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Ha aBTOpe(epar auccepraunuu Psbunkosoit Haupel PadasieBHsl

«KnuHuKO-reHeTHYECKHE acCOLMALIMH TTPU XPOHUUECKOM MHEIIONIEHKO3e,
NpeICTaBIeHHOM K 3allliTe Ha COUCKaHUE YYEHOM CTENeHH KaHauaaTa
MEIMUMHCKUX HayK Mo criequaibHocTH 3.1.28 — ['emarosiorus v nepearBaHue
KpPOBHU

H3BecTHO, uTO NMpU XpoHudeckom muenoseiikose (XMJI) ¢ nosBieHueM B
Knetke TUpo3uHKMHa3sl BCR-ABL cBsizaHa ee omyxoisieBas TpaHC(opMalus,
NpUBOASAMIAS K YCWJICHHOW mnponudepalny, IOAABJICHHUIO aloNTo3a, BBIXOAY
HE3peJbIX NPEeALIeCTBEHHUKOB B KPOBb, HX 9KCTpaMeay UIpHas AUCCEMHHALN, a
TNIOSIBJIEHME HOBBIX XPOMOCOMHBIX abeppalMif, MyTalMd TI'€HOB TMPUBOAUT K
HEeMHHYeMOM mporpeccud  GonmesHu u3 XpoHumdeckodl ¢assl (XP) B (assl
akcenepauuu (PA) u OGnactHoro kpuza (BK). Ilockonabky O0JBIIMHCTBO
nauueHToB (80-85%) nuarHoctupyiorcs B X®, KpaliHe BaXXHBI BOINPOCHI
CBOEBpEMEHHOM auarHoctukd XMJI, nporHo3upoBaHusi, MOHUTOPUHIA, JIEYEHHUS,
npeonosieHust pe3ucteHTHocTH (15-20%) u  ObicTpast cmeHa 3(deKTUBHON
Teparuu, Ui MOJYyYEeHUSI ONTHMAIbHBIX pe3yIbTaTOB IPU BEAEHWH 3TOM IPYIIIbI
OOJBHBIX.

B Hacrosmee Bpems snuaeMuonoruyeckue uccneposanuss XMJI B
pa3IMYHBIX PErMOHAaX, BOIPOCH BOZHUKHOBEHHUS M IPEOIOJIEHHs] PE3UCTEHTHOCTH
npu Tepanuu HHrubuTopamu tuposuHkuHas (UTK), onpeneneHus MyTalHOHHOTO
craryca rera BCR::ABL, reHOMHO} HeCTaOUIBHOCTH, NEPCOHU(DUIMPOBAHHAS
TAaKTUKa BEJEHUS MAIMEHTOB IPEJCTABISAIOT aKTyalbHYIO MNpodieMy, a HX
pelIeHre I03BOJHUT CYLIECTBEHHO IOBBICHTh Ka4yeCTBO M MPOAOJDKUTEIHLHOCT
KU3HH, YIIY4IIUTh JIEYeHHE U IPOTHO3 VIS IAHHBIX TALHEHTOB.

HTorom BBITIOJHEHHS JUCCEPTALMOHHOrO uccnenoBanusi Psabuukooii H.P.
SIBHJIOCH COBEpLIEHCTBOBaHME OKAa3aHMsS MEIMLMHCKOM momomy GonbHbiM XMJI,
ONMTUMHU3ALHs TIPOTHOCTUYECKMX KPUTEPHEB TeueHMs 3a0oNeBaHWs Ha OCHOBE
aHanmsa osrnunemuonoradeckux (2000-2020rr), KIMHUKO-TE€MaTOJIOTHYECKHUX,

MOJIEKYISIPHO-T€HETUYECKUX noxasaTeneﬁ, KOMIUIEKCHOM OLIEHKU KJIWHUKO-

reHeTHUeCKHUX accouuanuii B Pecrry6iuke bamkoprocraH.



JluccepraHTOM ¢ T1OMOLIBIO COBPEMEHHBIX METOJOB HCCIIE0BaHU,
BKIIIOYasi TE€HETHYeCKHe, B COYETAHWM C BBICOKOMH(OPMATHBHBIMH METOAaMU
CTaTUCTHYeCKOM 00paboTku Marepuana, IOKa3aHo, 4To B PecrmyOmuke
Bamkoprocran pacrer koHTuHreHT namuentos ¢ XMJI, omHaKo, oTMedaeTcs M
poct (mo 32%) GonbHbIx ¢ Heynauei Tepanuud UTK , BbisBieHbI 4 XapaKTepHbIe
Mmytauuu B reHe BCR::ABL, ycraHoBneHa accoupanus MOJTHMMOP(HOro JIOKyca
rena hOCT1(rs683369) ¢ kpuTepusMu pucKa, PE3UCTEHTHOCTHIO K TepamuH,
o0wIeH BEDKMBAEMOCTBIO, YTO MO3BOJISIET ONTHMMU3MPOBATH KPUTEPUHU TPOTHO3a M
PacKpbIBaeT HEKOTOPbIE NATOrEHETHYECKUEe MEXaHU3MBbI Pa3BUTHUSI PE3UCTEHTHOCTH
K Tepanuu UTK 6onpubix XMJL.

ABTOpPOM Ha OCHOBE MOJIyYEeHHBIX pe3yJIbTaToB OMMy0auKoBaHO 20 HayYHBIX
pabor, B ToM uKcie 9 crateit B xypHanax pekomennoBanHbx BAK MunucTepcTsa
HayKH U BbiciIero obpasoBanus Poccuiickoit ®enepanuy .

Belle u370)XKEHHOE JIOKa3blBaeT BBICOKYIO CTENEHb aKTyaJbHOCTH,
MPaKTHYECKON 3HAYMMOCTH M HayYHOH HOBU3HBI pabOTHI.

Llens u 3amaum 4eTko chopmynupoBansl. O6bemMa MaTepHana J0CTaATOYHO
JUIl BBIHECEHHMS OOOCHOBaHHBIX BBIBOJOB. MeTozipl HCCIE0OBaHUsS TOYHBI,
COBpEMEHHBI 1 [I0JJ00PaHbI B COOTBETCTBHH € 3a/1a4aMK UCCIIE0BAHUS.

Uzyuenue aBropedepara MO3BONSET CUUTATh, YTO MONYYEHHBIE PE3yJIbTAThl
SIBIISIFOTCS IOCTOBEPHBIMH, OCHOBAHHBIMH Ha IOCTaTOYHO BHICOKOM METOANYECKOM
ypOBHE paboTEI.

BbIBOIBl M TNpAaKTHYECKHe PEKOMEHJALMM JIOTHYHO BBITEKAIOT U3
BBINIOJIHEHHOM paboThl. [Ipd 9TOM BBIBOMIBI MOJNHOCTBIO COOTBETCTBYIOT 3a/a4aM
HCCIIeJOBaHHS.

[IpakTHyeckre peKOMEHIalMi OCHOBAHbI Ha NPOBEICHHBIX HCCIIEN0BAHHUAX
1 0611a1aroT 6€3yCI0BHOM 3HAYMMOCTBIO JUISl IPAKTHYIECKOro 31paBOOXPaHEHHUS.

3ameyaHuil 10 TIPeICTaBIeHHOMY aBTOpe(epary Her.

Bsisoj. luccepranuonHas paGora Pabunkosoit Hanper PadasieBnsl
«KTMHHKO-FeHeTHIECKHe acCOLMali IIPH XPOHHYECKOM MHEJIONeHKo3e» 0

CBOeit aKTyanbHOCTH, HayYHOH HOBU3HE, METOAMYECKOMY YPOBHIO, TEOPETHYECKOH



M MpPaKTMYECKOM  3HAYMMOCTH  COOTBETCTBYIOT ~ BCEM  TpeOOBaHUAM,
npenvsasiseMbiM 1. 9-14 «[lonoxeHus o MoOpsiike MNPUCYKACHUA YUCHBIX
creneneii» (nocranoBnenne IlpaButensctBa PO or 24 centsabps 2013 rona
No842), ¢ u3menenusMu nocranossenus [IpasurenscTsa Poccuiickoit Penepatuu
or 21 ampens 2016 r. Ne 335 «O BHecennn wu3meHeHuidd B Ilonoxenue o
TIPUCY)KIAEHUM Y4eHBIX CTerieHeii», a ee aBTop — Pa6uukosa Haupa PadasnenHa
NOCTOMHA MNPUCYXICHHUS Y4YEeHOW CTelNeHHW KaHAuJaTa MeJMLMHCKMX HaykK TIIo

cneuuanbHocTy 3.1.28 — ['emaronorus u nepejarBaHie KPOBH.

CorJacen Ha c6op, 06paboTKy, XpaHeHue U pasmelleHue B ceTh «HTepHeT»
MOMX MEPCOHANBHBIX HaHHBIX (B COOTBeTcTBUM ¢ TpeboBanusmu [lprikasa
Muno6pHayku Poccun Ne 662 ot 01.07.2015 r.), HeoOGXOAMMBIX Ul pabOTBI

mucceptanponHoro cosera /1 208.073.01.

3asenyrouuii kadeapoit U KITMHUKON rOCIIUTAIBHOH Tepaniu
C KypcaM MOJIMKJIMHIYECKOH Teparuy U TpaHC)y3UOIIOoriH,
naypeat npemuu IlpaBurenscra PO,

JI.M.H., Tpodeccop
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JaBbIAKUH I/IlI‘Opb JleoHngoBuY

desiepaibHOE roCy1apcTBEHHOE OIOUKETHOE 00pa3oBaTe/IbHOe yUpeKICHHE
BbIcIIero oopasosanus "CamMapcKuii rocy/1apCTBEHHBIH MEUIIUHCKUH
yHuBepcuteT"

MunwncrepcTBa 3apaBooxpanenus Poccuiickoit @enepaumu. Aapec: 443099,
Poccuiickas ®enepauus, r. Camapa, yn. Yanaesckasi, 89. Konrtaktupil Tenedon:
+7 (846) 332-16-34, e-mail — info@samsmu.ru.
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