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Baxubim quddepeHimanbHO-IMarHOCTHIECKUM TTPU3HAKOM MHueNonpoindepaTiBHbIX HOBooOpazoBanuii (MITH) siBnstirorcst
TeHeTUYEeCKUe aHOMasIuU. Tak, HallMYKe TPaHCIIOKaIMu ber-abl TMYHO U1t XpoHuueckoro Muenoneiikoza (XMJI), a myra-
st Jak2V617F xapakrepna muist narentoB ¢ Apyrumua MITH. B mocnenHee Bpemst MOSIBUIKMCH IaHHBIE 00 OJIHOBPEMEHHOM
MPUCYTCTBUH TpaHcoKaiuu ber-abl u myrtarmu Jak2V617F B kpoBu uenoBeka. B HacTosiIeM KIMHUYECKOM Cllydae coollna-
eTcst 00 OTHOBPEMEHHOM OOHApYKCHUHU TpaHciokaiwu ber-abl u myTanuu Jak2V617F ¢ moMorpio mojuMepa3Hoi MEMHOMH
peakimu (ITL[P) y nanuenTa ¢ HeKacCUGpUIMPYyEMbIM MHEIIONPOIH(EPATHBHBIM HOBOOOPa30BAHHEM.

KitroueBble cjioBa: MuesonposiudepaTuBHbIe HOBOOOpa3oBaHus, TpaHCHoKanus ber-abl, myranus Jak2V617F.

Jost murupoBanns: basapueiii B. B., ITapteimosa E. A. Cydaii reHeTH4eCKOro XMMepH3Ma MpH MHUEIIONPOI(pepaTHBHBIX
HOBOOOpa30BaHMAX: KIMHUYECKOE HaOJNIIo/IeHne OJHOBpeMeHHOro Hanmmdusi wmytammu Jak2V617F wu  TpaHciokanuu
ber-abl  //  JlabGoparopHas w kimHMYeckas MeammmHa. Papmammsa. 2022, T. 2, Ne 4. C. 33 - 36.
DOI: 10.14489/lcmp.2022.04.pp.033-036

Research Article

GENETIC CHIMERISM IN MYELOPROLIFERATIVE NEOPLASMS:
CLINICAL CASE OF COEXISTENCE OF JAK2V617F MUTATION AND BCR-ABL TRANSLOCATION
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Essentialy, the diagnostics feature of myeloproliferative neoplasms (MPNs) is a genetic mutations. While ber-abl translocation
belongs to CML, Jak2V617F mutation is commonly associated with other MPNs. The recent decade has been clarified
a data when a human blood presents ber-abl translocation and Jak2V617F mutation both. This clinical case reports of ber-abl
translocation and Jak2V617F mutation when they were detected simultaneously by polymerase chain reaction (PCR)
in a patient with myeloproliferative neoplasm, unclassifiable (MPN-U).
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BBepgeHue

ITo coBpemennniM npencraBnenusm MITH npen-
CTaBJIAIOT COOOMW TPYIITY KJIOHAIHHBIX T€MaTOJIOTHYIEe-
CKHUX MHEJIOMJIHBIX PaccTPONCTB, COMPOBOMKAAIONINX-
Csl HEOIUTACTUYECKON TpaHC(opMamueld MOJIUITOTSHT-
HOW CTBOJIOBOW KJICTKH C TOCHEayolel npoaudepa-
el MUETIOUTHBIX KIIETOK, [UTUTEIBHO COXPaHSIOINX
CITOCOOHOCTh K AuddepeHImpoBke. B ux muarHoctu-
Ke BaXHBIM JU(QepeHInaTbHO-IHarHOCTHYECKIM
MIPU3HAKOM SIBJIIETCSl HAIMYUE TEHETUYECKHX aHOMa-
muii. Tak, oOHapyxenne PumanenbHuiickoil XpoMo-
combl [t(9; 22) (q34; qll)] u rubpunmzanus reHa
ber-abl xapakrepusr g XMJI, koTopsiii Takke 000-
3Ha4yaroT kak Ph+ 3a0osieBanue; a wmyTtanusi TeHa
Jak2V617F — i MCTUHHOM MOJIMIIETEMHUH, DCCEHIIH-
aTbHON TPOMOOIIUTEMUH M WIMOMATHYECKOTO MHEJIO-
¢udposza [1, 2]. B TO xe BpeMs psiA HCCICAOBAHHUN
YKa3bIBaIOT Ha HEKOTOPYIO HEOIHO3HAYHOCTH TAKOTO
nmonxoga. B wacTHOCTH, B JHMTEpaType HMEIOTCS
coo0mIeHNsI 00 OJHOBPEMEHHOM BBISBICHUH Y KOH-
KPETHBIX MAI[MCHTOB codeTanusi myrauu Jak2V617F
U TpaHciokanuu ber-abl. [To MHeHHIO psifa aBTOPOB,
YHUCJIO TAaKWX IMAIlMeHTOB MOXET aocturatb 2,55 %
cpemu Bcex OompHBIX ¢ XMJI [3, 4]. Yacth u3 HEX
umenu nuarao3 Jak2V617F+ muenonponudeparus-
HOTO 3a0oJieBaHWs, a B JalbHEHIIEM BBISBISIICS
TpaHCKpUNT ber-abl. Y npyrux GoNbHBIX C TIEpBOHA-
YajbHO YCTaHOBJICHHBIM nuarHo3om XMJI (ber-abl+)
nosiBisnace mytamms Jak2V617F. B nHeOombiom
KOJIMYECTBE CITydaeB B MPOIECCE YCTAHOBJICHUS JTUar-
Hoza MIIH BeBasmucs ob6e mytamumw. [lpm 3ToMm
0c0OEHHOCTEH KIMHUYECKUX IMPOSBICHUHA y MalyeH-
TOB C JIBOWHOW MyTaiueil He yctaHoBieHo. CodeTaH-
HbIC MyTallMd BO3HUKAIHU KaK Ha (DOHE JICUCHUS HHTH-
OMTOpaMH THPO3WHKWHA3BI, TaK M THAPOKCHMOYE-
BHUHHI [5]. KpoMme Toro, IokazaHo, 4TO Tepamus KOM-
OMHUPOBaHHBIM MHTHOMTOPOM THPO3WHKHHA3BI Ja3a-
tuHUOOM (KOTOpBIH, cornacHo NCCN, MoxeTr ObITh
PEKOMEHJIOBaH TMalMeHTaM C HeNepeHOCHMOCTHIO
K WMaTUHUOY) SBJsUIach KpaiiHe 3(QQeKTUBHON
Yy HEKOTOPHIX MAlMEHTOB C OAHOBPEMEHHBIM HAIWYH-
em mytanun Jak2V617F um TpaHcimokauuu ber-abl.
[Ipu aHanu3e NPUYMH TEHETHYECKOTO XUMEpHU3Ma TIpU
MIIH OO0abIIMHCTBO MCCIEAOBATENEH 0JIaraloT, 4To
y TMAalUEHTOB C JBOWHOM MyTaluend CyILIECTBYET
JIBa KJIOHA OITyXOJIEBhIX KJIETOK, MJIM 00€ MyTaIllH
MPEICTABICHBI B OJHOM KJIOHE W HEPEAKO MOSBISIOT-
Ci TOJ BIUSHHUEM WHTHOUTOPOB THPO3UHKWHA3KI.
JlaHHbIE O TOYHOW YACTOTE€ BCTPEYAEMOCTH XHUMeE-
pusma Jak2V617F/ber-abl cpeau nanuentos ¢ Ph-nera-
TUBHBEIMH B Ph-monoxutensapimu MITH oTcyTcTBYIOT
W HEW3BECTHO OBUIM JIM MYTAllUU BBISBICHBI OJHO-
BPEMEHHO WJIM I[IOCIEAOBATEIIEHO, Kakas MYyTalus
SIBJISLIACH TIEPBUYHON TI0 OTHOIICHUIO K JIPYTOH, OBLI

JIM YCTaHOBJCH (DAKT HAJIMUYUSA/OTCYTCTBUS CMEHBI
KITMHUKO-TE€MAaTOJIOTUYECKOH KapTHHBI 3a00JieBaHuUs
1 UCcX0/1a 3a00JIeBaHMs TPU XUMepu3Mme [2, 5, 6].

CrnenyeTr OTMETHTH, 9TO B COBPEMEHHBIX KJIaCCH-
¢ukanusax MITH He yuyuThIBaeTCsl HamMuue NalMeH-
TOB C ABOMHOMN MyTalMel, OTCYTCTBYIOT KIMHUYECKUE
pEKOMEHIAINU B OTHOIIICHUH TUarHOCTUKHU U TAKTUKU
JICYCHUS TaKUX TAIUEHTOB, HE PEIlIeH BOIPOC O Ieje-
cooOpasHocTu mpoBeneHus ananm3a Ha Jak2V617F
y manueHToB ¢ Ph+ XMJI npu mocraHoBke nepBud-
HOTO aHanmm3a W TpH HedIDHEKTHBHOCTH Teparuu
WHTUOUTOPAMHU TUPO3WHKUHA3EI. AKTYaJIbHOCTb MPEJI-
CTaBJICHOTO KJIMHUYECKOTO HAOIIOZeHNUS 00YCIIOBIICHA
HEOIIPeIeJICHHOCTRIO JAaHHBIX BompocoB. [lomaraem,
YTO HaKOIUICHWE MH(OPMAIUU O MAIMEHTaX C HaJH-
YHeM COYETaHHOW MYyTallil MOXXET TPEICTaBISTh
uHTEepec s pa3paboTKM JanbHEWIIeld CcTpaTeruu
Y TaKTHKH TMAaTHOCTHKY U JICUCHHUSI.

Knunuyeckui cnyyan

Myxunaa 1950 r.p. oOpaTwiics K Te€MaToJOTy
C HampaBUTEIBHBIM AWarHozoMm: Bl2-nedunmrHas
aHeMHusl.

B kaunuueckom ananuze xposu: NEHKOUNTHI —
14,0x10°/m; neiikoumrapras dopmysa (%): 6aacTsl — 2,
najoukosiiepueie — 15, cermenTtosimepHsie — 60,
303UHOGMITB — 3, TUMGOIHUTH — 15, MOHOITUTEI — 5;
remoriooun — 96 r/n, MCV-109 ¢, tpomOonuTh —
536x10°/n. TIpeaBapUTENbHEIA TUATHO3: MHEIOMPO-
mudepaTuBHOE 3a00JIeBaHIE, BIIEPBBIE BHISIBICHHOE.

Hccnedosanue mpenarobuonmama: KIETOTHOCTD
KOCTHOTO MO3ra yBejiuueHa, (uOpo3a Her. Berpeua-
IOTCS  TIEPUBACKYJISIpHBIE TIydkd  (HUOpoOIacToB.
YBENMYEHO YHUCIO MErakapHOIMTOB. 3aKJIIOYCHUE:
MuenonponudepaTtuBHoe 3a00JIeBaHUE, COOTBETCT-
BYET 3CCEHIMAILHOMN TpoMOonuTeMun (?).

Lumozenemuueckoe ucciedosanue Kiemox Kocm-
H020 MO32a: XPOMOCOMHBIX abeppainuii He OOHapy-
JKEHO.

II[P-uccredosanue: ber-abl (p190, p210) He 06-
HapyKeH.

OTU JaHHBIC HE TMO3BOJWIM YBEPEHHO chopmy-
nupoBath nauarHo3 XMJL. Tem He MeHee, yuWUThIBas
KIIMHUKO-T€MAaTOJIOTHYECKIE OCOOCHHOCTH, MAlUEHTY
ObUla Ha3HAaueHa Tepanusi TUAPOKCUMOYCBUHOU
B CTaHJapTHBIX J03aXx. JlMHaMHYeCKUil KOHTPOJIb
KIIMHUYECKOTO aHan3a KPOBHM IMOKAa3al CHUKCHUE
qycia JIEHKOIMTOB M TPOMOOIIMTOB IO HOPMAJBHBIX
3HAYEHUI.

[Ipu moBTOpHOM OOpallleHUH 4Yepe3 Toja ObUIO
MPOBENICHO (penomunuposanue 6aacmos, OOHAPY-
JKEHHBIX B JielikoiuTapHoi dopmyie (2 %): CD34+,
CDI117+, CD33+, CD71+, CD7+, CD38+; muenoun-
HBIC MPEANICCTBEHHUKN ¢ Pa3HOM CTEMEHBIO 3PEIOCTH
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(CD13+, CD33+, CD16+, CD15+, CD65+) — 71 %;
merakapuonutel (CD45+, CD41+, CD61+, CD41+) —
11 %). 3axmrouenue: MITH.

TIl[P-uccredosanue xocmuozo mozea — OOHAPY-
JKEHbl XMMEPHBIH TpaHCcKpunT ber-abl p210 — 86 %;
myTtanus resa Jak2 (V617F) — 22,5 %.

B cBs3M ¢ yXynnieHueM COCTOSIHUS alMeHT roc-
MUTATM3UPOBaH ¢ auarHo3oM «XMJL, ¢a3za akcenepa-
mun». Ha3zHaueHo cTaHgapTHOE JICYCHHE C yMEpeH-
HBIM 3(PPEKTOM: KIMHHYECKH — OOJILHOW KOMIICHCH-
pOBaH, HO B KIIMHUYECKOM aHAIN3€ KPOBU: aHEMHA,
OnmactemMusl.

[Ipu ocmoTpe vepe3 3 MecsIa MOBTOPHO BBIMIOJI-
HeHo IIIIP-uccnenoBaHue KJIETOK KOCTHOIO MO3ra:
oOHapy>KeH XHMEpHBIH TpaHCKpunT ber-abl p210 —
16,79 %; oTMmedaeTcs  CHMXKEHHE  TPAaHCKpUIITA
Ha (OoHE MPOBOAMMON Tepamuu; OOHapykeHa MyTa-
st rena Jak2 (V617F) 46,62 %; ormevaercs Hapac-
TaHHE KOJIMYECTBa MyTAaHTHOMW aJUICIIH TeHa.

Eme vepe3 3 mecsna manmueHT TOCHUTaIM3HPO-
BaH B CTAaIlMOHAP B CBS3HU C YXYAIIEHHUEM COCTOSHHS.

[uToreneTnyeckoe MCCIEIOBaHUE KIIETOK KOCT-
HOTO MO3ra: TMOJHUKIOHAIBHOCTh, MHOYKECTBEHHBIC
XPOMOCOMHEIE abeppalid — 3TO HE3aBUCHMBIN (ak-
Top HeOmaronpusTHOro mporuosa. 47, XY, add(15q),
add(21q), +mar[4]/46, XY, add(15q)[4]/46, XY,
add(15q, add(21q)[4]/46, XY, t(9; 22) (q34qll),
add(15q), add(21q). Tepanus Obuta Oe3ycrenrHON
Y TIAIIUEHT CKOHYAJICS.

B manHOM ciydae ommcaHbl KIMHHUKO-TEMaTOJO-
ruyueckue npospieHus y namnuenta ¢ MITH u aByms
TeHETHYECKMMHU aHoManusaMu. CrenaTh 3aKIFOueHHE
0 TIOCJIEIOBATEIHHOCTH TOSBICHHS KaXI0W M3 MyTa-
U HEBO3MOXKHO, TIOCKOJNBKY 00e OBUTH BBISBIICHBI
OJIHOBPEMEHHO, XOTs 3a JIBa Iojia JI0 3Toro reH ber/abl
He ObUT 0OHapykeH. BoybHOM He moy4an UHruOuTO-
pOB THUpO3WHKHMHA3BI. [lpn HaOmONeHMH B TEYCHHUU
€ rojla ypoBeHb TpaHCKpunTa ber/abl cHrokamcs,
a Jak2 V617F — napacran.

Takum  00pa3oM, CYMIECTBYIOT  MallUEHTHI-
xuMepsl B otHomeHun Jak2V617F u ber-abl, y korto-
PBIX KIMHUKO-TEMaTONOTHYeCKas KapTHHA MOXKET
COOTBETCTBOBaTh OJIHOMY U3 OTHX T'CHETHYECKUX
neeKTOB WM 000MM TCeHETHUSCKUM AePEKTaM OHO-
BpeMeHHO. JlaHHBI TpUMeEp CTaHOBUTCS B dYepedy
NMOJOOHBIX KIMHUYECKUX CHTyalud € OJHOBpPEMEH-
HBIM BBISIBICHHEM JIBYX TEHETHYECKHX aHOMAJIMH
y OJIHOTO M Toro xe nauuenra ¢ MITH.
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