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Pestome

Lleny ncenegoBanns: oLEHKa pacnpocTPaHEHHOCTY U MATOreHETUYECKOM posiu comatuyeckon myTtaumn V617F JAK2 y 6epeMeHHbIX.
Marepuanbi n MeTogbl. PaboTa npescTaBnisaeT co60M HEMHTEPBEHUNOHHOE UCCIE[0BAHNE, BbIMOTHEHHOE B PAMKAX PYTUHHOM
npakTukn. B nccnenoBanne BKOYeHbl 1532 06pastja BEHO3HOW KPOBU OEPEMEHHbIX, 00PATUBLLNXCS 34 MEAULMHCKON MOMO-
b0 B KIBY3 «KpacHoapckuii KpaeBow KITMHUYECKUI LIEHTD 0XPaHbl MATEPUHCTBA W [ETCTBa». Vlcrnonb30Banuck ocTaTku
KPOBY 110C/IE BbIMONHEHNS PYTUHHBIX 1a00PATOPHbIX TECTOB. [loc/e cTaH[apTHOro reMaTonorn4eckoro Uccef0BaHns 06pas-
LjoB KPOBW NPOBOAUNACH NPOLEAYPa MX NyJIMPOBaHUS, 006CeYnBaoLLas PaBHOE COOTHOLUEHNE ALPOCOAEPXKALLMX KITETOK.
Kaxzbiit nyn BK/04an no 7 OTAENbHbIX 00pa3yoB Kposu. OCTarOLMECS N0Cae NympoBaHns 00pasLbl 3aMopaxuBam u
xpaunnm npu =20 °C 4O OKOHYaHNS TeCTUPOBAHUS 1ynoB. Beisenenne mytaymm V617F JAK2 BbinoaHsanm METOA0M ansesb-
Creymuen4ecKoi MomMmMepasHoi LEMHoA peakLymm B PEXXUME PeanbHOro BPEMEHN.

Pesynbrarsl. Cpean 06¢/16[0BaHHO0 KOHTUHIEHTA BbISIBIIEHO 6 (0,4%) 6epemeHHbIx ¢ MyTaunedn V617F JAK2. Tou eHLnHbI ¢
MyTaument o nocTynneHus cTpagam ot 6ecnnogus (4, 5w 10 net), y ABoux B aHaMHE3€ 0TMEeYauch NOBTOPHbIE 110TEPU M10ja
B | TpumecTpe 66peMeHHOCTY. XKeHLUNMHBI C BbISIBIIEHHON MyTaLnest He UMEN COMyTCTBYIOLLMX FTeHETUYECKMUX MOTUMOPGUIMOB
CKITOHHOCTN K Tpombogunnn (chaktops! Fil, FV), a Takxe OTKIIOHEHWA B PYTUHHbIX KOArymnoaornieckux rnokasarensx. AHamm3
MEANUMHCKIX 3annCeV MoKasai, 470 y ABYX XEHLUWMH C BbISBIEHHOM MyTaLues pernctpupoBanack reCTalMoHHas runepTeHans, y
OfHOVI Pa3BUIIach KIIMHNYECKAsS KAPTVHA NPEIKIAMIICHN, ELUE Y OAHOM N3 XEHLLUH C MAKCUMAbHbIM YDOBHEM Harpy3Kku MyTaH-
THOrO aJ11esis B aHAMHE3€ UMEs1 MECTO OCTPbIN JIMMO6IACTHBIN NIENIKO3 C NOCEAYIOLLENA CTONKON PEMUCCHEN.

3aknoyenne. Brroyenne Tecta BoissneHns mytaumn V617F JAK2 B MeHI0 1a60paToOPHbIX UCCEA0BAHUI MOXET Cr10C06CTBO-
BaTb CBOEBPEMEHHOMY BbISIB/IEHWI MOBbILIEHHOrO PUCKA NATON0rN 6EPEMEHHOCTH, 4 TAKXE CBOEBPEMEHHON [UArHOCTUKE
OHKOreMartosiornyeckmux 3ab0seBaHunii.

AxyuiepcTBo, I'mHekoAorusa u Pennpoaykiima [PIIEKESYSEX

KntoyeBble cnosa: natonorus 6epeMeHHoCTH, comatnyeckas mytauns V617F JAK2, KnoHanbHbIi reMono3a3 HeonpeaeneHHoro
rnoTeHymnana
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Abstract

Aim: to assess the prevalence of V617F somatic mutation of the JAK2 gene in pregnant women.

Materials and methods. This non-interventional study was performed in the framework of routine clinical practice and included
1532 samples of venous blood from pregnant women who applied for medical assistance at Krasnoyarsk Regional Clinical
Center for Maternal and Child Welfare. We used blood samples left after all routine laboratory tests had been done. These
leftovers were pooled in the way that ensured an equal ratio of nucleated cells. Each pool contained 7 separate blood samples.
The unused samples that remained after the pooling were frozen and stored at —20 °C until the end of entire testing procedure.
The V617F JAK2 mutation was detected by the real-time allele-specific polymerase chain reaction test.

Results. Among the examined pregnant women, 6 (0.4 %) were identified as carriers of V617F JAK2 mutation. Three women
with this mutation suffered from infertility for 4, 5, and 10 years; two of them had repeated miscarriages in the first trimester of
pregnancy. The 6 women — carriers of this mutations had no concomitant genetic polymorphisms typical of thrombophilia
(factors Fil, FV), and no abnormal coagulation characteristics. Analysis of their medical records showed that in the past, two of
these women had gestational hypertension, one developed a clinical picture of preeclampsia, and another one (with the
maximum presence of the mutant allele) had a history of acute lymphoblastic leukemia followed by stable remission.
Conclusion. The routine laboratory detection of the V617F JAK2 mutation can facilitate timely identification of the increased risk
of pregnancy pathology, as well as timely diagnosis of hematological cancer.
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JAK2V617F-n03uTHBHBIN KIOHAIBHBIA FeMOI033 HEONPEIEICHHOTO MOTeHIHaIa y OepEeMEHHBIX

AxyuiepcTBo, I'mHekoAorusa u Pennpoaykiima [PIIEKESYSEX

Beegenue / Introduction

KnoHanbHbIi remonoas — NpoLecc, npu KOTOpOM coma-
TUHECKME MyTauun B KPOBETBOPHbIX KMeTKax NpuBOAAT K
HAKOMMEHNO B LMPKYIMPYIOLLEA KPOBM  OAHOPOLHOIA
cyononynsumn KNeTo4HbIX 3/1eMEHTOB. B cnydyae, korga
NOTOMKW FEHETUYECKN N3MEHEHHO KPOBETBOPHOI KNETKM
NOCTUraloT  BbICOKOAUMDEPeHUNPOBAaHHOW  cTaguu,
KNOHA/bHbI XapakTep remono3sa MOXEeT COXPaHATbCA B
TeYeHne MHOTUX J1eT Y NPaKTUHeCKN 340PO0BbIX JIHOAEH, 4TO
No3BOSINI0 0603HAYNTL 3TO fABJIEHWE KAK «KNOHASbHbIA
reMornoa3  HeompefenieHHoro  noteHumana»  (clonal
hematopoiesis of indeterminate potential) unu cokpatleHHo
CHIP [1, 2]. 370 sBneHWe NpaKTU4ecKU OTCYTCTBYET Y
[eTeil, HO NPOrPecCUBHO YBESINYMBAETCA C BO3PacTOM.
Comatunyeckne myTtauuu, obycnasnusatoLme CHIP, acco-
LMMPOBAHbI C BbICOKAM PUCKOM JIeiKO3HO TpaHcdopma-
U n cocyamctbiMin Tpombo3amn. OfHOR M3 Hambonee
4aCTbIX MyTaUuUi B MUENIOMAHbIX KNETKax SABAETCA MyTa-
ums V617F aHyc-kuHasbl 2 (JAK2), aktuempytolas «JAK2-
STAT curHanbHbIi Kackag», He3aBUCMMO OT PELIENTOPHOIO
B3aMMOAENCTBMA C LUTOKUHAMKU unu ghaktopamin pocra.
113B€CTHO, 4TO JaHHAs MyTaLMs BO MHOTOM 06yCnaBsiuBaeT
pa3BUTIE XPOHUYECKMX Ph-HeratusHbIX Muenonponude-
paTuBHbLIX HOBOOOPA30BaHWA 1 MWUENOLMCTNIACTAYECKOrO
cuHapoma [3, 4]. Kak npasuno, atu 3ab6oneBaHns xapak-
TepHbl ans nuy crapwe 40 net. OgHako ¢ yBenMYeHuem
BO3pacTa POXXEHML NOBbILLAETCS TAKXe U [0NA TPOMOOTH-
YECKUX OCNIOXKHEHWn BGepeMeHHOCTH, 06YCNOBNEHHbIX
MuesnionponmdepatneHbIMI 3a60neBaHuaM [5]. Bonpockl
BeAleHN GEepemMEeHHOCTU MPU KIMHWYECKN BbIPOKEHHbIX
MUeSIonponndepaTnBHbIX HOBOOOPA30BaAHMAX [eTalbHO
pa3bupatoTcs B pALe 0TEYECTBEHHbIX [6, 7] 1 3apy6exHbIX
[8, 9] 0630pax. BmecTe ¢ TemM He CBA3AHHOE C remaTonori-
Yyeckumu mposiBrieHusmMu  HocutenbctBo V617F  JAK2
(peHomeH CHIP) y 6epeMeHHbIX paHee LieneHanpasieHHo
He M3y4anocb, XOT YK€ BO MHOMMX paboTax nokasaHa
accoumauma JAK2V617F-nosutusHoro GHIP ¢ cepagyHo-
cocyaucrton natonorueit [1, 2, 10], apTepuansHoil runep-
TeHauen [11], ¢ uwemmyeckummn uHcynstamu [12, 13] u
Tpom603amu ab40MUHAMbHBIX BeH [14].

Llenb uccnepoBanus: oLeHKa PacnpoCTPaHeHHOCTU 1
naToreHeTMYecKol ponn comartuyeckon mytauum V617F
JAK2 y 6epeMeHHbIX.

MarepHaabl U METOABI /
Materials and methods

[1ns BbISBNEHNS PacnpoCcTpaHeHHoCTu myTaumum V617F
JAK2 cpeau 6epeMeHHbIX, HanpasfieHHbIX )1 0Ka3aHUs
meauuuHekon nomouy B KIbY3 «KpacHosipckuit Kpae-
BOl  KNMHWYECKWA LEHTP OXpaHbl MaTepuHCTBa I
[eTCTBa», WUCMOMb30BaNN OMUCAHHYK paHee METOOMKY
TECTUPOBAHMSA NyNMPOBaHHbIX Npo6 kposw [15]. B nccne-
L0BaHMe OblIM BKMOYeHbl 1532 06pas3LoB BEHO3HOM
KPOBW MALMNEHTOK.

[MocKoNbKY [aHHOE WcCrefoBaHe UMeNo anuaemumo-
noruyeckue uenu, c6op n 06paboTKy MepcoHanbHbIX
NaHHbIX He nposoaunu. PaboTta npeactasnsna co6oi
AHOHMMHOE  HEWHTEpPBEHUWOHHOEe WCCrefoBaHue: B

pamKax CTaHJApPTHOW MeAULMHCKOA NPaKTUKM BbIMOM-
HANM aHANIM3 PacnpOCTPAHEHHOCTU COMATMYECKON MyTa-
LMK B LMPKYTIPYIOLLMX KIETKAX KPOBM Ha YPOBHE «KJTMHM-
4EeCKM HEOMNpedeNeHHOro 3Ha4eHusi». [laumeHTam He
NPOBOAUNMN KAKUX-NMO0 AOMNONHUTENbHbIX BMELLATENbCTB
(MHTEpBEHLMKM), MOCKONbKY B paboTe MCMOSb30BaNy
0CTaTKN KPOBM MOCIIE BbINOSHEHUS PYTUHHBIX SlabopaTtop-
HbIX TecTOB. Matepman nocne nposeaeHus MNLP-nccnepo-
BaHWIi NOJTHOCTBIO yTUnm3uposanu. Viccnenosaque nposo-
UM aHOHUMHO, B 3alIMPOBaHHbLIX 06pasuax 6uonpoo,
NS aHanu3a MCnonb30Bau TOSIbKO [enepcoHannsunpo-
BaHHble [aHHbIe. Pe3ynbTaThl He nepeaaBainch Jiedalm
BpaYam MK naumeHTam 1 He MOrNKM OKasaTb NOTeHLUanb-
HOTO BAMSHUSA HA TaKTUKY NEYeHus.

Mocne pyTUHHOrO remaTtonornyeckoro UccnesoBaHus
BEHO3HOW KpOBW Ha rematosiorM4eckoM aHannuaatope
«Sysmex XT-2000i» (Sysmex Corporation, fnoHus)
MPOBOANAN MyNMPOBaHKe (06benHeHKe) npob, obecne-
YMBalLLee pPaBHOE COOTHOLLEHWE AAPOCOLEepPXKaLLMX
KNeToK. KaXablii Ny 6611 COCTaBIeH N3 7 06beANHEHHbIX
OTAENbHbIX 06pa3uoB KpoBu no 0,5 M OT pasHbIX
XKeHLWMH. OcTaTKy BEHO3HOI KPOBW NOCIE remaTonorunye-
CKOro aHanusa 1 otéopa npo6 Ans nynupoBaHns 6binn
3amopoxeHbl npu =20 °C 1 XpaHWNMCb [0 3aBepLUeHus
uccnegosaHuit. Mo pesynbratamu UccrefoBaHus nynos B
JanbHeWwem npoBOANUNN TECTUPOBaHWE WHAMBMAYaANb-
HbiX npo6. [OHK Bbigensnu ¢ nomoLbio Habopos
«[JHK-cop6-B» (000 «WHTepnabeepsuc», Poccus).
MyTauuto V617F JAK2 BbISBIANN NONUMEPA3HON LIEMHON
peakLmen B peXxume peanbHOro BpeMeH! B COOTBETCTBIN
C OMMCaHHbIM paHee MeTogom [16].

CraTucTyeckyo 06paboTKy NPOBOAWSN C UCMOMb30-
BaHuem nporpammsl Statistica 10.0 (StatSoft Inc., CLUA).
[laHHble NpeAcTaBneHbl B BUAE 3HAYEHUA MeauaHsbl
Bbl6OpKN (Me), a TakKe MUHUMAIIbHOrO U MakCUManb-
HOTO 3HAYEHMI (MUH. — MaKc.).

Pe3ynbratsl / Results

MonoBo3pacTHOM COCTaB 06CNEA0BAHHbIX 6EpeMeH-
HbIX 1 TEMATONOTMYECKINE NOKa3aTenn Npo6 nX BEHO3HOW
KPOBM npejcTaBneHbl B Tabnuue 1. Cpean 06¢cnesoBaH-
HbIX MALMEHTOK ObIN0 BbIABNIEHO 6 xeHwuH (0,4 %) ¢
myTaunii V617F JAK2.

BepeMeHHbIe C BbISIBNEHHON MyTaLMEN CTaTUCTUYECKN
3HAYMMO HE OTNINYANNUCh N0 BO3PACTY, XOTH CPEAN HIX He
ObII0 XEHLWMH Monoxe 27 net. Tpu XeHLWUHbI ¢ MyTa-
LMen §o nocTynnenns ctpaganu ot 6ecnnogusa (4, 5u 10
neT), y ABOMX B aHAMHE3€e 0TMe4asinch NOBTOPHbIE MOTEPK
nnoaa B | Tpumectpe 6epemMeHHOCTM (Tabn. 2).

Y 5 XeHLWMNH Ha MOMEHT MOCTYNNEeHUS OblT CHUXEH
YPOBEHb reMorfiobuHa, 0TMevancs yMepeHHblil NenkoL-
103. 0QHAKO B LIENIOM napameTpbl Pa3BepHYTOro remaro-
NOrNYeCKOro aHanusa nauueHToK ¢ MyTauuei He BbIXO-
AU 3a Npefenbl CPeaHUX 3HA4YEHWUIA, XapakTepHbIX Ans
MOCTYNAOLWMX HA TOCTMTANU3ALNI0 MEHLLNUH. XKeHLNHbI
¢ myTaumen V617F JAK2 He nMenn conyTCTBYHOLLMX FeHe-
TUHECKNX MONMMOPGNU3MOB CKITOHHOCTU K TPOM60dNITUM
(dbaktope! Fll, FV). Ha momeHT 06cnefoBaHns y HUX He

m http://www.gynecology.su
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Ta6muua 1. XapakrepucTrHKa MalieHTOB, BKIIIOUCHHBIX B UCCIIEIOBAHHE.

Table 1. Characteristics of patients included in the study.
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Age, years

MauuenTbl be3 mytauuu C BbISIBNIEHHOW MyTaLuei
06LLee KoNM4ecTBO
Total number 1532 6
Bo3pacr, net 30,3 (17-44) 36,0 (27-41)

[emorno6uH, r/an
Hemoglobin, g/dI

11,6 (7,5-14,2)

11,1 (10,4-12,2)

[ematokpuT, %
Hematocrit, %

33,4 (24,8-40,6)

33,1 (30,8-37.7)

AputpounTtbl, x 10%%/n
Erythrocytes, x 10'%/I

3,94 (2,66-5,01)

3,93 (3,53-4,36)

Tpom6ouuTbl, x 10%n
Platelets, x 10

249 (75-402)

209 (193-213)

NeidkouuTbl, x 10%n

Leukocytes, x 1091 8,9 (4,6-138) 6,9 (4,7-9,6)
AnnenbHas Harpyska mytauuu V617F JAK2, % Het
V617F JAK2 mutant allele load, % No U7 (EREE=02)

Habnaanmn OTKNOHEHNIA B PYTUHHBIX KOArynonornieckux
noKasaTensx.

Mpn peTpoCneKTMBHOM aHann3e 3NeKTPOHHbIX 3anu-
ceil 13 6a3bl JaHHbIX JIE4e6HOr0 YYPEXXAeHUs BbISBIIEHO,
4TO Y ABYX 6EPEMEHHbIX C BbIABNEHHOW MyTaLMen peru-
CTPMPOBANM FeCTaLMOHHYO TUNEPTEH3UIO, U ELLE Y OAHOIA
Pa3BUNIACh KNMHNYECKAs KapTUHA NPe3Knamncuu, noTpe-
60BaBLLIas NPOBEAEHNS Onepaun KecapeBa CEYeHus.
CnenyeT TakKe OTMETWTb, Y4TO Y OAHOW W3 XEHLIMH C
MaKCVUManbHbIM YPOBHEM HArpy3kn MyTaHTHOrO annens
B aHAMHE3€ 3aperncTpupoBaH NepeHeCeHHbIN B MOAPOCT-
KOBOM BO3pacte OCTpbIA NUMA06MacTHbIA JIENKO3 C
nocneaytoLLen CTOMKO peMuccuen.

O6cy:knenue / Discussion

OovH 13 KNto4eBbIX (DaKTOPOB, BAUSIOLLMX HA UCXOA
6epeMeHHOCTH, BKIOYaeT B Ce65 pasBuUTUE 1 NOALEPKa-
HME HOPMaNIbHOrO0 KPOBOTOKA B MaTke W afeKkBaTHOe
pasBuUTME NNaLeHTbl. TAXeNble 0CNOXHEHUsS 6epeMeHHo-
CTW, TaKMe KaK nnaueHTapHas OTCNonKa, 3afepXxka
BHYTPUYTPOGHOrO Pa3BUTUS 11 NPEIKNAMNCUSA, HaNPAMYIO
CBA3aHbl C MATOYHO-MNALEHTAPHON [OUCHYHKUMEeR U
o6ycnasnueatoT 60s1ee YacTble noTepu nnoga y 6epemeH-
HbIX C KNuHM4Yeckon mManudectaumein JAK2V617F-nosu-
TUBHOW 3CCeHUManbHOW Tpomboumtemun [17]. Mpuyu-
HaMU MUKPOLMPKYNATOPHBIX HAPYLIEHUA NPU HOCUTENb-
ctBe mytauum V617F JAK2 crnyxar Ka4ecTBeHHble 13mMe-
HEHUS  LUMPKYIUPYIOLMX  KNETOK:  MOBbILUEHHas
«JIMNKOCTb» MeMOpaHbl apuTpoumntoB [18], n3bbITouHas
NpOAyKuMs CBOGOLHbIX PAAMKANIOB AKTMBUPOBAHHbLIMU
HeiTpodounamu [19]. Bbino NpoLEeMOHCTPMPOBAHO, YTO
nokasartenu UMNeaaHCHOM arperoMeTpum TpoM6oLNTOB Y
nauneHToB ¢ mytauuen V617F JAK2 noBbiWwaloTcs Hesa-
BNCUMO OT YPOBHSA LMPKYNNPYIOLNX KNETOK W YPOBHS
Harpy3kn myTtaHTHoro anniens [20]. BeposTHo, Jaxe

He6ONbLLUOE KOMWYECTBO W3MEHEHHbIX TPOMOOLUTOB
MOXET 00YyCaB/nBaTb MOBbILEHHYK CKMOHHOCTb K
nokarnbHbIM  Tpom603aM. B Hawem wnccnegoBaHuu
XKEHLLMHbI HE WMEeNN remMatosiorm4ecknx napameTpos,
ABHO CBUAETESIbCTBOBABLUNX O BO3SMOXHOM MWEN0Nponi-
(bepaTmBHOM 3260/1€BaAHNM, OTCYTCTBOBANM MOKa3aHUS
ANs 1ccnefoBaHns TpenaHobuonTtata KOCTHOrO Mo3ra.

OTcyTcTBME CNeUndUYECcKon KNMHNYECKON CUMNTOMA-
TUKW 1 TeMATONOMMY4eCKUX CABWIOB MPW  BbISBIIEHUN
HU3KNX YPOBHEW Harpy3k MyTaHTHOTO anfiens cnegyer
0THecTU K dpeHomeHy CHIP. MonekynsipHO-reHeTn4ecKuii
cnHapom GHIP («knoHabHbIA reMonoa3 HeonpeneneH-
HOr0 MOTeHUMana») XapakTepruayeTcs Hann4uem B nepu-
(hbepunyeckoii KpoBK KNeTOK KSIOHANIbHOr0 MUENonoasa ¢
coOMaTtuyeckumMm Mmytauuamu B reHax JAK2, TET2,
DNMT3A v ASXL1 npu OTCYTCTBUM KPUTEPUEB AMArHo3a
OHKOTeMaTtoJiorm4eckoro 3abonesaHuns, B HACTOALLEe
BPEMS pacCMaTpMBAETCs Kak NOTeHLMaNbHbI HE3aBUCH-
Mbli (DaKTOp pUCKa cocyamcToi naronoruu [1, 2].

[lo cux nop nuwwb B 0AHOM coobLeHum E. Grandone ¢
COQBT. OLEHMBANK Hapady C POJSibi FEHETUYECKUX Nomu-
mopdomamoB FV Leiden n npotpombuHa G20210A Takxe 1
BKMaz B HEGMaronpusTHbIA 1CX0h 6epeMeHHOCTI comaTu-
yeckomn mytauum V617F JAK2 y 6epemeHHbIx [21]. Tonbko
B ofiHon 13 3097 o6cnenoBaHHbIX Mpo6 KpoBuW Obi 06HA-
PY)XXEH MOSIOXWUTENbHBIA Pe3ynbTaT Ha COMaTUYecKyto
myTauuo V617F JAK2. K coxkaneHuto, aBTopbl CTaTbil He
NPUBOLAT YPOBEHb BbISBIEHHO annenbHON Harpysku y
[aHHOM XXEHLLMHbI 1 HEe YKa3blBAOT Npejen aHaMTNYecKoi
YYBCTBUTESIbHOCTW MCMONb30BAHHOTO METOAA AeTekuun,
MO3TOMY Hemb3s WUCKJIHOYUTb, YTO B 3TOM MCCIEA0BaHNN
NabopaTopHbIi TECT BbISBAAN TOMbKO KMNHUYECKN 3HAYM-
MYt Ans OHKOremartosforn4eckoro npouecca annenbHyo
Harpysky (6onee 1 %). [Ipyroe 06bACHEHME 3aKITHO4aETCA B
1ICMNONb30BAHMM PA3NNYHbIX BbIOOPOK NALMEHTOB. B HaLlem

poixdoy pue A3o01000uAn) ‘so111915qQ)

uoroN

207




03

JAK2V617F-n03uTHBHBIN KIOHAIBHBIA FeMOI033 HEONPEIEICHHOTO MOTeHIHaIa y OepEeMEHHBIX

HpuMettauue: KPACHBbIM HUPHDIM Lupugﬁmom ommedeHvl 3HAYeHUA, Bmxoaﬂmue 3a npebeﬂbz HOPpMAnvHO20 0uUanasoHa.

Note: values outside the normal range are marked in red bold.

cnyyae Obly 06CNe0BaHbl XKEHLMHbI, MOCTYNUB-
LUMe HA KOHCYNbTaLMto B CBA3W C GECMIOAMEM W
naTonorMin NPoTeKaHusi 6epeMeHHOCTH, B TO BPEMS
Kak B uccnenosanue E. Grandone ¢ coasT. [21] BKIO-
Yanm BCeX 6epeMeHHbIX He3aBUCUMO OT Hannyus
narosnoruu.

Kak npasmno, KIMHUYECKIME 1 remaToniornyeckne
NPOABAEHUS KMNOHAMNbHbIX MUENONPonnMdepaTnBHbIX
HOBOOOPA30BaHWII BbLISBAAKTCA Y MAUWUEHTOB NpU
YBENUYEHU annenbHON Harpy3ku cBbitle 1-2 %.

BmecTe ¢ TeM B MONyNALMOHHOM NPOCMNEKTUBHOM
uccnegosanuu C. Nielsen ¢ COaBT. NOKa3aHo, 470 y
MauyeHToB C MUHUMANbHbIM YPOBHEM AETEKTUpYE-
MOl MyTaumm 6e3 Kakux-nubo Ccrneumduyeckmx
remMartofiorM4eckux — MposiBNIEHNA  Ha6J0AANoch
MPOrpeccMBHOE YBEIMYEHNE annenbHoi Harpy3km ¢
BO3PACTOM W MOCNEAYOLIMM pa3BUTUEM OHKOreMa-
TONOrN4Yeckoro 3aboresanus [22].

O4eBMAHO, BbIfBNIEHUE [aXKe HW3KUX YPOBHEN
KNOHamNbHbIX KNETOK, umewwmx mytaumo V617F
JAK2, NOMOXXeT paHHEeMY BbISIBJIEHWIO OHKONOrnYe-
CKOr0 pucka 1 npemLynpexneHnio TpoMOOreHHbIX
OC/IOXKHEHUA W36bITOYHON MUesionponndepaumm.
X0Ts NpuiATy K BbiBOAY 06 accounauumn JAK2V617F-
no3utneHoro GHIP ¢ 6ecnnogvem unu 60nbLIei
4aCTOTOM OCNOXHEHWA 6GepeMeHHOCT Ha UMero-
LLerCcs BbIOOPKE He MpeLCTaB/IseTCcs BO3MOXHbIM,
MoJIy4eHHbIe AaHHbIE He UCKITH4aAl0T TaKoW BEPOST-
HOCTY W TPeOYIOT JONOMHUTESIbHBIX UCCIIEA0BaHMWIA.
Y4uTbIBas HEBBLICOKYI CTOMMOCTb 06CNeA0BaHmMs
METOAOM MyNMPOBAHHBIX NPO6, MOMYYEHHbIE HaMW
[aHHble CBUAETESIbCTBYIOT B NOJb3Y Lienecoobpas-
HOCTU CKPWHWHIA Ha J1aTeHTHOE HOCUTENbCTBO
myTauuu V617F JAK2 npu HeBbIHALIMBAHUMW W NATO-
norun 6epemMeHHOCTH.

B uenom, noHMMaHWe MexaHu3MOB, Nexallnx B
OCHOBE CBS3M MEXAY KNOHaNbHbIM TEMOMN0330M,
06YCNOBMEHHbIM COMATUYECKUMU  MyTaUUAMU, U
natosiorneil 6epeMeHHOCTM U POJOB, OyaeT BecbMa
aKTyanbHO B KOHTEKCTE MepPCOHANM3UPOBAHHOM
MeOMLMHBI, MOCKOJbKY 3TO MOXET NpefoCTaBUTb
KJTIOYEBYH0 MHpopMauuio ans paspaboTKM HOBbIX
NPOUNAKTUHECKNX 11 TEPANEBTUHECKMX CTpaTErnii.

3axmouenue / Conclusion

BbInonHeHne CKpUHMHra 6epeMeHHbIX Ha HoCW-
TeNbCTBO cOMaTuyeckoin mytauum V617F JAK2 B
9KOHOMMYECKN LienecoobpasHon  Moandukalnm
MeTOoJa TECTMPOBAHUSA MyNMPOBaHHbIX 06pa3LIoB
BEHO3HOM KPOBW MO3BOJINNO OLIEHUTbL pacnpocTpa-
HEHHOCTb JaHHOW MyTaLuK cpeamn 06Cnef0BaHHOIO
KOHTMHreHTa. Cpeanm JKEHWMH C  pasnu4HbIMU
BUAAMU MATONOrUN 6EPEMEHHOCTI YacTOTa BbISiB-
nexus mytauum V617F JAK2 coctasuna 0,4%.

licnonb3oBaHuMe AaHHOro TecTa MOXET Crnocoo-
CTBOBATb BbISIBMEHWIO NTUL, C NOBbILLEHHbIM TPOMOO-
FEHHbIM PUCKOM, a TaKXe pPaHHeil [OuarHocTuke
MuenonponmaeparBHbIX HOBOOGPA30BAHNIA.
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