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a nocnenHue 15 net 3HaHuA B obnactu Hacnen-
CTBEHHbIX TpoMbouuTonenuint (HT) 3HaunTenbHo
paclwmpunuce. Ha ceropgHsWHUIA [eHb B rpynny
HT Bxogut bonee 30 3aboneBaHWii, BbI3BaHHbIX MyTa-
umMaMu bonee yeM B 25 reHax U xapakTepu3yloLmxcs
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CemeitHast ANKRD26-cBAsaHHas TpoMbouuToneHus (paHee M3BeCTHas Kak TpomBouuToneHus-2) —
penkas hopMa HacneLCcTBEHHON TPOMBOLIMTONEHUM, XapaKTepPU3YIOLLAsACA HU3KUM PUCKOM reMoppa-
TMYECKMX OCIIONKHEHWI W NPEenpacnonoXeHHOCTbIO K Pa3BUTUIO 31IOKaUYECTBEHHBIX 3aBoneBaHuin Kpo-
Bu. MaumeHtam c ANKRD26-cBsi3aHHOM TPOMBOLIMTONEHMEN U X POACTBEHHUKaM TpebyloTcs reHeTuye-
CKMe KOHCYNbTauuu, nocneayoLlee HabsioneH1e 1 BbIGOp ONTUMAnbHOMO IeYeHNs B CllyyYae pa3BuUTmS
OCTPOro fneiko3a 1 pYrux 3MokauyecTBeHHbIX 3abo1eBaHuii KPoBU. B cTaTbe npencTaBneHs! onvcaxHne
KIIMHWYEeCKoro HabnioaeHns AaHHOM NaTonorMm y AByX CMBNMHroB M aHammMs LOCTYMHON NUTepaTypsbl,
MOCBSLLEHHOW NaTOreHeTUYECKMM acneKTaM U TaKTWKe Be[eHWs NaUMeHTOB C 3TUM pedkuM 3abone-
BaHveM. KpoMe Toro, paccMoTpeHbl 0bLLne BONPOCHI ANArHOCTVKM U Tepanuu y nauueHToB ¢ 3abo-
neBaHUAMMU U3 rPpynnbl HaCNeACTBEHHbIX TPOMBOLMTONEHUI C NPeAPaCcnoNOKEHHOCTbIO K Pa3BUTMIO
3/10KayYeCcTBeHHbIX 3aboneBaHuii KpoBK. PonMTENN NaLMEHTOB flanu corfacue Ha UCMonb3oBaHue
nHdopMaLmmn o pebeHke B HayUHbIX MCCMENOBaHUAX U MyBnvkauusx.
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ANKRD26-related thrombocytopenia: case report and literature
review of inherited thrombocytopenias with predisposition
to malignancies
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ANKRD26-related thrombocytopenia (previously known as thrombocytopenia-2) is a rare form of inherited platelet disorders.
Patients with ANKRD26-related thrombocytopenia usually do not suffer from severe bleeding but have predisposition to acute
myeloid leukemia and other malignancies. Patients with ANKRD26-related thrombocytopenia and their relatives need genetic
consultation and long term follow-up in view of risk of malignant blood disorders. The clinical case of ANKRD26-related
thrombocytopenia in two siblings is presented in this paper. Review of literary data on pathogenesis, treatment and follow-up of
patients with ANKRD26-related thrombocytopenia is performed. Common questions of diagnosis and management in patients
with congenital thrombocytopenias with predisposition to malignant blood disorders are also reviewed.
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PasnMYHOM CTEMEHbIO TSKECTU TPOMBOLMTONEHUM K
Bonbluoit BapuabenbHocTbio nporHosa [1]. MocTaHoBKa
TOYHOro amarHosa HT 3aTpyaHuTensHa o MHOMMM Mpu-
unHaM. Bo-nepBblix, Kak ¥ B Criyyae MHOrvX Apyrux pen-
Knx 6ofesHen, Bpaun CKIOHHbI MOJo3peBaTh Hanbonee
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pacnpocTpaHeHHble 3aboneBaHns, xapaKTepuayLmecs
TpoMbouwnToneHven. Bo-BTopbIX, AN NOCTaHOBKM TOY-
HOro auarHosa TpebyloTcs crnosHble NabopaTopHble Me-
TOLbl ANArHOCTUKM, KOTOPbIe NOCTYMHbI TOSIbKO B KPYm-
HbIX CMeuManu3npoBaHHbIX LeHTpax. Kak cnepctsue,
MHOMMM nauuerTaMm ¢ HT ycTaHaBnMBaloT HeMpaBuIIbHbIN
OMarHo3 M HasHaualoT HeadhdpeKTUBHOe nedeHve [2].
lMpn 3TOM coxpaHsieTcs npobrnemMa HefoCTaTOYHON Ou-
arHocTMKN HT, CBA3aHHON C HU3KOW 3(PEEKTUBHOCTHIO
cbopa cemeiiHoro aHamHesa. [locne KOMNEKCHOro an-
arHocTmyeckoro obcnepoBaHusi npumepHo y 40-50%
MaLMEeHTOB C BblpaXeHHOW KapTuHon HT gmarHocTuka
MO-NPEXHEeMy BbI3bIBAET TPYAHOCTM, MOCKOMbKY Y 3TUX
MauMEeHTOB MMEIOTCS FeHeTMYeckue 3aboneBaHus, HO
TOUHbIA MOSIEKYNAPHbINA OeDeKT eLle He BbiasneH [3].

TwaTenbHbI aHanW3 [aHHbIX COTEH MaLMeHTOB
¢ HT nokasan, uto, umesi pasnuuHble oopmbl HT, OHM
MOABEPMKEHbI PUCKY Pa3BUTMS pas3nuuHbiX 3abornesa-
HUA B [ETCKOM WM B3POCSIOM BO3pacTe, B TOM yucre
U3HeyrposKaloLLmMX. B yacTHOCTH, Npu HEKOTOPbIX dop-
mMax HT Bbllle puUCK pas3BuUTWSI 3110KAYECTBEHHbIX 3abo-
NeBaHWi KpOoBMW, NpuU Apyrux chopMax MOBbILLEH PUCK
pasBUTUSA MOYEYHOW HEROCTaTOYHOCTW, KaTapaKTbl U
noTepu crniyxa, ecTb Takke HT c npegpacnonoeHHo-
CTbIO K Pa3BUTMIO CUHLPOMA HEAOCTaTOYHOCTW KOCTHOMO
mosra [1, 4]. B cBA3M C 9TUM faHHble NaUMeHTbl U KX
POACTBEHHMKM TpebyloT COOTBETCTBYIOLLErO reHeTunye-
CKOr0 KOHCYSIbTUPOBaHUA U TLLATESIbHOrO HabmofeHus.
CBoeBpeMeHHast mpoeHTUdMKaums naumeHToB ¢ HT u
ornpenerieHne KOHKPETHOM HO3050rMyeckon opMsl
BaKHbl AN OLLEHKM NPOrHO3a MaLMEHTOB U UX POACTBEH-
HWKOB, MPOBENEHNS TEHETUYECKUX KOHCYSMbTaLui, nep-
COoHanusauuu nocnepyoLwero HabrmogeHus u Bbibopa
ONTUMArnbHOrO feYeHnsa B Criyyae pas3sBuTUA OOMONHU-
TesbHbIX 3aboneBaHui.

Mo HaLWM JaHHBIM, HA CErOOHSALLHWIA OeHb B OTeYe-
CTBEHHOW nuTepaTtype HeT onmuncaHuii ANKRD26-cBsizaH-
HOM TpombouwnToneHun. HusKe Mbl OMUCbIBAEM CEMBIO C
ANKRD26-cBsizaHHOM TpombouunToneHnein. Pogutenu na-
LIMEHTOB U B3pOCIble 60SbHbIE fanv cornacue Ha Ucnonb-
30BaHMe UX AAHHbIX AJ1A UCNefoBaHnsa 1 nybnmkaumm.

KnuHuyeckoe HabniopeHne

Maumentka W., 2011 r.p., pasBMBanacb COrnacHo
BO3pacTy, MOPOKOB BHYTPEHHUX OPraHOB W BHELLHEro
acMopdouaMa He Bbino. B obiem aHanmnse kposu (0AK)
B MepBble CYTKM KWM3HW KONMYEeCTBO TPOMBOLMTOB —
230 x 10°/n; nosske 3TOT MokasaTenb B remMorpamme
perynsapHo He uccnegosanu. C 4-neTHero BospacTa y
OEeBOYKM OTMEYEH remMopparvyeckuii CUHOPOM B Buae
NErKoro MosiBIEHNS MHOMKECTBEHHbBIX KPYMHbBIX 3KX1MO-
30B Ha Horax. B BospacTte 4,5 roga Bnepsble BbisiBre-
HO CHuWsKeHue TpomBoumToe oo 58 x 10%/n; naMeHeHws
KOSIM4yecTBa WM Mopcponorum Opyrux KNeToYHbIX r1e-
MEHTOB KPOBM He OTMeuvanu. 1o AaHHbIM MuWenorpam-
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Mbl, BbIMOSIHEHHOM MO MECTY KWTENbCTBA, BbIABMEHO
HebonbLLOe KONMMYEeCTBO MerakapuouuToB cO crabon
«OTLUHYPOBKOW»> TPOMOOLUMTOB. YUMTbIBAA KOMKHbIN re-
MOpparuyeckunin CUHOPOM 1 TpoMbBounToneHuio, pebeHky
Bbin BbICTaBMEH [MarHO3 <«MMMyHHas TpombouwuTone-
Hus> (UTN). Cneundpnyeckyto Tepanmio He HasHavanm B
CBS131 C YMEPEHHOWN BbIPasKeHHOCTbIO TPOMBOLMTONEHUM
M OTCYTCTBMEM KIIMHUYECKM 3HAUMMbIX KPOBOTEYEHUIN.
B pmanbHeWieM coxpaHanmMcb TpoMboLMTONEHUs B npe-
nenax 44-79 x 10%/n, yMepeHHbIi KOHbIA reMopparu-
YECKMWI CMHAPOM B BMLE NMOCTTPABMATUUYECKUX IKXMMO-
30B M METEXMIA, PEOKO — HOCOBbIE KPOBOTEYEHWS.

B Bo3pacTe pebexka 5 neT poguTenu obpaTunmce 3a
KOHCYmnbTaLMeN remMaTosniora B KOHCY/bTaTMBHOE OTHe-
nenne HMUL peTckon remMaTonorum, OHKONOrMn U M-
MyHororun um. [imntpus Porauesa MuHagpasa Poccun
(nanee — HMULL IFON) ¢ skanobamu Ha nerkoe nosisne-
HMe 3KXMMO30B, MEPUOAMYECKME HOCOBbIE KPOBOTEYE-
Hus. MNpu ocMoTpe bbin BbIBNEHbI EAMHUYHBIE NETEXU-
anbHble 3N1EMEHTbI Ha KOXe TYNOBULLA M KOHEYHOCTEW,
EOMHUYHbIE 3KXMMO3bl Ha KOME HUKHWUX KOHEYHOCTEW.
CeMeWiHbI aHaMHe3 Nokasar, uTo oTel, pebeHka Habnio-
LaeTcs y reMatonora ¢ ropMOHPe3VNCTEHTHOW hOpMOii
XpoHuuyeckon WTI. [OuarHo3 6bin yCTaHOBMEH B BO3-
pacTe 18 net; KonuuyecTBo TPOMBOLMTOB COXpaHseTcs
Ha yposHe 30 x 10°/n (B bornee paHHeM Bo3pacTe 3TOT
rnokasaTernb [OCTOBEPHO He M3BECTEH); MepuOAMYecKM
BecrnoKosT HocoBble KpoBoTeyeHust (0buibHble HOCO-
Bble KPOBOTEUYEHUS) OTMEYanuCh U B JETCKOM BO3pacTe);
TaKKe WMenu MecTo LnuTenbHble (00 HECKOSbKUX Cy-
TOK) KpPOBOTEUEHMs Nnochne yaaneHus 3y6os. Y 6abyLuku
Mo NWHWM OTLA@ B 3PENOM BO3pacTe 0BHapyXUIM TpoM-
6oumntonenmio — 58 x 10°/n; ANWUTENbHOCTb €e Heus-
BeCTHa. B cembe ecTb gBa Mnapgwmx cbiHa, 2014 r.p., —
pasHosiiuesble BnusHeubl. Y ogHoro Gpata (nauu-
€HT M.) TpoMBoUMUTONEHMIO AMarHOCTMPOBASIX B BO3pacTe
1,5 ropa (konmuecTtso TpoMboLmToB — okorno 30 x 10°/n);
BTOpPOW BpaT 300poB.

Mo pesynbtatamM obcnepoBanus B8 HMUL OIOU
y nauneHtkn M. B OAK nopTtBepxaeHa TpomboumTone-
HUs — o 46 x 10°/n; uMeloTCA Nerkas runoxpoMus w
MUKPOLIMTO3 3PUTPOLMTOB Ha (DOHE HOPMASbHOM KOH-
LeHTpauum remornobuHa. Mo pesynstataMm Mopdiosio-
MW TPOMOOLIMTOB MOBBILLIEHO KOMUYECTBO MUKPOGDIOPM.
Mpn wnccnepoBaHuM  (PYHKUMOHANBbHON  aKTUBHOCTU
TpoMboumTos (DAT) MeTomoM UMTOGDIYyOpUMETPUM C
aKTUBaLMEN U3MEHEHWI He BbisiBneHo. 1o pesynbratam
MUefiorpaMMbl U3 ABYX Touek oba MyHKTaTa — CO CHU-
YKEHHOWN KIIeTOYHOCTbIO, MONIMMOPIHbIE, CXOAHBIE MEXAY
cobov No cocTasy, HENTPasbHbIN KNP B YMEPEHHOM KO-
nuyecTBe. MerakapvoLMTapHbIl POCTOK pacLUMpeH, OT-
MeuaeTCs CKyAHas «OTLIHYPOBKa» TpoMbBoumnToB B 3—5%
mMerakapviounToB. OCTanbHble POCTKM KPOBETBOPEHUA
COXpaHeHbI. LIMTOreHeTYeCcKMx HapyLUeHuid B KreTkKax
KOCTHOI0 MO3ra He BbISIBIIEHO. YUUTbIBasi OTArOLLEHHbIN
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CEeMENHbI aHaMHes, nauueHTke V1. MeToaoM BbICOKO-
Mpou3BOaUTENIbBHOMO CekBeHunpoBaHua [HK n3 kneTok
nepedvpryeckoin Kposu Bbin Npon3BeaeH NOUCK NaTo-
FEHHbIX MyTaLMii, aCCOLMMPOBaHHbIX C TpoMbouuTone-
HWAMUK, TpoMBouuMTONaTUAMM, Koarynonatuamu (TapreT-
Has maHenb «TpombouuToneHun, TpoMbouuTonaTUm»).
B rene ANKRD26 B 5’-HeTpaHcnvpyeMoii obrnacTy bbina
obHapy)eHa 3aMeHa OfHOr0 HykneoTupa B reTeposu-
roTHOM cocTosHum ¢.-118C > A, onncaHHas B nutepaTty-
pe kak natoreHHas npu ANKRD26-cBsizaHHOM Tpombo-
untoneruu [4]. [laHHas 3aMeHa NOATBEPKAEHA METOOM
MPAMOro cekBeHWpoBaHus no CaHrepy.

Ha oOCHOBaHWM MOMyYeHHbIX AaHHbIX MNaLMeHT-
Ke MOCTaBfieH AMarHos. ceMmeiHas (HacrepncTeeHHas)
ANKRD26-cBsizaHHas TpoMboumTonenus (ANKRD26 c.-
118C > A).

Uepes rop ot Hauyana obcrnenoBaHusi naumeHTky U.
Bbino NpoBefeHo KommyiekcHoe obcrnenoBaHve MauueH-
Ta M. B ycnosusix HMULL OIFOWN. U3 aHamHesa m3BecT-
HO, uTO Briepsble TpombouuToneHus (okono 30 x 10°/n)
obHapyseHa y Hero B Bo3pacTe 1,5 roga; B 3T0 e
BPEMSA POAMTENM OTMevanu y pebeHka CKMNOHHOCTb K
MOSBIIEHMIO 3KXMMO30B, MEPUOAMYECKME HEeOBUusbHbIe
HOCOBbIE KPOBOTEYEHWS, OFHOKPATHO — CYOKOHBIOK-
TuBanbHoe KposousnuaHue. pu ocMoTpe bbin BbISB-
NEH YMEepPEeHHbIN KOXHbIA reMOpParMyeckuini CUHAPOM
B BWOE MHOMOYMCIIEHHbIX 3KXMMO30B AMAMETPOM [0
1 cM Ha KOHEYHOCTAX, eAMHUYHbIE — Ha KOMKe TYNoBu-
wa. lNo pesynbTaTaM LOMNONHUTENbHbIX 0BCnefoBaHuM:
TpoMbBouuToneHus — 1o 52 x 10%/1; BbipameHHbIX n3Me-

PucyHok 1
[eHeanornyeckoe ApeBo CEMbM
(cTpenkoit ykasaH npobaHa — nauneHTka W.)

/7

* UnieHbl ceMby, KOTOPBIM BbITO BbIMOSHEHO MOJIEKYIISPHO-FeHeTUYECKOe
nccrenosanme.

HeHU MopdPoNorMm Nin PYHKLMOHAbHOW aKTUBHOCTM
TPOoMbOLUMTOB He BbISBMEHO.

Mo pesynbTaTaM [EHETUYECKOro UCClefoBaHuUs
oTua AeTen v naumenTa M. Bbina BbiABNEHa NaToreHHas
myTaumsi B reHe ANKRD26 mMeTonOM CEKBEHMPOBaHUS
no CaHrepy. BepudpmumposaH omarHos: cemeitHas (Ha-
cnencteeHHas) ANKRD26-cesazaHHas TpoMboLmMToneHus
(samena ¢.-118C > A B reHe ANKRD26). Criyuan OMI,
MIC mnm gpyrux reMaTosiorMyeckmnx 3roKayeCTBEHHbIX
3abonesaHuit B ceMbe He Habniopanuce (pucyHok 1).
CemMbe Bbinm gaHbl 0bLLme pekoMeHaaummn no Nnpodounnak-
TUKE W JTIeYEHMIO KPOBOTEYEHUI, MOArOTOBKE K MHBA3B-
HbIM MPOLIeAypPaM 1 CTOMaTONOrMYECKOMY JIeUeHMIO, pe-
KOMEHL0BaHO AyHaMUyeckoe HabsiogeHne y negmatpa u
remaTosora.

O0B30P JIUTEPATYPbI

Anarnoctnka HT. [MarHOCTUYECKWA MOUCK KOH-
KpeTHoM chopMbl HT MOMKHO CXemMaTUyecKu paspenuTb
Ha aBa bonblmx atana. lNepsbii aTan — oTbop MaumeH-
TOB, BEPOSAITHEE BCEr0, MMEIOLMX FeHeTUYecKyio dop-
My, cpenu obLLero ymcna naumeHToB C M30JIMPOBaHHOM
TpombouuToneHnen. Bropol aTan — NOUCK KOHKPETHOro
reHeTMYECKOro pacCcTPOMCTBa.

Mpwv nudbdepeHLmnanbHON anarHoCTMKe NaLMEeHTOB
C KonuuecTsoM TpoMboumTos Huske 150 x 10°/n He-
06X01MMO yuMnTbIBATb BO3MOKHOCTb HACMEACTBEHHOrO
reHesa faHHOW TpoMbounToneHnn, ocobeHHo B crnyva-
X, KOrAa HEBO3MOMHO YCTaHOBUTb KONTMYECTBO TPOM-
BoumntoB B bonee paHHMX aHanmM3ax KpOBM C MOMEHTa
poskaeHus. [lokasaHo, uTO cyLlecTByeT Bapuabenb-
HOCTb HOPMasbHOro [ManasoHa Konu4yecTBa TPOM-
BoumnToB, CBfi3aHHas C reHOepHbIMK, BO3PACTHbIMM,
a TaKKe 3THUYECKUMU XapaKTepucTukamu. ¥ 300poBbIx
niofen faHHas BapuabenbHOCTb B 3HAUUTENbHOW CTe-
MeHN OTBETCTBEHHa 3a (PU3MONIOrMYECKOe CHUMXKEHWE
konuuecTsa TpoMbouuTos (< 150 x 10°/n) [5]. Tpeby-
eTcs TLWaTeNbHas OLEHKa KITMHUYECKOW KapTUHbI U ce-
MEeNHOr0 aHaMHe3a y nauMeHToB ¢ TpombouuToneHuen
NErkoW CTEeMEeHN TAKECTM.

Yacto npu HT ymepeHHasi TpombouuToneHus o6-
HapyKvBaeTCs Cly4YaiHo y BecCMMNTOMHOMO nauueHTa
npv npoeeneHun nnaHosoro OAK B criyyae oTcyTCTBUSA
B TEUEHMWEe KU3HU CUTyaLMi MOBbILLIEHHOrO pUCKa pas-
BUTWUS 3HAYMMOM KPOBOTOUMBOCTK, TakMX Kak onepa-
uns, ypaneuue 3yba, popbl MM MpueM npenaparos,
BbI3bIBAIOLLMX AMCCOYHKUMIO TpomBouuToB (Hanpumep,
acnupuHa). B meTckoi reMaTonoruy yalle BCTpeyaloTes
naumeHTbl C CMHApOMarnbHbiMK chopmamm HT, accoumm-
POBaHHbIMM C BPOMKAEHHBIMU fedheKTaMu.

OTcyTCTBME AaHHBLIX O TOM, YTO Y APYrMX YNEHOB
CEMbW UMEETCH TPOMDOOLMTOMNEHUSA, HE WCKIIOYaeT Ha-
CNeACTBEHHYIO MPUYKHY, MOCKOJIbKY MaToreHeTuyeckue
MyTalUWM MOryT BO3HWKaTb de novo, a HEKOTOpble Ha-
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CnefcTBEHHble TPOMBOOLMTOMNEHNM HaCMenyloTCA peLec-
CUBHO. TaksKe LienecoobpasHo YTOUHUTb Hamuume y une-
HOB CeMbW 3aD0J1EBaHWI, PUCK Pa3BUTUSA KOTOPbIX MOKET
BbITb MOBbILLEH MpW oTaenbHbIX doopmax HT. B cnyuae
dopM € ayTOCOMHO-AOMWUHAHTHBIM TUMOM HaCNEeLOBaHWS
Ba)KHO MOMHWTb O SIBMIEHUM HEMOSIHOM MEHETPaHTHOCTU
MyTaHTHOrO reHa. B nuTepaType onucaHbl cryyan Hop-
MarbHOr0 KofiMyecTBa TPOMBOLMTOB Y HOCUTENEN MyTa-
UMM B CeMbsIX C pasnmyHbiMu dpopMamu HT [3].

NccnepoBaHne Ma3ka nepudpepuyeckort Kpoem 0bs-
3aTenbHO NPY NEPBOHAYanbHOM OLIEHKE BCEX NaLMeHTOB
C TpoMboUMTONEHNEN N MOKET BbISBUTb XapaKTepHble
aHoManuM TPOMBOLMTOB, SPUTPOLIUTOB MM NTEMKOLIMTOB.
OueHka pasMepa TPOMBOLMTOB — KII0OYEBOW MHCTPYMEHT
omdbcbepeHLmManbHON AMAarHOCTUKN HAaCNeACTBEHHON U
npvobpeTeHHOM TPOMBOLMTONEHUN, @ TaKKe OHa BaX-
Ha npu nposefeHun audbdrepeHLManbHON AnarHOCTUKN
pasmuuHbix chopm HT. [ns gudpchbepeHumansHow gua-
rHOCTUKM ¢ UTIT Mcnonb3yloT aBTOMaTUYeCKNin MoAcYeT
dhpakumn Hespesbix TpombounTos (%IPF): nosbilLeHHWe
nokasatena %IPF cBA3aHO C ycuneHueMm OecTpyKumu
TpombouWTOB B Nepnddepryeckon KpoBy.

CywecTByloT Takxe cneunduyeckme nabopatop-
Hbl€ TECTbI AN ANArHOCTMKU KOHKpeTHbIX chopM HT. TecT
arperaumv TPOMBOLMTOB C PUCTOLIETMHOM M NPOTOYHAS
LMTOMETPUS MO3BOMAIOT MOCTaBUTb AMArHO3 «CUHAPOM
beprapoa—Cynbe, 6uannenbHas dopMa», a Takke
«bonesHb BunnebpaHpa TpombounTapHoro tuna». Mm-
MyHOGONyopecLeHTHbIM aHanu3 Benka MYH9 Ha npen-
METHbIX CTEKMax No3BOJSeT JIErko pacrnosHaTb TUMKNY-
Hble DenkoBble arperatbl B HeWTpodmnax, KoTopble
MPUCYTCTBYIOT y MauneHToB ¢ MYH9-cBA3aHHON TpoMm-
BoumTonenunein. [aHHbii TecT nokasan 100%-i0 uvys-
CTBUTENbHOCTb U 95%-10 cneundnyHOCTb ANA AMarHo-
CTUKM MYH9-cBsizaHHON TpoMBoumnToneHum [6].

CoBpeMeHHble MeTOfbl BbICOKOMPOW3BOANTENBHOIO
cekBeHupoBaHus [HK pns napanfiefnibHoro CKpUHWH-
ra pasnuyHbix MyTauui B brivkanwem bygyliem moryT
CTaTb OCHOBHbIM METOAOM AMarHOCTUKM HT, nockomnbky
CTaHoBATCSH BCe bBonee apPeKTUBHbIMU U MeHee [0-
porocTosiluimMun. TaknM 0bpa3oMm, OfHOLLIArOBOE CEKBe-
HUpPOBaHWe BCEX MOTEeHUMamnbHbIX FEHOB B KayecTBe
6a30BOr0 AMArHOCTMYECKOr0 MOAX0Aa Y MaUMEHTOB C
nopospeHneM Ha HT MoxeT okasaTtbcsa bonee 3KOHO-
MUYeCcKM 3PAEKTUBHBIM, YEM MPUMEHEHUE LUMPOKOrO
CneKTpa pasfnMyHbix NabopaTopHbIX TECTOB C AafibHen-
UMM WCCrefoBaHneM Havbonee BEPOSATHbIX FeHOB AS1A
aHanusa.

HT c npeppacnosnoxeHHOCTbIO K reMarosioru-
YeCKUM  3J710Ka4yecTBEHHbIM HOBOOOpPa30BaHUSM.
BrnepBble HacnencTBeHHbIN XapakTep pa3BUTUA OCTPbIX
nevkosoB bbin onucaH B 1922 ropy, HO nepBoe Mone-
KynspHoe 0bbscHeHMe HaCnencTBeHHOW npeppacno-
NOSKEHHOCTU K OCTPOMY MMenougHoMy neiikosy (OMJT)
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Bbino momyyeHo nocne oTkpbITMA B 1999 rogy natoreH-
HOW repMuHanbHOM MyTauuu reda RUNXI [7, 8].

Ha cerofHsLLHW feHb BbILENSIOT TPU HACIEACTBEH-
Hble popMbl TPOMBOLMTONEHUM C AOKa3aHHOW Npegpac-
MOMOXEHHOCTbIO K reMaToNorM4yeckUM 3110Ka4YeCTBEH-
HbIM HOBOODpa30BaHWAM: ceMelHas TPOMBoUMTONeHus
C npempacnonomeHHocTbio Kk OMJT (FPD/AML — oT aHrn.
familial platelet disorder with propensity to acute
myeloid leukemia), ANKRD26-cBA3aHHas TpoMbOLMTO-
nexus u ETV6-cBsizaHHas TpombouuTtonenus [1]. B ote-
YeCTBEHHON NUTepaType onucaHbl iBe ceMbu n3 Poccum
¢ FPD/AML [9, 10]. MocnenHuit nepecMoTp Knaccudm-
KauMy MUenonpHbIXx HOBOODpa3oBaHUM M OCTPbIX Nen-
ko3oB BO3 ot 2016 roga nonTBepaun CyLlecTBOBaHME
aTov rpynnbl HT 1 BBEN HOBYIO KaTeroputo 3abonesaHui,
onpefenseMblx Kak «MuenongHbie HoBoobpasoBaHuA C
HaCMeACTBEHHOW NPEAPAacONOKEHHOCTBIO N NPeacyLLe-
cTByIOLWMMM TpoMmbBoumToneHuamm>» [11]. K coxanenuio,
3TO onpefenieHne He TOYHOE, MOTOMY YTO Y MaLMeHTOB
¢ ETVé6-cBasanHov TpoMbouuToneHnen B BonblLMHCTBE
CryyaeB pa3BMBaETCA OCTPbIA MMMOBNacTHbIN NenKos
onm.

[NanHasa rpynna HT obnapaeT pAnoM BaxkHbIX 0BLLmX
XapaKTEPUCTWK, TaKUX KaK ayTOCOMHO-AOMWHAHTHbIN
TUN HacnepfoBaHWs, TPOMBOLMTONEHNS NIEerkon U cpea-
Hel CTemneHU TAKECTU WU HopMaribHbIA (UK nouTH Hop-
MarbHbIil) pasMep TpombouuTos. Bonee Toro, npu Bcex
Tpex 3abonesaHuax Mo pesynbTaTaM MCCeA0BaHWSA
KOCTHOrO MO3ra OrnpeaenseTcs HOpMarnbHOe WM yBe-
FIMYEHHOe KONMYECTBO MEerakapuoLMTOB, Kak NpaBumio,
C MPU3HaKaMu1 OMcnnasvm B Buae runonobynnpoBaHHbIX
soep HebOMbLUMX Pa3MEPOB W CKYLHOW «OTLLUHYPOBKOM>
TpombouunToB. [Ipyrne pocTkM KPOBETBOPEHWSA UCXOLHO
He nopaeHbl. B cBA3KM C HannuvMeM aMcMerakapuono-
33a OMMcaHbl Cryyam ownBOYHOM NOCTAaHOBKM AMArHo-
3a MuenogmMcnnacTuueckoro cuiopoma (MAC), dpopma
pedbpakTepHON LMTONEHWN C OOHOSIMHEWHOW aucnna-
aveit (pedppakTepHas TpoMbOUMTOMEHWs), COrnacHo
Knaccudmkaumm MmuenounaHbix HosoobpasosaHuin BO3
2008 ropa. OpHako puarHos «MAC c pedopakTep-
HOW TpoMboLMTONEeHMEN>» BCTPEYAETCA KpaviHe penko
(no 0,1-2% cnyyaes) [2]. TakuMm oBpasoM, B cryvae
obHapyKeHWs LMCMerakapuonoasa y nauveHTa ¢ uso-
MpOoBaHHON TpoM- BoumToneHunen guarHos HT cnepyet
paccMmaTpuBaTb Kak ropas3po 6ofiee BepoOATHbIN, YeM
anarxos MIC.

C ppyron CTOPOHbI, KIIMHUYECKM 3HAUMMOMN Pa3HU-
uei npu ouddepeHUmanbHON OUMarHoCTUKe SBMSAETCA
COXpaHEeHVWe HOPMasbHON OYHKUMM TPOMOOLMTOB Mpw
ANKRD26-cBsizaHHoM TpombouuToneHun u ETVé6-cBs-
3aHHOW TPOMBOLMTONEHNN, B OTIIMYME OT CIIOKHOIO fe-
thekTa TpoMboumTos npu FPD/AML, KoTopas NpuBOanT K
HapyLUeHuIo arperaumy TPOMBOLMTOB 1 BbICBODOXKAEHUA
MAOTHBIX FPaHyI, a MHOTAA U K TAXENON KPOBOTOUMBO-
CTW, He COOTBETCTBYIOLLEN BbIPaXKEHHOCTH TpoMboLmMTO-
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neHun. BeposiTHee Bcero, 3To CBA3aHO C TeM, YTO MyTa-
umns B reHe RUNX1 npu FPD/AML Bbi3blBaeT HapyLLeHWe
PErynauum SKCNpeccum nerkowu Luenum MmosvmHa Tpombo-
LMTOB, NPVBOASLLEN K TpoMBoumrTonaTum [12].

TeM He MeHee OTMETWM, YTO BCE MEPEYUCIIEHHbIE
reHeTuyeckue feddekTbl BEQYT K HapyLleHuio BbanaHca
Mexay nponudpepauvein n andodepeHUMpOBKON KpoBe-
TBOPHbIX NPELLLIECTBEHHWKOB 3a CYET YCUIIEHHOM NPonn-
depaumn. K ToMy ke Npu OCTPbIX SIeMKo3ax 4yacTo obHa-
PYXMBAIOT coMaTuueckume MyTaumm B reHe RUNXI, a
Takxke B reHe ETV4, pexe — B reHe ANKRD26, uto nopn-
TBepsknaet porib RUNX1, ANKRD26 1 ETV6 B pa3suTum u
CeMeWHbIX, 1 CNopafuyeckux ocTpbix neikosos 1 MIC.

ANKRD26-cBsazanHy0 TpoMGoumnToneHmio (TpoM-
BouMTOMNEeHMIO-2) BbI3bIBAIOT MOHOAseNbHbIe Toueuy-
Hble MyTauuu B 5'-HeTpaHcnupyemoi obnactv reHa
ANKRD26, dyHKUMA KOTOPOro OO KOHLA He M3BeCT-
Ha. MyTaumn B 5-HeTpaHcnupyemoi obnacTu reHa
ANKRD26 oTBETCTBEHHbl 3a [ed)eKTHOe CBA3blBa-
Hue dhakTopoB TpaHckpunuun RUNX1/FLI1 ¢ reHom
ANKRDZ26, 4to NnpMBOAMT K OTCYTCTBMIO CHUMKEHUSA 3KC-
MPeccun 3TOr0 reHa B 3penbix MerakapuoumuTax, KoTo-
poe Habniopaetcs B HopMe. [locTosIHHas akcmpeccus
ANKRD26 B 3penbix MerakapuoumuTax COMpOBOXKOaeT-
CS ycuneHueM curHanbHoro nytu TPO/MPL u Huske-
cToAwero curHansHoro nyt MARK/ERK [13]. BasHo
OTMeTUTb, YTO JaHHasa runotesa bbina nNoaTBep)aeHa
Koppekuuen pedekTa <«OTLHYpPOBKU» TpombouuToB
B K/IETOYUHOW IMHWM MerakapvouMTOB MNaLWEHTOB C

PucyHok 2

ANKRD26-cBsizaHHOM TpoMbouuToneHnen Ha oHe mc-
nonb3osaHua uHrnbutopa MEK [13]. CnemosaTenbHo,
Habniogaemylo runepaktuBaumio Nyt MARK/ERK vy
nauveHToB ¢ ANKRD26-cBs3aHHoM TpomboLuuToneHunen
MOHO ByneT paccMaTtpuBaTh B ByaoyLeM Kak Tepanes-
TUYECKYI0O MULLEeHb ONA KOHTPONA TpoMmbouuToneHmw.
NHTepecHO 0OTMETUTb, YTO NOAOOHBIN AedeKT Mera-
Kapuonoa3a Ha Mo3[HUX cTagusax HabnopaeTtcsa y na-
umeHToB ¢ FPD/AML [7]. CurHanbHbiii nyts TPO/MPL
perynupyeT He TONbKO Merakapvonoas, HO Takxe Mnoa-
Aep)aHue nyna reMorno3aTMYECKMX CTBOSOBbIX KIETOK
(TCK) Ha npoTsiskeHnn u3Hu. BeposTHo, ANKRD26-
onocpefoBaHHas OM3Perynauns CUrHambHbIX MyTen B
'CK cnocobcTtByeT nevikeMuuyeckow TpaHcdhopMaumm
[14]. [okasaHo, 4TO aKTUBALMS CUTHAMbHOIO MyTH
MARK npuBoguT K yBENMUYEHMIO Nponudepaunm n Bbi-
KMBAEMOCTMN 3/10KAYECTBEHHbIX KIIETOK MpW pake Mo-
FIOYHOW 3Kemnesbl, pake TONCTON KMULLKKU, MenaHome
HEMETKOKIIETOYHOM pake nerkux [15].

Mo-Buammomy,  ANKRD26-cBAsaHHas  Tpombo-
uMTONeHns — opHa u3 Haubonee yacTbix dhopMm HT.
B wTanbaHckoM wuccneposaHum 274 cemen ¢ HT
ANKRD26-cBsizaHHass TpomboumTonenus beina obHapy-
eHa y 20% nauMeHTOB C MOATBEPNKOEHHbIM MOJEKy-
NApHbIM AnarHosoM [16]. Mpu panbHeiweM uccnepno-
BaHWM BbisiBIeHHbIX nauneHToB ¢ ANKRD26-cBsizaHHOM
TpomBoumToneHnen (222 cnyuas) 6bino obHapysKeHo,
YTO Y HUX CYLLIECTBYET MOBbILLEHHbIA PUCK PA3BUTUA MU~
€MOMIHbIX 31I0KaYeCTBEHHbIX HOBOOBpa3oBaHwit: y 4,9%

MaToreHes pa3BuTWS TPOMBOLMTONEHUM Y MaLMeHToB ¢ MyTaumaMu B reHe ANKRD26 [13]
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Mpumeyarus: A —y 3gopoBoro venoseka komrnnekc RUNX1/FLI1 HeratusHo perynupyet skcnpeccuio reHa ANKRD26 B MerakapuoLnTax, nporpeccmuBHO CHU-
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B —y naumentos ¢ ANKRD26-cBsizaHHo# TpoMboumnToneHuesi Mytaumm 8 5'-UTR reHa ANKRD26 HapyLuaioT npouecc nHrnbuposanus RUNX1/FLI1, uyto npusoaut
K natonornyeckovi akcripeccun ANKRD26 B merakapmnountax. ANKRD26 HakannmBaeTcs BO BHYTPEHHEN YaCcTu KIeTo4YHoM MembpaHbl 1 0r1ocpenoBaHHo, Yyepes
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nauuenTos passunca OMJT (BospacT MaHudpecTaummn —
40-60 net); y 2,2% — MIC (BospacT MaHWdbecTaLmun —
35-70 neT) u y 1,3% — XPOHWYECKUI MMWErnonenkos
(XMIN) (BospacT MaHudpecTaumn — 30-65 ner). Mo pe-
3ynbTaTaM PEeTPOCMEKTVBHOIO MCCREeNoBaHUA [LaHHOW
BbIDOpPKM MauMeHToB, uyacToTa BcTpeyaemoctn OMII,
MIC n XMJT coctasuna 123 (OWN: 62-221), 56 (ON: 18-
131) n 34 (OW: 7-98) cooteetcTBeHHO Ha 100 Tbic. Ha-
CENEHWs 1 OKasasnacb 3HAYMTESbHO BbILLE, YEM YaCTOTa
BcTpeyaemoctn OMJ1, MAC n XMJ1 B obwlei nonyns-
un (5,2; 4,5 n 1,6 Ha 100 Tbic. HaceneHus, No AaHHbIM
HaumnoHanbHOro MHCTMTYTa OHKomorun CLLA). Takum
obpasoM, y 8% naumerHtoB ¢ ANKRD26-cBsi3aHHOM
TpoMmboumToneHnen HbifI0 OTMEUYEHO pa3BUTUE 3M10KaYe-
cTBeHHoro 3abonesaHus kposw [17] (pucyHok 2).

Anropntm BegeHnsa nauynenToB ¢ HT ¢ npegpacno-
JIOKEHHOCTbIO K reMaToJIorMYeCKUM 3J10Ka4eCTBEH-
HbIM HOBOOBpa3oBaHMsIM. PacnpoCTpaHEHHOCTb Hacnen-
CTBEHHbIX remMob/1acTo30B Ha CErofHALIHUIA eHb TOYHO
HEe M3BeCTHa; NpeanosiaraeTcsi, YTo No MeHbLUen Mepe y
4-13% naumnerToB fo 18 neT v 5% B3pocnbIx NaLMeHTOB
OMJ/MIC HocWT HacneacTBeHHbI xapakTtep [18].

OnTUManbHbIA MOLXOA K KIMHWYECKOMy Habnione-
HUIO MaUMEHTOB C repMMHanbHbIMU MyTaLMUAMU, acco-
LIMMPOBAHHbIMK C PA3BUTMEM OCTPOrO fierKo3a U Apyrux
MuenonponudpepaTMBHbIX 3aboneBaHNin, HeW3BECTEH.
CornacHo pekoMeHpauuAM OThena no OLEHKe pUCKa
pasBUTUSi OCTPOro ferko3a Yukarckoro yHuBepcuTeTa,
nepBoHayanbHas 6a3oBasi remMaTofiorMyeckas OLeHKa
pomkHa Brmioyath OAK, HLA-TUnupoBaHWe M NyHKUMIO
KocTHOro Mo3ra (KM) ¢ uMToreHeTMyecKnM nccrenosa-
HueM Knetok KM [19]. Mpu oTcyTcTBuM nabopaTopHbIx
n3MeHeHnun naumenTsbl cpaloT OAK kasxpoble 6—12 mec.;
B crnydyae BbisiBnieHns oTknoHeHun B OAK nposoputcs
MOBTOPHas NyHKUMSA KM ¢ LuTOreHeTMUecKnM nccneno-
BaHneM KM. Ecnn B KOCTHOM MO3re HeT Npu3HaKoB Mo-
paskeHusi, To NoBTopHbIA OAK crnepyeT BbIMOMHATL eske-
MECAYHO, a MOBTOPHYIO NyHKUMi0 KM — yepes 3—4 mec.
Mo aHanoruv ¢ pekoMeHpaunaMm no HabniogeHwio naum-
EHTOB C BPOXAeHHbIMK annasusamu KM. [Ipyrue asTopbl B
KauecTBe NnepBOHayasnibHOV FreMaToNOrMUYecKom OLEHKM
npemnaraioT Tonbko nposeneHne OAK [18].

OcobeHHocTH neyeHnsa nauymeHtoB ¢ HT ¢ pas-
BUTUEM KJIOHAJIbHOro0 NMopaxeHusi KOCTHOro Moasra.
BonbLUMHCTBO 9KCMEPTOB CuMTaeT, 4TO MauMeHTaMm ¢
OCTPbIM NEVKO30M, BO3HUKLLUMM Ha (hOHE HacleLCTBEH-
HOM NpeapacnonOKEHHOCTH, Lieflecoobpas3Ho NpoBOANTb
anmnoreHHylo TPaHCMIaHTaUMio reMOMN03TUYECKNX CTBO-
nosbix Knetok (TFCK) He3aBUCMMO OT NPOrHOCTUUECKMX
MapKepoB C UCMOMb30BaHNEM KINETOK JOHOPa, Y KOTO-
pOro [0Kas3aHo OTCYTCTBME TepMWHanbHOM MyTauuu.
OanHbi nopxon 0b6oCHOBaH HEOBXOAMMOCTBIO MOSTHOM
3pagMKkaLmMm He TOSIbKO 3TI0KaYECTBEHHOIO KIIOHA KPO-
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BETBOPEHMS, HO M HOPMAarbHOIO KIOHa KPOBETBOPEHUSA
C MpPemnpacronosKeHHOCTbI0 K remobnactosam [18, 19].
[aHHbIN NOOXOA He ABNAETCS YHWBEPCAbHbIM U Tpeby-
eT LOMONHUTESNbHbIX UCCrefoBaHuin. Mpu 3ToM crepyeT
0TMeTUTb, 4To OMJT y NauMeHToB C repMUHanbHOW My-
Tauuew reHa CEBPA xapaKTepu3yeTcs BbICOKOW XUMUO-
YYBCTBUTENMbHOCTBIO U PUCKOM Pa3BUTUSA MOCMERYIOLLMX
NEPBUYHBIX MUEMOMOHbBIX 3/10KAaYECTBEHHbIX HOBOODpa-
30BaHMWii, KOTOPble OObIYHO Ha3bIBAIOT «peLuauBamm>,
HO OHM TakoBbIMU He siBnsioTcs [18]. Opyrue Hacnea-
CTBEHHblE (POPMbI OCTPbIX J1EK030B MoryT obnagatb
aHanorMYHbIMU XapaKTepPUCTUKAMU C TOUKU 3PEHUST XU~
MWOYYBCTBUTENBHOCTY U PUCKa MOCMERYIOLLMX NepBuY-
HbIX OCTpbIX Neikosos unu MAC [18, 19].

JTevawmm Bpauam Heobxoaumo 3abnaroBpemMeHHO
NpUCTynaTb K MOWCKY MOOXOAsLLero [oHopa Ans an-
norenHon TICK pns naumenToB ¢ HT ¢ npenpacnono-
YKEHHOCTBIO K TeMaToSIOrMYeckUM  310KaYeCTBEHHbIM
HOBOODPa30BaHUAM, KOTOPbIM MMaHWPYeTCcs MnpoBepe-
Hue annoreHHon TICK. Bcsakuii pas, Korma [ocTyned
POACTBEHHbIV [LOHOP, KpalHe Ba)XHO UCKMIOUUTb Hamu-
yne y Hero repMuHanbHon MyTauuu, nockonbky TICK
OT POACTBEHHOI0 JOHOPA MOXKET MPUBECTU K NOBTOPHO-
My PasBWTMIO OCTPOrO eNKo3a M3 OOHOPCKUX KIETOK.
TeopeTMyecKn pUCK pas3BUTMA OCTporo nenkosa/MIC y
POACTBEHHOr0 AOHOPA MOTEHLMANbHO YBENMUMBAETCA
nocne npouenypbl MOBUnM3aUMM CTBOMOBbIX KIETOK.
Y Takux OOHOPOB 3a4acTyl0 OTMEYAIOT TaKKe BbICOKUM
PUCK HeyLauyHoro acbepesa CTBOOBbIX KIETOK; NpuMep-
HO B 7% Crny4aeB HeyLauv CBA3aHbl C HAalMYneM repMu-
HanbHOM MyTaumn nuHmm [18, 20].

OcobeHHocTn Bepuchukaumm pmarHosa HT y
naumeHTOB C KJIOHaJIbHbIM MOPaXeHNeM KOCTHOro
Mosra. 3avacTyio gmarHo3 HT c mpenpacrnonoMeHHo-
CTbI0O K remMaTofiorM4yecKMM 3MO0KaYeCTBEHHbIM HOBO-
0bpas3oBaHMsIM  yCTaHaBNMBAlOT MOCMEe  AMarHOCTUKM
octporo nenkosa unu MAC. B nepsylo oyepedb 370
CBSI3aHO C JErkoi cTeneHbio TpoMbouuToneHun u oT-
CYTCTBMEM KPOBOTOYMBOCTM y MaumeHTa. B nocnepxee
BPEMS MOCMe nepecMoTpa Knaccudmkaumm Myenouna-
HbIX HOBOOBpasoBaHuii BO3 ot 2016 roga auarHocTtuka
HaCMeACTBEHHbIX CUHAPOMOB C NPEAPACMONIOXKEHHOCTHIO
kK OMN/MAOC Gbina BKloYeHa B BOSBLUMHCTBO CTaH-
LapPTHbIX OMArHOCTUYECKMX anropuTMoB. [N LEHTPOB,
MPOBOAALLMX FTEHETUYECKOe TECTUPOBaHME OMyXOneBbIX
KNEeTOK Ha MyNbTUFEHHOW MaHenu BbICOKOMPOU3BOLM-
TENbHOr0 CEKBEHMPOBaHWS, BKIloYaloLLen reHsl RUNXI,
ANKRD26, ETV6, akcnepTbl COBETYIOT MPOBOANUTL ONTU-
MU3aLMIO TakWX TECTOB A5 0DHapysKeHUs BCex BapuaH-
TOB FEPMUHASIbHbIX MyTaLMiA B 3TUX reHax v CTPEMUTLCS
K MHULMaNbHOMY FeHETUYECKOMY UCCIEA0BaHMIO OMyX0-
NEBbIX KINETOK ¥ 3[OPOBbIX KETOK A1 MaKCUMarbHOIr0
BbISIBMEHWS M ONTMMU3aLMN NTeYEHNs MaLMEHTOB C rep-
MUHanNbHbIMK MyTaumnaMm [21].
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OcHoBHOM MaTepuan Lnsi FeHETUYECKOr0 TECTUPO-
BaHWA Ha HanMune repMUHanbHbIX MyTaumii — nepude-
puyeckas Kposb ([K), ogHako npu remobnactosax MK
COLEPXKUT OMnyxonesble KNeTku. BospacTHble knoHanb-
Hble M3MEHEHWSI FEMOMO33a TaKKe YCIOMKHAIT aHanu3
MK, Tak kak y 1% 3p00poBbIX NaUMEHTOB B BO3pacTe OO
50 net n'y 10% 300poBbIX NAaLMEHTOB B BO3pacTe 65 neT
MOryT UMETbCSt MyTaLMK B reHax, CBA3aHHble C Hacneq-
CTBEHHbIMW CUHAPOMaMM, C NPELPaCrONIOMEHHOCTbIO K
OMI/MIC. TakvuM 06pasoM, Bpauu HOMKHbl M3beraTb
ncrnonb3oBanua MK, KM nnu opyrux TkaHen, KOHTaKTU-
pylowmx ¢ MK, Takux Kak crioHa, bykKanbHble KIEeTKU.
[To MHEHWIO psafda 3KCMEPTHbIX FPYNM, NpennoyvTUTENb-
HbIM McToYHMKOM [IHK nnsi obHapyskeHUs repMyMHanbHON
MyTauuu Yy MauMeHToB C OCTpbIM neikodom mnu MIC
asnaetca [HK us kynbTuBupyeMbix dumbpobnacTos
KOXM, MOMYYEHHbIX C TMOMOLLbIO  3-MUNTIMMETPOBON
Buoncum KoM U NyTeM yLaneHus KOKHOro ansunca
npv nposefeHun TpenaHobuoncunm KM. OcHOBHOM He-
L0CTaTOK MCMOJIb30BaHMA KyNbTUBUPYeMbIx dombpobna-
CTOB KOXW — Mepuop BpeMeHu o 3—6 Hep., Heobxogum-
MblIi AN KYNbTUBMPOBAHUA [OCTaTOYHOrO KONMMYECTBa
KIETOK [N151 FEHETUYECKOr0 TECTUPOBAHUSA, a TaKKe OT-
CYTCTBME TEXHUYECKUX BO3MOXHOCTEN 18 KYNbTUBMPO-
BaHWa onbpobracToB KOXM B pse LeHTPOB.

3AKJIOYEHUE

B nocnepHwe rogpl rpynna HT npespaTunacsk B kpai-
He reTeporeHHyl0 KaTeropuio 3aboneBaHui, BKIOYal0-
LLLYl0 CMHOPOMarbHble DOPMbl C MOPaXKeHNEM pasnuy-
HbIX OpPraHoB W TKaHeW. C KIMHWYECKOW TOYKU 3peHus
3TO nofpasymMeBaeT HEODXOAMMOCTb MEXAMCLMNIIMHAP-
HOr0 Noaxofa K BegeHuio nauneHTos ¢ HT, npuHuMas Bo
BHUMaHWE He TOMbKO MX CKITOHHOCTb K KPOBOTEUEHMSM,
HO ¥ BPOKIEHHbIE CMHOPOMAarbHble PAaCCTPOMNCTBA U PUCK
pas3BUTKSA Opyrvx 3abonesanui B ByayLuem. Jlyuiiee no-
HUMaHWe MexaHW3Ma BO3HUKHOBEHUS TPOMBOLMTONEHUM
W Opyrux 3aboneBaHWii faeT YHUKaMbHYIO BO3MOMKHOCTb
YAyULIMTb HaLlLKM 3HaHWA He TOMbko B obnacTu Meraka-
p1onossa, HO M B APYrnX MeoULMHCKUX 0BnacTsiX, Takmx
KaK 3M10Ka4yeCTBEHHas KMoHasbHas nponudepaums kie-
TOK KPOBW, HEAOCTaTOYHOCTb KOCTHOIO MO3ra, nopaske-
HWe MOYEK, Cryxa 1 3peHus.

BaskHo oToensHo BbigenuTs rpynny HT ¢ npeapacno-
NOMKEHHOCTbIO K reMaToNornyecknuM 3110KavecTBEHHbIM
HOBOODpa30BaHWsM B CBSI3N C 0COBEHHOCTAMM BefeHus
TaKMX NaUMEHTOB B CIlyyae pasBUTUS OCTPOro Neikosa
win MIC. Bpauy-rematonor [omKeH BbiTb 0CBELOMIIEH
0 rpynne HacneAcTBEHHbIX CMHOPOMOB C Mpeapacno-
NOXEHHOCTBIO K MreMaTOSIOMMYECKMM 3M10KaYEeCTBEHHBIM
HOBOOBPa30BaHWAM U HaMpPaBATb BCEX NALMEHTOB C MO-
LO3PUTENbHLIM CEMENHBIM aHaMHE30M, XapaKTepHbIMU
CMHOpOMarbHbIMW MPOSBNIEHUAMU [ FEHETUYECKOro
KOHCYNbTUPOBaHWS M FEHETUYECKOro UCCMEAoBaHNA Ha

Hanmuuve repMuHanbHoOW MyTauumu. [laHHble MauMeHTbl
LOJIKHbI HabniofaTbCcs B LEHTPe, ChneunanvavpyioLlemM-
CS Ha BefeHun BonbHbIX C HacnencTBEHHbIMU dhopMa-
MW oCTpbIX Nneitko3os/MAC. Kpaiite BaHO, 4TobbI poa-
CTBEHHble coBMeCTUMble foHopbl CK Bbinu TwaTensHo
OLIEHEHbl Ha Hanuune repMUHanbHOW MyTauuu, 4Tobbl
nsbexatb MOTEHUMANbHOMW BO3MOXHOCTV BTOPUYHOIO
pa3BUTUA reMobnacTosa y peunnmeHTa unv noBbILLEHUS
pUCKa pa3BuTWS Jleiiko3a Y POACTBEHHOIO AOHOpA 13-3a
MOBUM3aLMKM CTBOSIOBbIX KIETOK.

Ha ceropHsiLUHWI [€Hb OCTaeTCs MHOIO BOMPOCOB,
TpebyoLwmx LanbHerwmMx nccnenosaHuil. KpynHoele Bce-
CTOPOHHWE WCCREeNoBaHUA HOCUTeNlei repMyHanbHOM
MyTaluu BHE 3aBMCMMOCTM OT MHULMAMIBHOMO CTaTyca
KM, BKniovatoLLme MOMNeEKYAPHYIO XapaKTepUCTURY 10 U
BO BPeMS KIIOHaNbHON 3BOMIOLIMM, MO3BOMAT ONPENenuThb
PUCK PasBMTUA OCTPOro NEenKo3a, BNMSHWE comaTtnye-
CKUX MyTaLUi 1 3NUreHeTUYecknx abeppaumi, a Takxe
haKTOpPOB OKpYMKaloLLei cpedbl M ApYyrux (hakTopoB,
KOTOpblE MOIYT CNOCOBCTBOBATL KITOHAMbHOM SBOMIOLIMM
W pas3BUTUIO OCTPOro eikosa. MccnepoBaHws B faH-
HOW 0BracTu No3BOMSAT B KOHEYHOM WUTOre paspaboTtaTtb
3pdeKTUBHbIE MeTOAbl MPOOUIAKTUKM U anropUTMbl
BEEHVS MaLMEHTOB, aHaIorMyHbIe NPOrpecCHBHbLIM Me-
TOAMKaM JIeYeHWsi MAaLUMEHTOK C HAaCNeACTBEHHbIM PaKOM
MOJI0YHOM XKEME3bl N ANYHUKOB.

AKTMBHO 0bCy»KAaTCS CreayioLme Bonpochl:
©® VOEHTUMUKAUMA HOBbIX FEHOB, FepMUHanbHble My-

TauuM B KOTOPbIX MPMBOAAT K pa3sutuio HT unm K

MPeapacnonOKEHHOCTV K FeMaTosIorMYecknM 310-

KauyeCTBEHHbIM HOBOOBPAa30BaHWSAM;
® pacnpocTpaHeHHocTb HT 1 HacnencTBeHHbIX rema-

TOMOrMYECKMX 31I0KAYECTBEHHbBIX HOBOODPa3oBaHwMi

B IETCKOM ¥ B3POCIIOW NONYynsaumsX;
® Uenecoobpa3HOCTb WMHMLMAMNBLHOIO MCCEeR0BaHUS

Ha HanMumne repMyMHanbHbIX MyTaLUuiA y NaLMEHTOB C

oCTpbIM neikozoM/M[C;
® onTtuMmanbHbii ucTounnk [OHK pns onpepenexus

repMUHanbHON MyTaLmuy;
® ponb npodunakTuyeckon annorenHon TICK, B
4aCTHOCTU, NPW Pa3BUTUM LIMTOMEHWUM HESICHOMO 3Ha-

YeHws.

WCTOYHUK PUHAHCUPOBAHUA
He yka3saH.

KOH®JIUKT UHTEPECOB
ABTOpbI CTaTb MOATBEPAUSIM OTCYTCTBUE KOH(PSIMKTA MHTEPECoB,
0 KOTOPOM HEOBX0AMMO COOBLUNT.
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