OT3bIB

na asropedepar nuccepranmu ToGoeroit Mapraputsl XeTaroBHsl Ha TeMy: «/luarnocruka u
neqgenne MutYH-acconpupoBaHHOr0 MOJMII03a», IPEJICTABICHHON K 3allMTe HA COMCKaHHE
y4eHOH CTEeMeHH KaHuaTa MEIUIUHCKIX HayK 110 crienuansHocTsM 3.1.9— xupyprus, 1.5.7 —
reHeTHKA.

MutYH-accouuupoBanubiii nonuno3 (MAII) — 3T0 HacaeCTBEHHBIH CHHIPOM, KOTOPBIH
XapaKTePH3YEeTCs Pa3BUTHEM MHOKECTBEHHBIX ITOJIHIIOB B TOJICTON KHIIKE C BRICOKMM PUCKOM (JI0
80%) BO3HHKHOBEHHUs KOJIOPEKTAIBHOIO paka Ha UxX (hoHE MPH HECBOCBPEMEHHOM BBIIIOTHEHHH
XHPYPrHYECKOro BMelarenberBa. YacToTa, CHEKTp M XapaKTep HacjeoBaHUs MyTalHil reHa
MutYH B Poccuiickoif momymsiMuM MpakTHUeCKH He H3ydeHbl. He omnpenenen nepuoj
03J1aKOYECTBIICHUS IIOJMIIOB, YTO OYEHb BAKHO JUIS OIpe/eieHUs] TaKTHKH XHPYPrHYecKOro
BMEIIATE/IbCTBA B IJIAHE OLEHKH BO3MOXKHOCTH BBITIOJIHEHHSI OpraHOCOXpaHHOro jedenus. Het
YEeTKUX KPUTEPHEB JUI CBOCBPEMEHHON [MAarHOCTHUKH, MOHHUTOPUHIA M JICYEHHs JaHHOH
KaTeropuu maiueHToB. Kpome Toro, B OTEYECTBEHHOI JUTEpaType MPAKTHUECKH OTCYTCTBYIOT
nyOJIMKaluu, MOCBAIIEHHbIE KIIMHUKO-TeHeTHYecKoit kaptuae MAIL

Pabota ToGoepoit M.X. nocpsiiena pa3paboTke alrOpUTMa JHArHOCTHKH, MOHHTOPHHIA
1 JICUEHHS PEAKOT0 HACIeACTBEHHOr0 CHHIpoMa - Mut Y H-accontmupoBantoro nonaumnosa (MAIIL).
B Poccuiickoit ®Denepanun BrepBble ObUIO MPOBEACHO HCCIEIOBAHHE, HAIpPaBIEHHOE HA
U3y4ECHHUE U BbIABJICHHE KIMHUYECKUX U TeHETHUCCKHX ocobennoctelt MutY H-accollHupoBaHHOIo
[OJIUI03a B POCCUMCKON MOIIYJISIIHUY HAaIUEHTOB.

B pabore mnoapoOHBIM 00pa3oM pOaHAIU3UPOBAHEl KIMHHYECKHE OCOOCHHOCTH
3aboneBaHMs  (BO3pacT  JAMArHOCTHKH, KOJMYECTBO  IIOJHIIOB, HaTroMopdosornueckue
XapaKTepHUCTHKH, 0COOCHHOCTH KolslopeKraibHoro paka Ha ¢one MAII). Tax xe npoeieH
CHCTeMaTHYeCKHi 0030p M MeTaaHaIU3 JaHHBIX JTUTEPATY Pl 0 XUPYyprudeckoM geueuun MutYH-
aCCOIMMPOBAHHOIO MOJIUIIO3A.

Uccnenoranue 0cCHOBAHO Ha M3YYEHHH KIMHHYECKOH KapTHHEBI, CeMEHHOro aHamHesa H
reHeTHYeCKoro npoQwis 24 malueHToB ¢ Juar€o3oM MutYH-accollMUpoOBaHHOIO I10JIMII03a.
MAII — 5To penkuii HacneJCTBEHHEIH CHHAPOM M JUIL TOTO, YTOOBI IIPOBECTH KOPPEKTHOE
UCCIIeZIOBAHUSL aBTOPOM IIpoBefieHa Oonpmas pabora 1o Habopy mnamueHtoB. Eme Ha
HOATOTOBUTEILHOM 5Tale HeodXoauMmo ObpUI0 0TOOpaTh MALMEHTOB € HACIEICTBEHHBIMU
CUHJIPOMaMH, CPEeIU HHUX IPOBECTH HETaTHBHYIO CENEKLHIO Ha NpeaMeT MyTaluil Hauboliee
pacrmpocTpaHeHHOH (OPMbI HACIIEACTBEHHBIX CHHIPOMOB ¢ MyTanueit rena APC u TosbKo mociie
sroro B rpynne APC-HeraTHBHBIX NaIMEHTOB HalTH O0JpHBIX MutlY H-acCOIMUpPOBAHHBIH
nomumo3. HMexomst m3 sroro, rpynma OomsHBIX MAII M3 24 manmeHTOB mNpeacTaBiseTcs
AOCTATOYHO IPEACTABUTENBHOM MW  pe3ynbTaThl HX  HMCCICAOBAHMS KOPPEKTHBIMH H
000CHOBAHHBIMH.

Oco0oe BHUMAaHUE YAEISUIOCH CEMEHHOMY aHaMHE3y ITalUeHTOB. bbpllo BLISBIEHO, UTO Y
15 (62,5%) manueHTOR MPOCIEKUBAICA OTATONICHHBIA HACIeICTBEHHbIH anamiue3. M3 Hux B 9
CEMBSIX MPOCIICKUBAJICS ayTOCOMHO-AOMHHAHTHBIH TUI HAacIeI0BaHUA B 2 1 60Jiee TOKOJICHUSIX,
B OCTa/IbHBIX 6 ceMbsX HadMoaacs ayToCOMHO-PEIECCHBHBIN, THII HacnepoBanus. Kpome Toro,
u3 11 cemeil mpocreKTHBHOM rpyisl OblI0 00caeroBano 8, mpu 3ToM y 10 poacTBeHHHKOB ObLITH
BBISIBJIEHBI MOHOQJLICNbHBIC MYTAllUH, Y 2 POJCTBEHHHKOB — OHaJICNIbHBIE MYTallMd B IEHE
MutYH. D10 OYeHb BaXHBIH pe3yabTaT, MOCKONBKY CUHTaioch, 4to Uit MAII Haubosee
XapaKkTepeH ayTOCOMHO-PELECCUBHBIN THUI HaciejoBaHUsA. Bpicokas wacrora MyTalMid reHa
MutYH B Poccuiickoil monyJisiiiy ¢ JJOMUHAHTHBIM THIIOM HacJe0BaHUsl UMEET TaKKe BaKHOe
3HA4YEHUE B FEHETUYECKOM KOHCYJIBTHPOBAHUU M OIpelesseT HeoOXO0IUMOCTh 00Cie/10BaHus
OurpKaluX PoICTBEHHUKOR TIAIIHCHTA.

ITo pesynbraram IpOBEIEHHOIO MOJICKYJIIPHO-T€HETUYECKOTO UCCIIEIOBAHUS, OTMEUEHO,
410 yacTora 2 MucceHc-myramuit (p.G382D u p.Y165C), KoTOphIe BCTPEUAIOTCS Y €BPOIICHIICB 1
ceBepoaMepukanieB mpumepHo B 80% ciydaeB B BHIOOpKE POCCHHCKHMX MHAIMEHTOB ObliIa
3HayuTenpHo Hke — 28% um  17%, cooTBeTcTBeHHO. Takke BaKHOH OCOOEHHOCTHIO



00ce1oBaHHBIX OO0JIHBIX SBJISIETCS BBICOKAs BCTPEUYaeMOCTh 2 JIPYIMX H3BECTHBIX paHee
muccenc-mytamuit: p.G169D u p.R231H, xoropste Berpermmuch B 15% m 13% ciydvaes,
COOTBETCTBEHHO. JTH JIaHHBIE YKA3bIBAIOT HA BBICOKYIO BEPOATHOCTE (P PEKTa OCHOBATEA ITHUX
2 myrtanuii B Poccuu. Kpome Toro, BIiepBble B MHPE ONHCaHbl 2 HOBBIX BapHaHTa: MHUCCEHC-
mytamust p.R293P, a tawke pemenus ¢.903delA. Kpome storo, B paboTe TIIATENIBHO MPOBEJICH
aHATH3 TAKUX KJIMHUYCCKAX XapaKTEPHCTHK, KaK IIOMHIBI TOJICTOM KHIIKH (KOJMYECTBO,
JIOKaIH3aIus, MOp(OIOrHYecKUe XapaKTePHCTHKH), CHHXPOHHBIH B METaXPOHHBIH paK TOJICTOH
kumkd Ha poue MAITI, BHeKHIIEUHBIE TIPOSBICHHUs 3a00/1eBanns, a TakkKe KIMHHYCKas KapTHHa
y MAIHEHTOB C MOHOAILTEIHHBIMH MyTaIluAMH B rene MurVH.

BBIBOZIBI M TMpakTHYECKHE PEKOMEHIAIMH COOTBETCTBYIOT IIOCTABICHHBIM 3aJaydaM,
MaTepHaiaM HCCIIe0BaHus i 000CHOBaHBI. J[0CTOBEPHOCTH H 000CHOBAHHOCTb HAYYHOM paboThI
ompejenseTcs JAOCTaTOYHOM BBIOOPKOIT MAlMEeHTOB, aJeKBaTHBIMM 3aJadaMM HCCIIENOBAHUSA H
BBIOOPOM  KJIIMHUKO-I1a0OpaTOPHBIX M MHCTPYMEHTAIBHBIX METOMHMK. Fcmons3oBaHHbIE
COBPEMEHHBIE METO/bl CTATHCTHYECKOH 00padOTKH TO3BOJSIOT OLIEHHTH JOCTOBEPHOCTD
HOJIy4YCHHBIX PE3yIbTATOB.

Asropedepar auccepranmuu ToGoepoit M.X. Hammcan 1O TpaJULHOHHOH cXeMe H
IOJHOCTBIO OTPaKAaeT BCE OTallbl NpPOBeAcHHOH paborel. B aBropedepare oTpakensbl
AKTYaJIbHOCTh M30paHHON TeMbI, KOPPeKTHO (GopMyIHupyeTcs Ledb M 3a7add HCCIC/I0BaHMI,
XapakTepu3yeTcs HayyHas U [paKTHYecKas 3Ha4uMOCTh paboThl. 3ameuaHuii 1o asropedepary
HET.

Taxum oGpazom, auccepranumonnas padora Toboesoit M.X. Ha temy: «Jluarnoctuka u
nedyenue MutYIH-accOIMUPOBAHHOIO ITOJIHUII03a, COOTBETCTBYET KpuTepusaMm 11. 9 «llonoxenus o
NPUCYKICHUM YUCHBIX CTeNeHel», YyTBepKJEHHOTo mocraHopieHueM IIpaBurenscrBa
Poccuiickoii ®enepanuun ot 24 centsadps 2013 r. N 842 (B penaxknusax Ilocranosienus
IlpaBurenscrea PO or 21.04.2016 r. N 335, or 01.10.2018 N 1168), npeapaBaseMbIM K
JHccepTalMsIM Ha COMCKaHHE YYeHOIl cTelmeHd Kaujaujara Hayk, a Toboesa Maprapura
XeraroBHa 3acily’KMBaeT MPUCYKICHUS CTENEHH KaHAMZATa MEIMIMHCKMX HayK II0
cnenanbHOCTIM 3.1.9— xupyprus, 1.5.7 — renetuka.

Coracen Ha cOop, 00paboTKy, XpaHeHHE U [epe/1ady MOUX [I€PCOHANBHBIX JaHHBIX.

JlokTop OMOIOrHYECKHX HayK,

3aBeyIOUIHi TabopaTopueil OHKOBHPYCOIOIHI

OI'BHY «Tomcxuit HanmoHATBHEIHA

Uccie0BaTeNbCKU i

MEIUIMHCKUM 1eHTp Poccuiickoit

aKaJIeMHUH HayK» JIntsaxoB Huxonait Bacunsesny

«F & é;szﬁ/z 2021r

IMonmuck 1.6.H. JlutBsaxosa H.B. «33136]35[563)

Havansnuk otena kaapos E.JI TTomuydapora

«H» Abrete il 2001r
[74

Anpec opraHuszaluu; \ i
634009. r. Tomek, nep. Kooneparupheiii 5. N OHCR
Ten. kanuenapus: 8 (3822) 51-33-06, 8 (3822) 46-95-66
takc: 8 (3822) 28-26-76

e-mail: center@tnime.ru

caliT: www.tnime.ru



