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Oxkos0 3% cayyaes paka :xeaynka (PIK)
CBSI3AaHBI C HAaCJeICTBEHHOH IpeapacnosoKeH-
HOCTBIO. MoseKkyasipHble NPHYHHBI HacJea-
CTBEHHOH mpeapacmoJiokeHHOCTH K Auddys-
HOMY (mepcTHeBUAHOKJIeTOUHOMY) P/K cpean
poccuiickux 00JIbHBIX paHee He ObLIM U3YyYeHbI.
B HacTosimeii padore mpoBeIeHO MOJIEKYJISIpP-
HO-TeHeTHYeCKoe HCCIeoBaHue Y 9 npodaHaoB
¢ mepctHeBuAHOKJeTOUHbIM PXK. Ilouck Ha-
CJIeACTBEHHbIX MYTAaUMii NpPoOBOAMJICS B TeHe-
cynpeccope aupdysnoro PK — reme CDHI.
Hamu oOHapy:keHa HOBasi HacJieACTBeHHAsl MY-
Tanus (c.1005delA) u oauH peakuili BapuaHT
(c.2253C>T). YacTtoTa HacJeICTBEHHBIX MYTa-
UM B BbHIOOPKE POCCHICKHMX NALMEHTOB COCTAa-
Buiaa 1/9 (11,1%).

KuroueBble cjioBa: HacjelcTBeHHbIH 1udPy3-
HBIH pak sKeJylKa, MyTalliH, TeH-CyIlpeccop

CornacHO MEXIyHapOTHBIM JaHHBIM, B 2012 1.
PX 3anuMan mecrtoe MecTo mo 3a001eBaeMOCTH H
TPEThe MO CMEPTHOCTH CpPEAM BCEX OHKOJOTHYE-
ckux 3aboneBanuid [20].

Jns cyXneHus O maroreHe3e paka >Kelyaka
U pa3paboTKu Mep ero NpOPUIAKTHKHA TPHUHS-
Ta kiaccudukarus Lauren, mpemyiokeHHass UM B
1965 1. [17]. CormacHo 3To#t Kiaccupukammm PIXK
MOAPA3ACISICTCS Ha 2 TUMA: UHMECMUHANbHLIN U
ouggysuwiii. Unrectunanpubiii Tun PX npexcras-
JIeH aTHMHWYHBIM JMHTEINEM C XOPOIIO BBIPaKEH-
HBIM JKEJIe3UCTHIM PUCYHKOM. BoO3HUKaeT OH, Kak
MpaBmIoO, Ha (DOHE aTPOPUIECKOTO racTPUTA, Jallle
BCTpEUACTCS Y MYXKUYMUH TMOXHUJIOTO BO3pacTa, pac-
roJiarasick B KapAHaJIbHOM OTAene. B okpyxeHun
ONyX0JH OOHAPYXUBAIOT BBIPAXKEHHYIO MeTarlia-
3ur0 KumedyHoro tuma. CemeiHBIH aHaMHE3 MpH
stom tune PX e mpocnexwuBaercs. [uddy3Hbrii
TUN TPEJCTABICH MEPCTHEBUIHBIMU KJIETKAMMU.
Berpewaercs pexxe mHTecTHHANBHOTO (OKONO 30%
OT 001Iero yuciia CiIy4aeB), HE CBS3aH C KHUIIEU-
HOW MeTaruta3uel SIUTENus, OTIINYaeTcs UHQUIb-
TPATUBHBIM XapaKTEPOM pPOCTa M YaCThIM H3bs3-

BJIEHHEM oIyxond. YacToTa y My»X4YWH W KEHIINH
OJTMHAKOBA, TOSBIsETCA B Bo3pacte oT 30 (1 maxe
Menee) et [4]. Hns mamnoro tuma PXK moxer
OBITh XapaKTEepeH CEeMEHBII aHaMHE3.

IIpn wuccrnenoBaHWM TEHETHUYECKHUX MNPUYMH
muddysaoro tama PXX R.F. Becker m coart. B
BIIEpBble OOHapykuiau, 4To 50% NEepBHUYHBIX
muddy3aeix PXK umeror comarnyeckue MyTanuu
B reHe CDH1 [6]. 3arem Obumn 0OHapyXeHBI Ha-
cnencteeHnsle myTauuu B rene CDHI B cembsx
¢ muddy3saeiM PXK y mBowx m Oojee poICTBEH-
HukoB [7]. C storo momenta ren CDHI cranu
CUHMTaTh TeHOM-cynpeccopoM nuddysHoro ce-
MeitHoro PXK.

Jauusnii TeH pacrnonaraercs B 16-o0if xpomocome
16922.1 u Bxmroyaer 16 3x30H0B [15]. Kogupyemslii
9TUM TeHoM Oenok E-kamxepuH siBisieTcsl TpaHc-
MEMOpaHHBIM TIMKOIIPOTEHHOM, HrparonuM (GyH-
JAMEHTAJIBHYIO POJNb B MOAAEPKAHUU KIIETOYHOH
TG QepeHIUPOBKH, TOISIPHOCTH U HOPMAIbHOU
KJIETOYHOU apxuTekTyphl [10], a Takke, BOBIEYEH
B KauecTBe perenropa B Ca-3aBUCHUMYIO MEXKIIe-
TOYHYIO aare3uro [14].

B 1999 rogy MexnynapoausiM Koncopunymom
no Paxy Xenynka (IGCLC) 6sutu BBenensl Kpure-
pun HacieacTBeHHoro audQy3Horo paka kemyaka
HAPX) [9]:

JBa cmydas muddysHoro paka xemyaka y pom-
CTBEHHHMKOB 1-2 CTENeHM pOJICTBa, MPU 3TOM Y Of-
HOTO W3 OONBHBIX pak MOJDKEH OBITH THAarHOCTHPO-
BaH B Bo3pacte 10 50 yer.

Tpu (unu Oomee) ciayuas auddysHoro paxa
JKeITyKa Yy POJCTBEHHHKOB 1-2 CTENeHHW pOJCTBa,
HE3aBHCHUMO OT BO3pacTa.

OpHako ¢ HAKOTUIEHHEM HOBBIX NAaHHBIX OTHO-
cutenbHo HJIPXK BBOgMIMCH AOMOMHUTENBHBIE KPU-
TEpUU CEMEM, C TMOBBIIIEHHON BEPOATHOCTBHIO MMeE-
romux Mytanuu B reie CDHI. Tak, B 2005 romy
A. Brooks-Wilson u xoieru [8], mpoaHaiu3upoBas
AMEIONIYIoCS K 3TOMY BPEMEHH HWH(OPMAIHIO II0
XapaKTEepUCTUKaM ceMeil C HaclIeZACTBEHHBIMH My-
tanusiMu B reHe CDHI, mpemioxxuiy 1omoTHeH S,
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Kacalollrecs paHHero BO3pPacTa BO3HUKHOBEHHSA
muddysaoro PXK u ciydaeB pakoB Apyroi Joka-
JIN3aIUU B CEMBE.

B 2010 . MexnayHapogHBIM KOHCOPITHYMOM
mo PXX Obutm mpHHATBL KpUTEPUHM HACIEICTBEHHO
muddysnoro PXK [12]:

1. JIpa wmu Gonee ciydaeB PXK B cembe y pon-
CTBEHHHMKOB NEPBOIl CTENEHU POJACTBA, OAMH U3 KO-
TOpbIX muy3HBI W THArHOCTHPOBAH B BO3PACTE
1o 50 ner.

2. Tpu nnmm Oonee cmydaeB auddysnoro PXK B
CEMbE Y POICTBEHHHUKOB IE€PBOH-BTOPOH CTENEeHU
pOZACTBa, AMATHOCTHPOBAHHBIX B JIIOOOM BO3pacTe.

3. UanuBuayaneHbll ciydait mudgysaoro PXK,
JIMarHOCTHPOBAaHHBIM B Bo3pacTe a0 40 jer.

4. Y onHOrO wieHa CEMbU JAWArHOCTHPOBAH
muddysueiii PXK, a y apyroro DoibKOBBIH pak Mo-
JIOYHOU KeJe3bl, JIIOOOW W3 PaKoB JIOJDKEH OBITh
o 50 nert.

K HacrosimeMy MOMEHTY BO BCEM MHUpE OOHapy-
>)keHa Bcero 121 HacnencTBeHHas MyTallds B TE€HE
CDH]. Tlpu 3T0OM HEOOXOAUMO OTMETUTH, YTO JUIS
JAHHOTO T'eHa He XapaKTepHBI «TOpsYre YIacTK»,
a 3HaYUT HEO0OXOIMMO HCCIENOBaTb BCE €ro K-
30HHBIE oOmactu. Kpome Toro, mpu uccieqoBaHUN
rera CDH 1, HeoOXOAMMO yYUTBIBATh, YTO B PA3HBIX
MOMYJALUAK, YacTOTa HACJIEACTBEHHBIX MyTaluil
Bapsupyer ot 0 mo 40% [3]. Bompoc o wactote
myTaimii B rene CDHI B BBIOOpPKE POCCHHCKHX
6onbHbIX nuddy3HsM PXK 10 HacTosiero MmomeHTa
OCTaBaJICs OTKPBITHIM.

Kpome mytanmii, B8 rene CDHI npu PX oOHa-
PY)KEHBI PEIKHE M YacTble OAHOHYKJICOTUAHBIE I10-
TUMOpP(QU3MBI, 3HAYEHHE KOTOPBIX IOJHOCTHIO HE
BBIsICHEHO [21].

B nacrosmeli pabore npeanpuHITO CHCTEMAaTH-
YECKOe HCCIIEIOBaHHE BapHAHTOB IeHa-Cylpeccopa
muddysHoro paka xxenyaka — CDHI cpenu poccuid-
CKUX MAI[MEHTOB.

MaTepI/Ia.]'l H METOAMKA

HccnenoBannas BeIOOpKa BKIIouana 9 0onbHBIX Auddys-
HeIM PXX. OTOOp OOJBHBIX OCYIIECTBIISUICS, MCXOAS U3 IHa-
rHo3a muddysnoro PXK, BozHukmiero B Bo3pacte no 40 jer,
WIN TPUCYTCTBUS B CEMbE JIPYTMX pOJACTBEHHHMKOB c PXK.
Bospact B MomeHT amarHosza PXK y mpoGanna mpencraBieH
B Tabm. 1. B OompmmHCTBe citydaeB OonpHble PXK Obumm
BKJTIOYEHBI B BBIOOPKY HEMOCPEACTBEHHO IOCIE yCTaHOBIIE-
HUS AMArHoO3a.

JHK u3 numbonnToB nepudeprudeckoil KpOBU BHIICIISUIN C
ucnonszoBanneM Habopa «I[TPOBA-I'C-TEHETUKA» ¢upmsr
JIHK-texnonoruss. Metonom mnonuMepasHoOi LEMHOH peakiuu
C HCIONb30BaHUEM 16 map ImpaiiMepoB aMIUTU(UIMPOBATH BCE
16 sx30H0B reHa CDH1 ¢ mpuMBIKaIOIUMH YacTIMH HHTPOHOB
(50 — 100 m. u.) [7]. BapnaHTbl IEpBUYHON CTPYKTYpHI aM-
mwmdunupoBaHeix GparmentoB JTHK rema CDHI BwIsBISIIH
C TNOMOIIBI0 KOH()OPMALMOHHO-YYBCTBUTEIBHOTO 3JIEKTPO(O-
pesa. Dnekrpodope3 npoomuid B 10% moauakpriIaMuIHOM
rene. @parmentsl JJHK ¢ amexrpodoperndeckn oOHapykeH-
HBIMH BapHaHTaMH TEPBUYHOI CTPYKTYphl CEKBEHHPOBAIU IO
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CrarucTudeckyro 00pabOTKy MONYyYEHHBIX MAaHHBIX MpO-
BOJWJIM C MCIIOJIb30BAaHUEM TOYHOro Kputepus Oumepa. s
pacueToB WCIONIB30BalM Iporpammy Statistica 6.0.

Pe3ynbTaTrhl H 00CYKIAEHUE

Hus orbopa mamueHtoB ¢ auddysaem PX
WCIOJb30BAIUCE  KPUTEPUH  HACIIEACTBEHHOTO
muddysnoro PX, ompenenennsie MexmyHapon-
HbIM KoHcopumymoM 1o PX (IGCLC) [9] ¢ mo-
cnenyromuMu  gonoiaHeHusmMu [12]. Beero Obuio
HCcCcIenoBaHo 9 ceMel, OTBEYalOUINX KPUTEPHSIM
HacnencTsenHoro audgysnoro PX. Xapaxrepu-
CTHKa TpOOAHAOB M HX ceMeil NpeicTaBiIeHa B
tabn. 1. Kputepusm 1 u 2 ynosaerBopsier 77,8%
cemeii (tabn. 1). [IBoe OonbHBIX (22,2%) HE uMenn
poncTBeHHHKOB ¢ PJK, ogHako coOTBETCTBOBAIM
KpUTEpUI0 3 — WHAMBHUAYaJbHBIA ciydall aud-
¢y3noro PX, amarHoctupoBaHHBIN B BO3pacTe 10
40 ner.

Y 9 npobanmoB BBIOOPKH HaMu ObLIa M3ydeHa
MEPBUYHASL CTPYKTYpa BCEX KOOUPYIOLIMX 3K30HOB
rena CDHI. B 3tom reHe Obul0 OOHapyxeHo 2
TeTepPO3UTOTHBIX BapHaHTa, OAWH W3 KOTOPBIX SIB-
JSIeTCs PEAKUM TOJIMMOP(QHU3MOM, a BTOPOH HOBOM
MyTalueHn.

Penxuii Bapuant ¢.2253C>T, oOHapy)eHHBIN Y
npobanga /12 B 14 sx3oHe rena CDHI, ue mnpu-
BOIUT K 3aMeHe aMuHOKHCcIOTHL. CoInacHo Hc-
cnenoBanusiM W.F. Bodmer u coasr. [10], penkue
BapUaHTHl T€HOB MO)XHO paccMaTpuBaTh KaK HH3-
KOTIEHETPaHTHBIE (DAaKTOPHl pPUCKA BO3HUKHOBEHHUS
3a0oneanust [11]. [To mamwemM Y. Zhang uwacro-
Ta OOHapyXeHHOTO Hamu BapuaHTta c.2253C>T B
rene CDHI Oblma ITOCTOBEpPHO IOBBIIIEHA Yy Ta-
nueHToB ¢ PXX, B upux cembsx Obuto 2 u Oolee
MOPaKEHHBIX POJICTBEHHUKOB [p<0,05; OR= 3,19
(1,29-7,91)] B Bo3pacte 50 m OGomnee et [22].
Huddysaeni PXK y manmuenTta 12 muarHoctupoBaH
B Bo3pacte 48 yet, a y 000HUX €ro poJCTBEHHUKOB
rocie 50, TakuM 00pa3oM, CPEIHHUA BO3PACT BO3-
nukHosenus PX B cembe coctaBun 61 rox. Yuu-
THIBasi BCE OMHCaHHBbIC (PAKTHI, HENb3sI UCKIIOYUTD
MATOT€HHOTO ACWCTBUSA JaHHOTO BapuaHTa y Ha-
nuenTta J2.

Mytamus c.1005delA Obuta oOHapyxeHa HaMHU
BriepBble. JlaHHast MyTanusi Oblia BBISIBICHA Y MPO-
6anma /19 B BO3pacte 28 jer (puc. 1,2).

[Ipu racTpockonMYecKOM HCCIENOBaHUM Y 3TOH
ManMeHTK Obul oOHapyxkeH aud¢ysneii PXK Ha
paHHell craguu. Y TPOMX €€ POACTBEHHHMKOB TaK-
ke Ob1 auarHoctupoBaH auddysseii PXK B BO3-
pacte g0 50 mer; TakuM 0Opa3oM, CPETHHWHA BO3-
pacT Bo3HHMKHOBeHHs PXK B cembe cocraBun 36
net. Mytamust ¢.1005delA 6pita oOHapykeHa Uy
MOPaKCHHOW TETH MAalMEHTKH, YTO TOBOPUT O €€
HaCJIEZICTBEHHOM XapakTepe.
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Ta6nuua 1. [laHHble N0 UCCNeaoBaHHbIM NMauueHTam

BospacTt
MpoBan B MOMEHT g’?ggrepf'( Kputepum BapuaHT B
p A amnarHosa BO3pAcT HOPX reHe CDH1
HOPX
¥ 59 PX —46 | ourepuit 1 |-

PX — 74, . €.2253C>T
hz 48 PX — 61 | Kputepnid 1| 4y S aom)
a3 57 PX — 50 Kputepuin 1 | -
na 36 PX — 40 Kputepun 1| -

4 PX —

As 36 34, 20 Kputepun 2 | -

42, 68
6 16 - Kputepuin 3 | -
a7z 16 - Kputepun 3 | -

A8 26 PX — 56 Kputepun 1 | -

3 PX — 26 . c.1005delA

a9 28 43, 48 Kputepuin 2 (7 aKk30H)

Hailinennas myranus pacrnonaraercs B y4acTKe
reHa, KOOUPYIOLIeM SKCTPALeIUTIONSPHbIA OeNTKOBBIN
JIOMEH, B KOTOPOM Ha JIJaHHBIH MOMEHT OOHapyKe-
HO Ooyiee MOJOBUHBI BCEX OIMCAHHBIX MYTAIHH.
Mytauust ¢.1005delA npuBOAMT K CABHTY pPaMKH
cunThIBaHUsA. V3 BCeX THITOB MATOTEHHBIX MYTAITHIA,
00HapyXeHHBIX K HACTOSIIEMY BPEMEHHU 3TO TaKXKe
HaubOosiee yacteiii BapuanT [20]. Yactora myTaruit
B BBIOOPKE POCCHHCKHX TANWEHTOB C AU(PQPY3HBIM
tuniom PXK cocraBuna 11,1% (1/9).

P
48 e

P
43 roaa

P

28 1e1

Puc. 1. PopgocnoBHas cembu ¢ HacnepgosaHmeMm mytauum c.1005delA
B reHe CDH1

Puc. 2. CukBeHC 7 koaupytowlero ak3oHa reHa CDH1 y naunenTa O9.
Crtpenkoii ykadaHa mytaums c.1005delA

B menom, GonbmuaCcTBO MyTarmii B rene CDHI
(70%) HaiieHO B CEMBAX, COOTBETCTBYIOIINX KpH-
tepusim 1 u 2 [3]. B Hameli BeIOOpKe MPUCYTCTBO-
Bajo 7 cemei,

COOTBETCTBYIOIIMX UMEHHO 3THM KPHUTEPHIM. Y
npobannoB Takux cemed B 30% ciyuaeB oOHapy-
xwin Mmyrtanuu B rene CDHI [13]. Yactota Mmy-
tanmii B TeHe CDHI cpeny HWCCleNOBaHHBIX paHee
ceMeil, COOTBETCTBYIOIMX KPUTEPHIO 3, cOCTaBUIA
okono 3 % [5]. CrnemoBarensHO, BEPOSTHOCTH 00-
HapyXeHus: MmyTaruu y npodangos 16 u 17 Hameit
BBIOOPKH ObLIa HEBEJHKA.

B psane pabor mo m3ydenuro BeIOOpok PXK m3
JpYTUX TOMYJISIUHA, CHOPMHUPOBAHHBIX TIO KpHTeE-
pusM HacnencTBenHoro auddys3noro PX, 6 1mo-
JTy4eHbl ONMM3KHe pe3yibTarhl. Tak, B HOMYISLUIX C
HanOoxbmel BerpedaeMocthio PXK (Smonust Kopes
n Kwuraif), yactora HaclIeICTBEHHBIX MYyTaIlHid CO-
craBiana okono 10%. Yacrora myranuil y mamu-
eHToB u3 lepmannu m Urammu cocraBmia 20-25%
[20].

Ha ocHoBaHny pasznuuuili 4acToT MyTaluil
B reHe CDHI, moiydeHHBIX Ha BBIOOpKaxX W3 pas-
HBIX TOIYJSIHM, HEKOTOPhIE aBTOPHI BBHICKA3BIBAIOT
MIPEINOJIOKEHNE O HANWYMH OOpaTHOW KOPPEISIIuu
YaCTOThI HACJIEJACTBEHHBIX MyTanuii B rene CDHI
C ypoBHEM pacnpoctpaneHHocTd PXK B momynsiiuu.
Kak mpennonaraior, B cTpaHax ¢ Hamboiee BBICO-
ko 3aboneBaemoctbio PXK (Snonus, Ilopryranms,
Kuraii) Mmoxxer HaOmomaThCsl HAUMEHbBINAs YacToTa
myTtanumii B reie CDHI. Hao6opoT — B cTpaHax ¢
HanMeHbirel 3aboneBaemoctrio PXK (CIIA, Kana-
na, AHIIMA) UMeeT MecTo OoJyiee BBICOKAs 4acTOTa
myTamuid B 3ToM TeHe [13]. OxgHako, maHHAs THIIO-
Te3a UMeeT W cinadble MecTa B CBS3HM C HAJIHIHUEM
KECTKUX CEMEHHBIX KPUTEpUEB OTOOpa W MallbiM
KOITMYEeCTBOM OOHAPYXEHHBIX B Pa3HBIX IMOIYIs-
OUSX HacleNCTBEHHbIX MyTaumid. HaGnromaemast B
Poccun wacrora PXK (36/100000) [4] moxeT OBITH
OLICHEHA KaK CPEIHS B PAAY APYTHX CTpaH (HarpH-
mep, CIIA — 8/100000, SAmonus — 69/100000)
[18]. Crartuctuyeckoe CpaBHEHHME HAIIUX JAHHBIX
C JaHHBIMH 1O HauboJee penpe3eHTATUBHOW BHI-
Oopke, B KOTOpoi dactoTa myranuid B rene CDHI
Obuta onHoW W3 Hambonbmux (14 oOHapy)KEHHBIX
MyTamuid B 42 cembsx [8]), He MOKa3pIBaeT 3HAUYM-
MOTO OTJIAYHSL.

B n00oM ciiyyae kak B HaiieMm, Tak W B 3a-
pPyOEXKHBIX WCCIEOBAHHUSIX HACJIEICTBEHHBIE MY-
taun B reHe CDHI He OOBSACHAIOT Bce Ciydau
HacnenctBeHHoro PXK, 4ro ykassiBaeT Ha HE0OXo-
JUMOCTh HCCIENOBaHUSA JAPYTUX T'€HOB-KaHAWJa-
ToB. OTHUM M3 TaKUX TEHOB SABISIETCS TeH 1pS3,
COMAaTHYEeCKHe MYTaIlMi B KOTOPOM HaOIromarTcs
IIpY MHOTHX THIIAX paka, BKIIOYAs PaK KeIyaka.
Kpome Toro, Hacnemyembpie MyTalid B 3TOM TeHE
NPUBOJAT K BO3HUKHOBEHMIO cuHApoma Jlu dpa-
ymenu (Li Fraumeni), mpu koTopoM BcTpedaercs
PX. Ipu uccnenopannu 34 mpobanmos ¢ H/IPX
0e3 myrauuii B rene CDHI, npoBeaeHHOM B [ep-
MaHWW, ObUTa BBISBIEHA OJHA MHUCCEHC-MYTAaIlHs
(3%) B rene Tp53 [16]. Ha atoii ke BBIOOpKE
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OBIT OCYIIECTBIIEH IMOUCK MYTallUd B JIPYyruX re-
Hax kKagmumatax — RUNX3 u HPPI. U3menenuit
NEPBUYHON CTPYKTYpHl NaHHBIX T'€HOB HE OBLIO
BBISIBIIEHO. B KauecTBe emne OAHOTO TeHa-KaHIH-
JaTa paccMaTpuBaeTcsl TeH-cymnpeccop SMADA4,
HACJIE/ICTBEHHbIE MYTallUM KOTOPOTO MPHUBOIAT K
IOBEHIJILHOMY TIOJIUTIO3Y, MPH KOTOPOM TaKXe Ha-
omonarorcs ciydan PXK [19].

Kpome Toro, PXK mMoxxer BcTpedarbcsi B CEMbSIX
C HaCJIEZICTBEHHBIM HETOJIMMO3HBIM PaKoM TOJICTOM
Knmky (cuHApoM JlnH4a), 0OyCIOBIEHHBIM MyTa-
uusmu reHoB MLHI v MSH?2 [2].

3aKkjoueHue

[IpoBeneHO MONEKYISIPHO-TEHETUYECKOE HCCIIe-
JIOBaHME BCEX SK30HHBIX obnacreil rena CDHI B
poccuiickoil BBIOOpPKE ManUeHToB ¢ AU((Y3HBIM
turiom PXK. B rene CDHI oOHapyeH peAakuil Ba-
puant c¢.2253C>T, anga KOTOPOro MOKa3aH IOBBI-
IIeHHBIN puck pasButus PX.

Mytamnus ¢.1005delA B rene CDHI oGHapy-
eHa Brepsble. Yactora myrauuid B rene CDHI
Yy POCCHICKHX TallUEHTOB C HACJIEICTBEHHBIM
muddysapm PXK cocraBuma 11,1% (1/9). Hammn
pe3ynbTaThl HE TO3BOJIAIOT CYUTATh YAaCTOTYy MyTa-
nuii B reHe CDHI cpenu OONBHBIX HACJIEICTBEH-
HeIM auddy3aeiM PXX B Poccum cHmkeHHON 1O
CPaBHEHHUIO C COOTBETCTBYIOIIMMH 4YacTOTaMHU B
OpYTUX TOMyNSALUUSAX € OJM3KUMHU IOKa3aTessIMU
3a00J1€Ba€MOCTH.

Pesynbrarel paboThl JEMOHCTPUPYIOT HEOOXOIU-
MOCTh HccienoBaHusd MyTauuid B reHne CDHI mpu
MIPOBEICHUH IUArHOCTHKHM HACJIEACTBEHHOM Ipen-
pacnonoxeHHocTH K auddyznomy tumy PXK.
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About 3% of cases of gastric cancer (GC) cases are due
to hereditary predisposition. Molecular causes of inherited
predisposition to diffuse GC among Russian patients have
not been studied. In the present work there was performed
the molecular genetics study in 9 probands with signet-ring
cell GC. Search of hereditary mutations was conducted in a
suppressor gene of diffuse GC — the gene CDHI1. We have
discovered a new hereditary mutation (c.1005delA) and one
rare variant (s.2253C> T). Frequency of hereditary mutations
in sample of patients Russian was 1/9 (11,1%).
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