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BBeneHue

Otnenenue KITMHAKO-T€HETHYECKOM JTIUarHOCTHKH
Hauajga cBOIO JestenbHOCTh ¢ 20 aBrycra 2007 roma. 3a
MpOIeAIIee AeCATUICTHE ObUIM JOCTHTHYTHI OINpeeIeHHBIE
pe3yabTarsl, J1a00paTopusl SIBISETCS SIMHCTBEHHBIM Hay4YHbBIM
noapazneneHreM B PecnyOnuke Kaszaxcran, rae mpoBOAsTCS
COBPEMEHHBIE TEHETHYECKHE HWCCICAOBAaHUA MAIMEeHTOB C
BPOXJCHHON M HACIEICTBEHHOM NaTOJIOTUEH, BBIIIOJHSAIOTCS
(hYHKIMU HAy9HO-KOHCYNBETATUBHOTO W METOJMYECKOTO LIEHTpa
JUIA  TIOCIEBY30BCKOTO ¥ TIOCTAWIUIOMHOTO 0Opa30BaHMA.
[IpoBoauTCS MOATOTOBKA Bpadeii pe3nACHTOB, IEPETIOATOTOBKA U
MOBBILICHUE KBATH(DUKAIIMU [0 CHENUATBHOCTH « MeTuInHCKast
TCHETHKAY.

OTtneneHne akTHBHO yYacTBYET B IOATOTOBKE HAayYHBIX
KaapoB, Ha 0a3e OTAENeHUs TOATOTOBICHBI 4 Marucrtpa
MequmuHbBl W 2 gokropa PhD. CorpymHuku otTaeneHus
NPUHUMAIN aKTHBHOE y4YacTHE B HAyYHO-HCCIIEIOBATEIBCKON
JIeSATENBHOCTH, OIMyOanuKoBaHO Oosee 150 HaydHBIX paboT B
)ypHanax PK, OmmkHEro m JajbHEro 3apyOeKbs, W3AaHbI 2
MoHorpaduu «CrucremMa MEHEPKMEHTA Ka4eCTBA B MEIUIIMHCKUX
nabopaTopusaxy, «AKTyaJbHBIE BOIIPOCHI MEIMIIMHCKOM
reHetuku». OTaeneHne omHMM M3 TepBbIX B cTpaHax CHI
nMmeeT ceptudukar arrecranund Ha cootBercTBUe CT PK ISO
15189-2015.

B ormeneHmn = BHEOPEHBI — MEIUKO-TEHETHYECKOE
KOHCYJIFTHPOBAaHHE, NUTOTCHETHYECKNE W MOJEKYISIPHO —
[UTOTCHETUICCKHE HCCIICIOBAHUS (insituhybridization),
MoJeKyIsipHO-TeHeTHuUeckue  Meroasl  (IIJIP®  amamus,
MLPAwmeton).  JlaGoparopuss  OCHamieHa  COBPEMEHHBIM
BBICOKOTEXHOJIOTHIHBIM 000pyoBaHHEM. CoTpynHUKH
abopaTopyuu TPOIUIM TOATOTOBKY B  CTpaHax OJNIMIKHETO H
nanpHero 3apyOexbst (Poccus, JlutBa, W3pawmns, Typrws,
T'epmanusi). B HacTosimee BpeMsi TNPOBOASTCS —HAaydHBIE
HCCIICIOBAHNUSA 110 U3YYCHHUIO PACTIPOCTPAHEHHOCTH U CTPYKTYpe

TeHETHYeCKUX 3a0osieBaHuil. J{Js OLleHKH TreHeTHYEeCKOTo Irpy3a
HNOIyJISIMK  pa3paborana  MH(MOPMAIMOHHO-aHAINTHYECKas
cucreMa  «YMiT» gt perucrpauu (ABTOpPCKOE NpaBo),
cUCTeMaTH3allMd M ydyeTa TeHeTHYeckoi maronoruu. baza
JAHHBIX (OpMHpOBaJIaCh M (GOPMHUPYETCsl M0 00paIaeMOCTH
Ha OCHOBE MEIUKO - TECHETHYECKOr0 KOHCYJIBTHPOBAHMUS
HOBOPOXKIEHHBIX, UX pOANTEIIeH, OepeMEHHBIX U IJ10/I0B BPauoM
TEHETHKOM, TAKKE JJaHHBIX [1aTOJI0r0aHATOMHYECKOT0 BCKPBITHSI.
Jiist cucteMaru3anyy BBISIBICHHOW MATOJIOTHH UCIIOIb30BaIach
knaccudukanus BO3 MKB 10. Kinace XVII. [1pu Bepudukanmn
TeHHOH MaToJI0rMHU MCI0JIb30BaIach OKChopackas 6a3a JaHHBIX
(Oxford Medical Databases). Ha ceropnsiiiHuii JeHb perucTp
BKJIIOYaeT B cebs mHpopmanmio Oosee yem 4000 ciryyaes
HACJIEJCTBEHHON M BPOXK/ICHHOM IaTOJIOTHH.

W3ydyenue pa3HOOOpa3usi MOHOIECHHOW HacieICTBEHHOU
MaTOJIOTUM y HACENICHUs SIBJISICTCS BA)KHOM COCTaBIISIOLICH
TeHETHKO-3IH/IEMUOJIOTHYECKOTO HCCIJICIOBAHUS  ITOITYJISILINH,
MIO3BOJISIIOIIEE BBLICIUTD YacTble M DPEIKHE HacJeICTBEHHBIC
3a00JIeBaHus, OINPEACINTh WX 0a30BbIC 3HAYCHMS, BBIIBHTH
muddepeHIManMI0  OTAENBHBIX MOMYSIIUH, 10  CIEKTPY
HACJIEJCTBEHHBIX OOJIE3HEH M ONpEAeInTh PErHOHAIbHbBIC WIIN
ITHUYECKUE OCOOEHHOCTH HO30I0TMYECKOIO CIIEKTPA.

CHexTp BBISIBIEHHOH XpOMOCOMHOM
Ta6auna 1 p p
MaToJ0Tr U1

IMokaszanusa BospacTtHo#i dakTop | BruoxuMudeckue YnbTpa3ByKOBBIE
MapKepbl MapKepbl
KosimuectBo 3222 2315 1005
Hopma 3002 93,2% 2239 96,7% 912 90,8%
MaTosorus 220 6,8% 76 3,3% 93 9,2%
c/m Jlayna 119 3,7% 31 1,4% 34 33
c/M daBapjca 31 0,9% 3 0,1 18 1,8
c/m Iaray 9 0,3 0,04 5 0,5
[TosioBBIE 19 0,6 5 0,2 13 1,3
CTpyKTypHBIe 28 0,9 25 1,1 18 1,8
[pouue 14 0,4 11 0,5 5 0,5
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HauGonee peiicTBeHHBIMM  MepaMH  HPODUIAKTHKA
HACJIeICTBCHHOI NAaTOJIOTHH W BPOXIIEHHBIX IOPOKOB
pasBUTHS,  OCYLIECTBISIEMBIX B MEAMKO-TEHETHYECKUX

KOHCYNBTAIUAX, SBIAIOTCS MEpPONPHUATHA IO IpEeHaTaJIbHOU
JIMarHOCTUKE C ITOCIIEYIOUINM TPEepbIBAHNEM OEPEMEHHOCTH B
CJIy4ae BBIBJICHHS Yy IJIOAA JIETAIBHOTO MM TSKEJIOTO MOpOoKa
pa3BUTHSL.

B tabnune 1 mpencraBieHbl pe3yabTaThl IPEeHATaIbHOTO
LUTOT€HETUYECKOTO HCCIIEOBAaHM. 3a WCTEKIIMH TepHos
npoBefeHo Oonee 6000 IUTOTEHETUYECKUX HCCIETOBAHMIM.
BoisiBneHo 389 ciyyaeB XpOMOCOMHOHM MaTOJIOTHH, MPOIEHT
BBISIBIIIEMOCTH XPOMOCOMHOM MAaTrojioTHM cocTaBul  6%.
W3 marepuanoB TaONUIbI BUIHO, YTO MPOLEHT BBISIBISIEMON
XPOMOCOMHOH HaTOJIOTUH MPEBATUPYET NMPH TAKUX MOKA3aHHUIX
KaKk BO3pacTHOW (akTop W yJIBTpa3ByKoBble Mapkepbl. U3
3222 OepeMeHHBIX C BO3pacTHbIM Qakrtopom 35 yer u
0osiee XpOMOCOMHAs MMaTOJIOTHS BBIABICHA B 0,8% ciydasx,
IIpU HAIWYUK YIBTPA3ByKOBBIX MapkepoB - 9,2% ciydasx.
[IpoBeneH aHaIN3 YaCTOTHI M TUIIOB XPOMOCOMHBIX HapyIICHHUH.
B crpykrype XPOMOCOMHBIX ~aHOMAJIWH IMpeoliafarT
HecOanaHCUPOBaHHbIE XPOMOCOMHbIE aHOMasuu. [loiyueHHbIe
Ppe3yNbTaThl MOKA3BIBAIOT, YTO CPEAH 3aPETUCTPHUPOBAHHBIX 425
ciyyaeB ¢ cunapomoM Jlayna, B 40% martosiorusi oOHapyx eHa B
MIPEHATAJIFHOM IEPHOAE B pe3yNbTaTe MPOBEICHNUS HHBA3UBHON
MIpEeHATaIbHON TUAarHOCTHUKH.

Pesynbrarbl LUTOreHETHYECKOIO HCCIIEAOBAHUS ObLIN
COIIOCTABJICHBI C IAHHBIMHU 3X0Trpaduueckoro 1 OMOXMMHUUECKOTO
ckpuHMHTA. [lpu ympTpa3ByKOBOM HCCIIEIOBAaHMHM B IIEPBOM
TPUMECTPE YUUTHIBAJIN TOJIIMHY BOPOTHUKOBOM 30HBI; BO II
TPUMECTPE -TUIIEPIXOI'CHHBIM KUILEYHUK, [BOMHONH KOHTYpP
TOJIOBBI,  W3MEHEHHE JUIMHBI KOCTEH HOCa, MHOTOBOJHE,
MaJIOBOJIHE, 3a/IepKKa BHYTPHYTPOOHOTO pa3BUTHSI ILJI0/IA.

CaMpIMH  YacTBIMM TOKa3aHMSMHM JUISI  TPOBEICHHS
MHBa3UBHBIX  METOMOB SBJSUIMCH: BO3PAcT cTapuie 35 Jer,
YABTPA3BYKOBBIE U OHMOXHMHYECHE MApPKEPHI.

IIpoueHT BBISBIAEMOCTH XPOMOCOMHOM  IaTOJIOTUU
coctaBui B cpenHeM 6%. Ipu ananmze cTpyKTypbl XpOMOCOMHBIX
aHomaiuii B 90% ciy4yaeB ObUIM OOHApYy)KEHbI  YUCIIOBBIC
aHomanuu, B 10% ciydasx OUAarHOCTHPOBAaHA  CTPYKTypHas
natosyiorus ¥ B 9,3% ciydasx IMarHOCTUPOBAH XMMEPHBIH KJIOH.

HaunOonpimnii yaenpHbIH BeC B BELIBICHHON XPOMOCOMHOM
naToioruu 3aHnMaeT cuuapom Jayna -20%, 4To 0ObSCHsAETCS
BBICOKOH YaCTOTOW JaHHOI'O CUHAPOMA B IOIYJISALUY.

Kapuonoruueckoe HCCIIeIOBaHNE TMMGOLNTOB
nepudepuyeckoil KpoBU
Pa3paboTka BOMPOCOB 3MUACMHUOIOIHHA XPOMOCOMHBIX

Oosie3Hel Ba)KHA KaK C MMPAKTHUYECKOM, TaK M C TEOPETHYECKOU
TOYKH 3peHUsl. BbIsICHEHHE YacTOThl XPOMOCOMHBIX OOJIe3HEH,
B TOM 4ucie cuHapoma JlayHa, O3BOISET IUIAHUPOBATH 00bEM
Me[[HLIHHCKOﬁ IIOMOIIIM TaKHUM 60J'II)HBIM, COOTBCTCTBCHHO,
paccuuTarh  3arparbl, HEOOXOJMMbIC IS HPOPUIAKTHKH
3a00JIeBaHus B UCCIICIyEMOM perroHe. B 3Toil ¢Bsi3u, usydycHue
0COOEHHOCTEIl pacrpeeNieHnus] U CTPYKTYPbl  XPOMOCOMHBIX
Oosie3Hel TpeCTaBIIseT aKTyalbHYIO Hay4HYIO 3a/1a4y U HUMEeT
OoIbIlIOE 3HAYEHUE JUIsl IPAKTUYECKOrO 3IPaBOOXPAHEHHS.
IloBblIEHNE  KayecTBa IIPOCIIEKTUBHON  MPEHATAJIbHOMI
JUArHOCTUKH CO34a€T HAYYHYIO OCHOBY MJIsA ITPEBCHTUBHBIX
POQUIAKTHUECKIX MEPOIIPUSITHI 10 CHUIKEHU IO XPOMOCOMHBIX
3abosieBanuii B pecryonuke. OMHUM U3 BEIyIIUX B IUATHOCTHUKE
XPOMOCOMHBIX ~3a00JICBaHUI  SIBJSICTCS  I[IUTOTCHETHYCCKUI
METOJI UCCIIEIOBAHUS.

[TonynsiuuoHHas pacHpOCTPAHEHHOCTh XPOMOCOMHBIX
aHOMaJui JlocTUraeT okoyio 1%, HO yacToTa UX 3HAYUTEIHLHO

BBIIIE, €CJIM HWMETh BBHJY XPOMOCOMHBIC (AaKTOPbI IpU
Oecruioanu, BHYTPUYTPOOHBIX TOTEPSIX W HEBBIHAIIMBAHHU

OEpEeMEHHOCTH, TIPU  BPOXKACHHBIX IOPOKaX  Pa3BUTHS,
YMCTBEHHOH OTCTAJOCTH M JApyrux Qopmax HapylleHHs
pa3BUTHs, KOIJa XPOMOCOMHBIE HApyLICHHs  SIBJISIFOTCS

OTpaXKeHHEM TMaTOJIOTUYECKOTo Tporecca [3].

[IpoBeneHo ruToreHeTnueckoe oocnenoBanue 6omee 3500
JieTeil ¢ pa3MYHBIMKU [TOPOKAMU PA3BUTHS M JU3MOP(QHIMH, B
TOM YHCJIIe IeTeH ¢ momo3peHrueM Ha Oosie3Hs Jlayna. AHoManuu
KapHoTHIIa BRIABICHBI y 20% neteil. CTpyKTypHBIE TepecTPOrRKN
BcTpedanuck peaxko (7%) u mpencTaBieHbl, B OCHOBHOM
n3MeHnenusmu 4, 5, 8, 10, 13, 14 u 18 ayrocom. Haubomnee wacras
XpoMocomHast natosnorust — cuaapom Jlayna -20% u 0CHOBHYIO
JIOJTFO COCTABMIIA TPOCTHIE (POPMBI TPUCOMHUH 110 21 XpomMocome
-98 %. Mo3anunbie (opmbl KapuoTHna BbisiBICHB B 1,7%
cirydaeB, poOepTCOHOBCKHE TpaHcaokauu B 0,5% ciydaes.

[lpu npoBeneHHM KapUOJIOTHYECKOTO  HCCIIEIOBAHMS
B JuMpounTax nepudepudeckodl KpoBH Y  CYIPYKECKUX
map ¢ OTATOIICHHBIM AaKYHMICPCKMM aHAMHE30M IPOICHT
[IUTOTEHETHUECKNX HaxoMok HeBenwk (3,2%). B ocHoBHOM
11aToJIOT U MpeacTaBjcHa MO3an4YHbIMHU BapvuaHTaMU
TMIOJIOBBIX XPOMOCOM, COaJaHCHPOBAHHBIMH PELUIIPOKHBIMH U
POOEPTCOHOBCKMMH TPAHCIIOKAIIMMU B CHCTEME ayTocoMm 4, 9,
13, 14, 15, 18, 20, 21. IIpu HapylmI€eHUU MOJIOBOTO PA3BUTHUS
ObUI BBISIBIICH CUHJIPOM TECTUKYJIsSipHOU (emuHmM3anuu. Kpome
TOT0, OTMEUYACTCSI BEICOKUH MPOIICHT MOJUMOP(H3Ma XpPOMOCOM
— YBEIMYCHHE TeTePOXPOMATHHOBBIX Y4acTKoOB 9, 16 ayTtocom,
YBCIIMYCHUC CIYTHUKOB Ha aKpPOLCHTPHUYECKHUX XPOMOCOMaX,
JKCTPEMAJIBHOE COCTOSIHUE Y-XpOMOCOMBI (3HAUUTEIHHOE
YBEJIIMUEHUE WIM YKOPOUEHHUE I'€T€POXPOMATHUHOBBIX PaliOHOB
JUTMHHOTO TIIeYa).

Yucito nanueHToB, 00CIIeI0BaHHbIX M0 [TOBOJY OeCIUIOnus
B Opaxke, coctasuiio 2000 yenoBek. B pe3ynasraTe MpoBeIeHHOTO
LIUTOTEHETHUECKOTO0 uccienoBanus y 4% xenmmH u 10%
MYX4YHH ObUIM OOHApYKEHbI Pa3IMYHbIe aHOMAJIHMU TMOJOBBIX
XpOMOCOM, KaK YHUCJIOBBIC, TaK H CTPYKTYpPHBIC aHOMaJINU
xpomocom: 45, XO, 46,XVY(7;17), 46,XVY1(9;20), 47, XXV.

Kapuonoruueckoe nccieoBaHne KIETOK KOCTHOTO MO3ra

B Hacrosiiee Bpemsi M3BECTHO, YTO BEAylllee MECTO B
[aToreHe3e MHOTMX — 3JI0KaYeCTBEHHBIX HOBOOOpPa30BaHHA
OTBOOUTCA IMOABJIICHHUIO KJIOHAJBHBIX XPOMOCOMHBIX MapKEpOB.
Xapaktep MyTanuid  omnpeaenseT MOpPQHOUUTOXUMHUYECKHE
OCOOCHHOCTH M HMMYHO(EHOTHUIIOM OITyXOJIEBBIX KJIETOK,
OTpakaroline ypoBeHb UX AUPPEPEHIIUPOBKH.

XPpOMOCOMHBIE MIEPECTPOUKH, XapAKTEPHbIE
JUIsi reMalIiacTo30B

oMJI 0JLN1 XMJI XJU1 M/IC

t(9;22(q34;q11) | t(9;22(q34;q11) | £(9;22) del (11)(q23) | t(1;3)
(q34;q11) (p36;921)

t(8;21)(q22q22) | t(8;21)(q22q22) | t(3;5) del(5) del(18)
(926;935) | (922;935) (g21-ter)

t(15;17) t(4;11) (q21;923) | t(5;12) inv9

(q22;q21.1) (p13q13)

BCR/ABL t(11;21)(q23;q10) del18p11.2

t(2;4)(q35;q25) | t(12;21)(p13;q22) X

+8 inv9 Y

+21 +9

der(4)t(1;4;5) +10
(p36;931;921)

t(1;19)(q23;p13)
t(1;8)(p36;922)
der(1)t(1;1)
(p36;921)
t(5;12)(p13q13)
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Hanuuue Toii nim MHOM aHOMAaIMK KapUOTHIIA IO3BOJISIET
JMarHOCTUPOBaTh M KiaccuuimpoBarth (OpMBI JieiiKo3a,
CYIHTh O CTENEHU 3J0KAaYECTBEHHOCTH OITyXONH (HHU3Kasl,
CpenHssl, BBICOKas) U B COOTBETCTBHM C OSTHM BBIOMpATh
COOTBETCTBYIOILYIO TEPAITUIO U CIIEANTD 32 €€ 3P (PEKTUBHOCTHIO.
Kpome Toro, n3BecTHO, 4TO crienn(hUUECKUe IINTOTCHETHUECKHE
MapKepbl IpU  HEKOTOpbIX (opmax JIeHKO30B  HrparoT
OIPEACIIAIONIYIO POJIb JUISl YTOUYHEHHs JHarHosa, pa3pabdoTKu
TaKTHKW JIEYEHHs, a TaKoKe JUIS NPOTHO3MPOBAHUS TEUCHHS
3200J1eBaHUs Y OOJIBHBIX JICHKO30M.

[uroreneTnueckoe wuccienoBaHue BbIMOIHEHO y 600
nanueHToB, 300 neTeil U MOAPOCTKOB B BO3pacTe OT OJHOTO
Mmecsma o 18 mer u 300 B3pocnbix. HopManbHbI KapuoTun
BBIsIBIIEH B 7,3% ciryyaeB. Yalle perncTprupoBaiy KapHoOTUIIBI C
IBOMIOLMEN aHOMaIui XpomocoM (41,5%). B xonmmuecTBeHHbIE
U CTPYKTYpPHbIE TIEPECTPOMKH BOBJIEKAINCH MPAKTHYECKU
BCce XpomocoMmbl. Cpead KOJMYECTBEHHBIX MEPECTPOEK
yalie PerucTpUpoBaIu TpHUcOMUU XpomocoM &, 21, 10 u 9.
XpoMocoMHbIe aHOMaTUH Haoronanu B 31,6% ciydaes. Cpenu
CTPYKTYPHBIX TIEPECTPOEK Yalle BCTPEYAIUCh JENCHHH H
tpancnokamu (33,9% u 32,3% cooTBETCTBEHHO). Y B3POCIBIX
MAalMeHTOB B KAapHOTUIE IPEBATHPOBAIIH MOHOCOMUH,
TPUCOMHUI, MApPKEPHBIE XPOMOCOMBI.

B cOanaHCcHpOBaHHBIX CTPYKTYPHBIX IEPECTPOUKaX darie
MPUHUMAIY y4acTue XxpomocoMsel 17, 15,16, 21,9, 11 u 8, a B
HecOalaHCHPOBAaHHBIX (AeIeun) — XpoMocoMsl 16, 11 u 12. B
Tabnune | mpeacTaBieHbl OCHOBHBIE XPOMOCOMHBIE aHOMAJINH,
XapakTepHbIe ISl FeMadIacTo30B.

Takxke HEOOXOOMMO OTMETHTh, OTHOCHTEIHHO BBICOKHIA
MPOLIEHT KJIOHOB ¢ Tunepaumionauei (47-50 xpomocom) (25%),
U HaJIMYUe BBICOKOH runepaumionuu (6osnee 50 xpomocom) B
14% cnyugaes.

B naGoparopun BHeIpEeHBI MOJIEKYIJISIPHO-TEHETHUECKHE
UCCJIEI0BAHUS I MOHUTOPHHTa MUHUMAJIBHOU pe3nTyaabHOM
Oone3nn y mamueHToB ¢ XMJI, HaxomsAmmxcs B COCTOSHUHU
pemuccun. MoJeKylsipHbIE MOHHUTOPUHT 3kcnpeccun BCR-
ABL siBisieTcst 00si3aTesIbHBIM aTpHOYTOM KOHTPOJISI JICUEHHS
XPOHUYECKOTO MHeloieiKko3a. J{ocTikeHne MOJEKYISIPHOTO
OTBETa IPU3HAHO BAKHBIM IPOTHOCTHUECKUM (PaKTOpOM
U TIOKa3areieM YCIICITHOM ~ Tepalmuud  HMHTHOMTOpaMH
TUpO3WHKUHA3. 3HaueHue skcnpeccun 1% (IS) y marueHToB ¢
IO sBnsieTcs rpaHULeH Uil COXPAHEHUS [IUTOT€HETHIECKOTO
OTBeTa.

B paszsurun XMJI KiItO4eBYX0 POJIb UIPAaeT XUMEPHBIN
ren BCR-ABL, o0pa3yomuiicss B pe3ynbrare TpaHCIOKAIHH
MeXITy XpoMocoMamu 9 u 22. JIaHHBIN TeH KOTUpPYeT OeNoK ¢
MoJIeKyIsipHO# Maccoit 210k/la, oOmagaronuii 6osee BHICOKOM
NPOTEMHKWHA3HOW aKTHBHOCTBIO, YeM IPOIYKT HOPMaJIbHOTO
nporoonkoreHa ABL. B nozpasisitoriemM 00JIbIIMHCTBE JIEHKO30B
c Tpanciokanueit t(9;22) B rene BCR pa3pbIBbI T0Kanu3yroTcs Ha
yuactke, obo3nauaeMmoM M-BCR, u o0pasyronuiicsi XuMepHbIii
ren BCR-ABL Britouaer anunHbIi (pparment rena BCR, u B
pe3yibTare Bo3HUKaeT xapakTepHbiil st XMJI 6emok P210 Ber/
Abl. U cnenyer ormetuts, uro Oenok P210 nmeer nBa BapuaHTa
b3a2 u b2a2. Kpome TOro, pa3pbiBbl MOTYT JOKAJIU30BaThCS Ha
OJIHOM M3 JIBYX JIPYTHX THITHYHBIX y4aCTKOB, HA3bIBAEMbIX m-bcr
u p-ber. PaspeiBel B 001acTi m-ber mpUBOIAT K 00pa30BaHHIO
xumepHoro Oenka P190 Ber/Abl. Tlpu iokamuzanuu pa3pbIBOB
B m-bcr  o0Opasyercs Oosiee KpymHbId Oeiok - P230 Ber/Abl.
HeoOXxomumMo OTMETHTB, Y4TO KOPPEISIIIMOHHAs CBS3b MEXIY
turoM xumepHoro Oenka (P210 Ber/Abl, P190 Ber/Abl, P230
Ber/Abl) m KIMHUKO-reMaToJIOrn4ecKoil KapTUHOM Jieliko3a He
sBiseTcst crporoid. Kpome Toro, oOHapyxeHHE TPaHCKPHUIITOB
XMMEPHOTO I'eHa HE0OXOIMMO ISl KOHTPOJISI IOJIHOW PEMUCCHHU.

OOHapyxeHHe XHMEPHOIO TpPaHCKpHUINTA IpPOBEACHO Y 25
nanueHToB. Y 10% nanuMeHToB 0OHapy)KEHO HajIM4He JIBYX U
TpeX TPAHCKPHIITOB.

MuenonponudepatuBHbie 3a00JICBaHMS MPEICTABISIOT
coboi rpyImiy reMaroJIOrHYeCKUX 3aboJieBaHuii,
XapaKTepU3YOIINXCSI MIEPBUYHBIM paccTpoicTBOM
KPOBETBOPHBIX CTBOJIOBBIX KIIETOK, HPUBOMISIIAM K POCTY
OJIHOTO WJIM HECKOJIbKUX THUIIOB KJIETOK KpoBH. JlJisi JAaHHBIX
MaTOJIOTHUH XapaKTepPHO THUIEPKIETOYHOCTh KOCTHOIO MO3ra,

MOBBIIICHUE KOJMYCCTBA MNEPUPEPUUCCKHX IPUTPOLIUTOB,
Pe3ynbrarel nuarHoctuxu
Tabauna 2 Y. A o
MI/ICJ'IOHpOJ'II/I(i)GpaTI/IBHBIX 3a00JIEBaHMIT
HanMeHoBaHue Kou-Bo OGHapy»KeHa MyTaLust
TMaTOJIOTUN V617F rena JAK2
XpoHuueckoe 61 25
MueJonpo/idepaTUBHOE
3aboJieBaHHe
Muenodpubpos 10 6
dpuTtpoeMus 26 14
Ph(-) XMII3 5 5

TPOMOOIIMTOB, HEHTPOPHIOB. 3a00TEBAHIS MOTYT OCIOKHATHCS
TPOMOOIMOOINYECKUMH  SIBICHUAMH M KPOBOTCUECHHSIMHU.
BoIenstoT HEecKOIbKO HanboJiee 3HAYMMBIX 3a00JICBAHUM:
TOJNIATEMHS, TpoMOOIUTEMHS, UANOTIaTHYECKUH
MUEToGprOPO3 M XPOHUUIECKUI MUCITONIEIHKO3.

Hanbomee  BaXHBIM  KpUTEpHEM B  JWArHOCTHKE
MHETONpOoIn(EepaTUBHBIX 3a00T€BaHUN  ABISETCS MyTalus
V617F B rene Jak2, KOTOpBIIi KOmMpyeT HEpEIEeTOPHYIO
THPO3WHKMHA3Y, YYACTBYIONIYI0O B T[E€pefade CUTHaIa OT
PELEeNnTOpOB NUTOKHHOB M (PAKTOPOB POCTA K SIAPY KIETKU H
9KCTIPECCHPOBAH B PAHHUX IPEANICCTBEHHUKAX T'EMOII033a
[2]. Hanmas myrtammsa ompenensiercss B 90-95% ciydaes
uctTuHHOW TommiuremMuu, 50-70 % ciaydaeB 3cCEeHIMATBHON
tpomboruremun  u 40-50 % ciygaeB  mmenouOposa.
Kpome Toro, ompenemenme wmyrtamuun V617F rema JAK2
BKJIFOYEHO B TI€PEUeHb AMArHOCTHUECKUX KputeprueB BO3 s
MUEIONpoIH(epaTHBHBIX HOBOOOPa30BaHHH.

Kak crmemyer w3 nmaHHOHW TaOmuIbI, HambOoJjee BBICOKHIT
npoueHT Bcrpedaemoctu  (50%)  wmyrammm  JAK2V617F
ompenenscs y nanueHToB ¢ XMII3, obnapyxeHa ona y 15 u3
31 obcnemoBaHHBIX OONBHBIX. B Tpymme mepBUYHBIX OOJTHHBIX,
o0cieoBaHHBIX ¢ TeNbl0 auddepeHnnanbHOl THarHOCTHKA
Ph(-) XMII3 u 3a0oneBaHnii HE TEMATOIOTUICCKOTO MTPOGIIISA
CO CXOXeH KIMHUKO-MOP(OJIOTHYSCKONH KapTHHOW, MyTaIus
BeBIsUTack y 5 (100%) w3 5 OONBHBIX, YTO TO3BOJIMIO
JIOCTOBEPHO TOATBEPANTH THATHO3.

Jis manpHEWIero pa3BUTHS JabopaTopus IIaHUPYET
MIPOBOUTH JAIBHEHIIIYIO PadoTy I10:

1) omeHKe TeHETHYECKOTO
HacJeIcTBeHHOM naronoruu PK,

2) BBISICHEHNE MEXaHW3MOB HapyIICHUS PEMPOIYKTHBHON
(yHKIMM  MYXYMH ¥ OKCHIIWH, ACCONIMUPOBAHHBIE  C
XPOMOCOMHOHM HECTAOMIBHOCTBIO M MYyTAaIlMsSIMHU T€HOB,

3) m3ydeHue cyOTEIIOMEPHBIX XPOMOCOMHBIX ITEPEeCTPOEK
B TeHe3e Heqn(PepeHINPOBAaHHON YMCTBEHHON OTCTAIOCTH.

4) CoBepIIeHCTBOBAaHHIO I[IUTON€HETUYECKUX "
MOJIEKYIIIPHO-TEHETHUECKUX METO/IOB JUTS yTOUHEHHSI TMAarHo3a,
pa3pabOTKM TAKTHKH JICUCHHUS, & TAKXKE JJISI TPOTHOZUPOBAHHS
TedeHUs 3a00JIeBaHUS Y OONBHBIX JICHKO30M.

rpy3a BpOXIEHHOM U
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