanuein VO17F JAK2, nopyepkuBaer akTyasbHOCTbH
BKJIIOYEHUs] TFeHEeTUYECKOro MCCJIe0OBAHUS OHKOTEHHBIX
COMAaTMYECKUX MyTallMi B TECTbl, rapaHTUpYyOLIHe 0es-
onacHoOCTb TpaHcy3uii M TPAHCIIAHTALLUH.

HcnonbszoBanue paspaboTaHHONH HamMU TeXHOJOTMU
TECTUPOBAaHUS 0ObeIMHEHHBIX 0OPA3IOB KPOBU METOIOM
BBICOKOYYBCTBUTENbHOH asnenbcnenududeckoir [T1[P-
PB [23] smaunTenpHO CHMYKaeT CTOMMOCTD UCCIIeIOBAHUI
U MOYKET ObITh MPEJIOKEHO /15l CKPUHUHTOBOI'O TECTUPO-
BaHUS JOHOPCKOW KPOBM.

Takum obpasom, Brnepsble Ha Tepputopuu Poccuii-
ckoii Menepanum 6b110 NPOBEAEHO MCCIEOBAHUE [JOHO-
POB KPOBH Ha HOCHUTEJbCTBO COMaTU4YECKONM OHKOIe€HHOM
myTauuu VO17F JAK2 meronom annenscrenuduyecKoi
[ILIP-PB B o0b6benunennbix obpasuax kposu. Ilomy-
YeHHble JaHHbIE CBUIETEIbCTBYIOT O BBICOKOM 4YacToTe
(0,44%) BeiaBaenus nocureneit myranun VO17F JAK2
cpeau obCJIeOBAHHOIO KOHTUHIeHTa. Britouenue pan-
HOrO TecTa B J1abOpaTOpHBIE MUCCJIEAOBAHUS MOYET CIIO-
COOCTBOBATH BBISIBJIEHUIO CPEAU [OHOPOB KPOBM JIMIL C
MOBBILIEHHBIM TPOMOOTEHHBIM PUCKOM, a TaK»Ke paHHe-
My BBISIBJEHMIO JATEHTHON cTaauu muesonpoaudepa-
tuBHbIX 3abonesanuii [13]. Bonpocsl BozmoskHoro pu-
CKa IMePeHOoCa KJIETOK MyTaHTHOIO KJOHA PELUIIUEHTAM,
a TaKk’Ke BO3MOYKHAs POJIb YACTBIX AOHAIMH Kak axTopa
BO3BHMKHOBEHUsI comaruueckoi myranum V6l17F JAK2?
TPeOYIOT LOMOTHUTENBHOIO N3y YEeHHUS.
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