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Cungpom Ileiitua-Erepca — peakmii Ha-
CJIeCTBeHHbIIl CHHAPOM, XapaAKTEPH3YIOMIHICS
HAJIU4YMeM TaMapTOMHBIX MOJHIOB B KeJIyl104-
HO-KMIIEYHOM TPAKTe M, KAK NPaBHJI0, KOKHO-
CJAM3HCTON mnurMeHranueii. BmepsBbie wuccieno-
BaHbl KJIMHUKO-T€HETHYECKUE XAPAKTePUCTHUKH
poccuiickux nmanueHToB ¢ cuHApoMmoMm IleiiTna-
Erepca. O0HapyxeHo 4 HacjieICcTBeHHble MyTa-
muu B rene STK11 y mpoGanmoB m3 6 cemeii.
Tpu U3 3THX MyTanuii He ObLIM ONHCAHBI paHee.
Kinunudyeckue 0co00eHHOCTH JAHHOM Tpynnbl na-
OHMEHTOB 3aKJIYAJINCh B YacTOM IOpPaKeHUH
MOJIMMAMM TOJICTOH KHMIIKH U Kejayaka (62,5%
H 75%, COOTBeTCTBEHHO) HApsAAy € TOHKOMH
KHMIIKOH; a TaKKe BbICOKOH BCTPEYaeMOCTBHIO
3JI0KAaYeCTBEHHbIX HOBOOOpa3zoBaHuii (62,5%).
OnucanHble 0COOCHHOCTH TMO3BOJISAIOT 3aIo10-
3puth cungapom Ileiitua-Erepca u pexomenjgo-
BaTh NpPOBeeHNe MOJIeKYJISIPHO-TeHeTHYeCKOro
HccJieI0BaHus.

KuroueBbie cioBa: cunapom Ileiitua-Erepca,
ramMapToMHuble noyunel, red STK11

Cungpom lIleiirua-Erepca — penkuii Hacnen-
CTBEHHBII CHHIPOM, XapaKTEpU3YIOUIUICS HaIN4U-
€M I'aMapTOMHBIX MOJIUIOB B JKEIyJOYHO-KUIIIEYHOM
TpakTe M, KaKk MPaBHIIO, KOXKHO-CIN3UCTOW MUTMEH-
Tanueil. Tunm HacliegoBaHUS ayTOCOMHO-IOMHHAHT-
HbIM. YacTtoTa BCTpEYaeMOCTH HAaHHOTO CUHApPOMA
coctraBisier 1:50000-200000 HOBOpOXKIEHHBIX [4].
[TpumepHo 95% OONBHBIX yXe C JAETCTBa HUMEIOT
MUTMEHTAINIO KOXXKHM BOKPYT PTa M CIU3UCTONH 000-
JIOYKU ILIEK, YTO CYIIECTBEHHO IIOMOIaeT B yCTa-
HOBJIEHMM JauMarfHoza. Kpome TOro nHUrMeHTHBIE
IIITHA B MJIAICHYECKOM BO3pPacTe MOTYT BO3HUKATh
B IMepHaHAILHOW O0NacTH, a TaKKe Ha TBHUIbHOU
W JIAIOHHOW CTOpPOHE KHCTEH W CTOIl, XOTA IOCie
MIOJIOBOTO CO3PEBAaHUS 3T ISTHA MOTYT HCUE3aTh,
ocTaBasch TONbKO Ha juie [2]. Okono 96% mamnm-
€HTOB MMEIOT XapaKTEpHbIE raMapTOMHBIE IOJIHIIEI
B TOHKOH KHIIKe, y 25% OONBHBIX OHM BCTPEUYAIOT-
cs B xemyake u 'y 30% — B Toncroi kumike [7].

[ToMuMO >KeNTyAOYHO-KUILIEYHOTO TPAaKTa ramap-
TOMHBIE TIOJIUTIBI y OOJBHBIX MOTYT OOHApYyXUBATh-
csi B OpOHXax, JKCJIYJHOM M MOYEBOM IIy3bIpSIX H
mouetounuke [11]. Ilomuner mpu cunapome Ileit-
na-Erepca oTM4aloTCs OT OCTalbHBIX HAUYHAEM B

CTpPOME JPEBOBHJHO BETBAIIMXCS MYYKOB TJIAIKUX
MBIIIL, HCXOAAIIMX M3 COOCTBEHHOH MBIIIEYHOM
IUIACTUHKHA CIM3UCTON 000J04KH. [J1agxombiiiey-
HBIE YUKW TTOKPHITH YIUTMHCHHBIMA U Pa3BETBIICH-
HBIMU JKEJI€3aMHU, BBICTIIAHHBIMHU 3PENIbIM 3IUTEIU-
eMm [1]. s cunnmpoma Ileitra-Erepca xapakrepen
MOBBIIIICHHBI PHUCK pa3BUTHSA paka MOJOYHOM
xenesbl (54%), tonctoit kumku (39%), momxeny-
mogHOH kenesbl (36%), xemynka (29%), swmdHUKA
(21%), Tonkoii kumku (13%), meiiku marku (10%)
U JIpyrux opraHos [3].

TpymHOCTH B MOCTAaHOBKE MPABIIILHOTO AWArHO3a
00yCIIOBJIEeHa HEJOCTATOYHOH OCBEIOMIIEHHOCTBIO
Bpaueil BBHUJY pEIKOW BCTPEYaEMOCTH CHHJIpOMA.
B TO xe Bpems, UMEHHO paHHee AMArHOCTHPOBA-
HUE CHHApPOMAa TMO3BOJSIET BBITIOMHATH TUIAHOBHIIM
KIIMHUYECKUI MOHUTOPUHT OONBHOTO M W30eXaTh
MIPOBE/ICHNUS Y HETO IKCTPEHHBIX ONEPATUBHBIX BMe-
1aTeIbCTB.

1 mpuLenbHOTo MOKMCKa MAllMeHTOB ¢ CUHPO-
momM Ilefitiia-Erepca peryispHo pa3pabaThIBaIKChH
W BHEAPSUIMCH KpuTepud ordopa. OaHuM U3 MO-
CIETHUX PEKOMEHJALNH CBOAATCA K IMOWMCKY Tpex
u OoJee XapaKTepHBIX TAMaPTOMHBIX TIOJHIIA B TOH-
KON KHILIKE; TUMUYHON NUTMEHTAUHUH KOXXU U CIIH-
3UCTBIX 000JI0YCK; CEMEHHOW HCTOpUH CHHAPOMA
[eiitua-Erepca. Jlnarno3 MoxeT OBITh yCTaHOBJIEH
y TAalWeHTa, COOTBETCTBYIOUIETO OIHOBPEMEHHO
J00BIM IBYM KpUTEpHsIM [7].

Cunnpom Ileiitma-Erepca oOycnmoBien rep-
MUHATBHBIMH MyTanusmMu B rene STKII (cepun/
TPEOHUH KuHa3a), koTopeld B 1998 rony D. Jenne
C COaBT. WACHTH(HUIMpOBATH Ha 19 Xpomocome
B peruone 19p13.3 [8]. B 1999 romy Z. Wang ¢
KoJJIeraMH TToka3ajau, 4ro STK/I sBISeTCS TCeHOM-
cynpeccopoM omyxonu [12]. JlaHHBIA TeH KOAMUPY-
eT OeJoK, KOTOphIi BKIOYaeT 433 aMUHOKHCIIOTHI
W TPUHAMAET yYacTHE B PETYISIUH KIETOYHOTO
LIUKJIa, arloITo3e, a TAKXKE UTPAcT BAXKHYIO POJIb B
MOJICPKaHUN METa00IM3Ma M TOJSIPHOCTH KIIETKH
[2]. B 3aBucMMOCTH OT MOMYJISAIUOHHBIX 0COOEHHO-
CTel, a Takke MPUMEHIEMBIX METO0B MOJEKYISp-
HO-TEHETHYECKOTO HCCIIEIOBaHMs YacToTa OOHapy-
JKEHHBIX HACJIEJCTBEHHBIX MyTallUi y MAIEHTOB C
cunspomom Ilelitiia-Erepca Bapbupyer B npezgenax
30-80%, game 70% [5,9].
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Junst HocuTenel MyTanuu pa3paboTaHbl PeKOMEH-
JalUU MOXXKU3HEHHOIO0 KJIMHUYECKOrO MOHUTOPUHTA,
KOTOpBIE€ BKJIIOYAIOT MPOBEIEHUE KOJIOHOCKOIHHU C
18 met (1 pa3 B 2-3 roma); Mmammorpadum ¢ 25 et
(e’xeromHO); yNBTPa3BYKOBOTO 0OCIEIOBaHUS MOA-
kemymounoit xkene3sl ¢ 30 met (1 pas B 1-2 roga);
a3odaroractporyoneHockonuu ¢ 8 et (1 pa3 B 2-3
rojia); KarnCyJIbHON HSHAOCKONMUU TOHKON KHIIKH C
8 met (1 pa3 B 2-3 roma); THHEKOIOTHIECKOTO 00-
cnenoBanus ¢ 18 ner (exerogno). B cimyuyae oOHa-
PYXEHHS TIOJHIIOB IMMOKa3aHa IHIOCKOMUYECKas Io-
JUIAKTOMHS WM MCCEYeHHe HOBOOOpa3zoBaHmid [9].

Ha naHHbIi MOMEHT HE UMENOCh OMUCAHUS KIIH-
HUKO-T€HETUYECKUX XapaKTEPUCTHK POCCUUCKUX
naureHToB ¢ cuHapomoM lleiitia-Erepca; 1ukBH-
JAIHs 3TOTo TMpolera MOCTy)KUiIa 3afadeil JaHHOTO
HCCIIEI0BaHUS.

MaTepna.nbl H METOAbI

MarepuajioM U1 UCCIEIOBaHUS IMOCIYXXUIM KIMHHUKO-Te-
HETUYECKHE JaHHbIC O 8 MalMeHTax u3 6 ceMeil ¢ ycTaHOBIICH-
HBIM quarHo3oM cuagpoM [leiirna-Erepca (Tpu denoBeka sBis-
JIMCh KPOBHBIMH poicTBeHHHKaMH) (Tabmn. 1). Cpenu Hux ObLIO
7 xeHumH U 1 MyxuyuHa B Bo3pacte oT 29 no 63 ner. Bee
OoNbHBIC HAXOAWINCH HA JEUCHUH WIN KINHUIECKOM MOHHTO-
punre B ®I'BY «I'HIl Konompokronorun um. A.H. Pepxux»
Mumnszapasa Poccun ¢ Hos6pst 2013 no ¢espans 2015 roxa.

MonexynapHO-TEHETHYECKOEe ~ HCCIIENOBAaHUE  BKIIOYAJIO:
Beigeneane JIHK w3 nmumdormroB mnepudepuyeckoit  Kpo-
Bu ¢ wucnoms3oBanueM Habopa «IIPOBA-I'C-TEHETHUKA»
(«IHK-texnonorus», Poccus); mpoBeneHHE CEKBEHHPOBAHUS
rena STK11 Ha cekBeHarope HoBoro mokoseHus Junior 454
(«Rochey, IlIBeiiapus); MOATBEPXKCHUE BBIABICHHBIX MyTa-
nuii Ha reHetmueckoMm aHanmuzarope ABI PRISM 3500 («Life
Technologies», CIIIA). Ilouck Mytamuid y 3 KpPOBHBIX pOJI-
CTBEHHHUKOB (JJBO€ M3 HUX — WIEHHl ONHON CEMbBHU) IIPOBO-
JWJICS Ha TOM )K€ T'€HETHYECKOM aHalIM3aTope.

KIIMHUKO-MHCTPYMEHTAIbHOE 00CIIeJOBaHNUE 3aKIIF0YaIOCh
B U3yYEHHH CEMEHHOro aHaMHe3a U MCTOpPUH 3a00ieBaHMS,
330(haroracTpoayoJCHOCKOINH, 3HIOCKOIMHYECKOM 00CIen0Ba-
HHMU TOJCTON KHIIKH, KarcydbHON 3HIOCKOINHM TOHKOW KHII-
ku, Y3U n KoMnbloTepHOH TOMOTrpadMy TPYHHOH KICTKH H
OpromHoON monoct. Auarnos «cuagpom Ileiitia-Erepcay Oput
MOATBEPXK/CH y BCEX MALMEHTOB I10CIIE MPOBEACHUS MOP(OII0-
THYECKOTO MCCIIEJIOBAHHS yHAAJICHHBIX ITOJIHIIOB.

Pe3ynbTaTthl H 00CYKIAEHUE

B pesynprare mpoBeIEeHHOTO HCCIEIOBAHUS Tep-
MUHaNbHBIE MyTanuu B reHe STK// Obum oOHa-
pyxeHbl B 4 cembsx u3 6 (tabm. 1). [Tokomeky mo
JaHHBIM JIUTEPaTyphl 4acTOTa BCTPEYAEMOCTH MY-
Tauuid y nagueHToB ¢ cuHuapomoM lleltua-Erep-
ca cocrasmser 70% [5,9], aT0 craTHcTHYeCKH He
pasnuuaercsi ¢ HamMMu AaHHbeME (p>0,05). Cpenu
HalJICHHBIX MyTalluil BCTpeTHNIUCh | MyTanus cai-
Ta craiicuara (¢.598-1G>A, puc. 1) u 2 nenenuun
(p.311del4 u p.337delGT); BCce OHU NPHUBOAAT K
TTOSIBJICHUIO YKOPOYCHHOTO Oelika, TaKuM o0pa3om,
WX MAaTOT€HHOCTh HE HYXAAETCS B MOATBEPKIACHUM.
l'enernueckuit Bapuant p.L67P sBnserca mucceHc-
MyTanued, 4bs MaTOreHHOCTh ObLIa IOKa3aHa B
pabore A. Hemminki u xomer [6]. Tpu myrtanuwu,
obOHapyxeHHble Hamu (c.598-1G>A, p.311del4,
p.337delGT), He Halinensl B 0a3e maHHbIXx Human
Gene Mutation Database (HGMD®).

Kpome Toro, MoneKkynsapHO-reHETHUECKOE UCCiIe-
noBanue reHa STKII ObUIO TPOBEIEHO y OIHOTO
POICTBEHHUKA TAlMeHTa C TePMHUHAIBHON MyTaln-
eil. OToil MyTauun oOHapyXeHO He ObUIo, YTO MO-
3BOJIMJIO WICKJIFOYHUTH €T0 W3 JAIbHEHIIEeTo KIIMHU-
YECKOr0 MOHUTOpUHTA. HTEpEeCHBIM SBISETCS TOT
(hakt, 9TO y HEro Ha JINIEC MUMEIHNCh NMUTMEHTHBIC

Tabnuua 1.
CBeneHusa 06 oGcnenoBaHHbIX NauueHTax

MaumneHT | Mon | log, poxaeHus g:c?:g,oﬁe?r BO3- MurmenTaums Ev?ujlﬁgbl B TOHKOA CewmeliHasa uctopus | Mytaums B reHe STK11
n. X 1954 25 EcTb Ectb Ectb c.598-1G>A
K. X 1980 24 EcTb EcTb Ectb p.311del4
. XK 1980 19 EcTtb Ectb Het -
H. X 1985 14 EcTtb EcTb Het p.L67P
T. X 1973 16 EcTb Ectb Ectb -
0. * X 1951 29 Ectb Ectb Het
B. * XK 1973 12 EcTb EcTb Ecto p.337delGT
0. * M 1975 10 Ectb Ectb
* KpoBHble pOACTBEHHUKM

AN\
\\/ \ff \‘a /] X \J :

4]

/ \/ \ _{f""\k-':

Puc. 1. CukBeHc reHa STK11 y naumeHTa ¢ mytaumei ¢.598-1G>A (ykasaHa CTPeNKown).
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MATHA, KOTOPhIC MPH TIIATEILHOM OCMOTpPE OKa3a-
TUCh ddenuaamu (BECHYITKAMH).

C 1enpl0 OTpaKeHUsT OCOOCHHOCTEH KIIMHHYE-
ckoil kaptuHBl cuHApoMma lleitma-Erepca Obpum
MPOAHAIM3UPOBAHEl TaKUE XapaKTCPUCTUKU TIalU-
€HTOB KaK BO3PacT M OOCTOSITEIbCTBA ITOCTAaHOBKH
KIIMHIYECKOTO JHarH03a, TUIAHOBOCTE/SKCTPEHHOCTh
MPOBEACHUS XUPYPIHUYSCKOTO BMEIIATEIILCTBA, CO-
OTBETCTBHE MEXAYHApOIHBIM KPHUTEpPHUSM O0TOOpa,
HAJIMYUE TaMapTOMHBIX TOJIUIIOB B TOJCTOM KHIIIKE
M JKETYIKE, KOJUYECTBO MPOBEACHHBIX JHIOCKOIH-
YECKUX MOJUIIKTOMHUNA, a TakKe JIOKAu3alus |
BO3pPACT TpW BBIsIBIICHHU paka (Tabmn. 1, 2).

BaxxHO OTMETHTH, YTO y YacTW HAaIIMX [MaIH-
eHTOB (2/8) KJIMHWUYECKUI JHUarHo3 BIIEPBBIC ObLI
YCTaHOBJIEH TIPH BBITOJHEHUH SKCTPEHHOTO XUPYP-
THYECKOTO BMEIIATENIbCTBA. B TO ke Bpems, JKc-
TPEHHOI'0 XHUPYPrHUYSCKOrO JICUCHUS HE YIaaoCh U3-
Oexatp u eie 4 OOTbHBIM, THATHO3 Y KOTOPBIX OBLI
YCTaHOBJICH paHee — IpH IUIAaHOBOM 0OcienoBa-
Hun. Takum oOpa3zom, 6 U3 8 MAIMEHTOB MIEPCHECITH
OKCTPEHHBIC BMEIIATEIILCTBA, COMPOBOXKIABIIHECS
pe3eKiuell Pa3InYHbIX OTIAEIOB TOHKOW KHIIKH.
Crnemyer OTMETHTh, YTO JUIsl IIOCTAHOBKH CBOEB-
PEMEHHOI0 JMarHo3a y NalMeHTOB C CHHIPOMOM
[lelitua-Erepca ¢ 1enp0 OKa3aHUs UM ILTAHOBOTO
JICUCHUS B CHEIUAIM3UPOBAHHBIX IIEHTPaX MHOTHX
CTpaH MHpa TPHUHATH KIUHHYECKHE KpPUTEPHH,
BKIIIOYAMOIIME HAJIMYUE TaMapTOMHBIX TIOJIHMIIOB B
TOHKOM KHIIKE, KOKHO-CIIM3UCTYIO IMUTMEHTAIHIO
U OTSTOIIEHHBIN ceMelHbId aHamHe3 [7,9].

Paccmorpenne 00CIEIOBaHHBIX TAIMEHTOB C
TOYKH 3PEHUS YIIOMSHYTHIX KPUTEPHEB MOKA3bIBAET,
4TO y BCEX 8 OTMEYanach TUIUYHAS MUTMEHTAIIHS
KOXH Ty0 W cIu3uCThIX obOomouek (Tabm. 1). Co-
[JJaCHO JJAaHHBIM 3apyOEKHBIX HCCIIEOBATENEH, STOT
npu3HaK Bcrpedaetcst B 95% nadmonennit [2]. Ko-
JIUYECTBO TAMapPTOMHBIX ITTOJIATIOB B TOHKOW KHIITKE
Yy HallMX TalMEeHTOB CYIICCTBCHHO IMPEBBIMIAN0 3
(ot 5 no 30 u Gonee). [Ipu cObope ceMelHOTO aHAM-
He3a BBIICHWIOCH, YTO B TPEX CEMbSX ObUI OOJCH
OJIMH U3 POAMTENeH HpodaHia.

Takum 00pa3oM, Bce HAIllM TMAUEHTHI YIOBIIET-
BOPSTH MUHUMYM JIBYM U3 TPEICTABICHHBIX KpUTeE-

pHEB, TO €CTh MPAaBUJIBHBIA TUArHo3 MOT OBITH UM
YCTaHOBJICH 3a/I0JITO JI0 TPOBEACHUS 3KCTPEHHOM
oTeparuy.

CBoeBpeMeHHass TMOCTAaHOBKA AWarHo3a TIpea-
CTaBiIAETCA KpalHE Ba)XHOH, H3-3a HEOOXOIUMO-
CTH Hadajla paHHEeTO KJIMHUYECKOTO MOHHUTOPHWHTA.
B Hamem ciiydae fgake TeM NSTH MAalMEHTaM, y
KOTO CEMCHHBIH aHamMHe3 ObLI OTATOIICH, Ipa-
BUJIGHBIA JMAarHO3 OBLI YCTAHOBIICEH B CPEIHEM B
Bo3pacte 17,4 roga (10 — 25 ner). Ilanuenram,
HE WMMEIOIIUM MOPAKEHHBIX POACTBEHHHUKOB, THA-
rHO3 OBUT MOCTaBlieH B cpenHeM B Bo3pacte 20,6
ner (14 — 29 ner). Takum oOpa3om, HU y OMHO-
ro W3 TAINeHTOB KIWHWUYECKWW JUarHo3 HE OB
YCTaHOBJIEH B BO3pacTe 10 § JIET, a UMEHHO 3TOT
BO3pacT TMpeArojiaraeT IMepBoe IMPOBEACHHE Kak
330¢aroractponyoneHockonuu (1 pas B 2-3 roga),
TaK W KalCyIbHOW DHJIOCKONHMHM TOHKON KHUIIKH (1
pa3s B 2-3 roma) [9]. bonee Toro, y monoBWHBI Ha-
[IMX TalMEeHTOB TUAarHo3 ObUT YCTaHOBJICH IOCIIE
18 ner, xorma COmIACHO KJIMHUYECKUM PEKOMEH-
JalusiM y)Ke HeoOXOAMMO HayuHaTh IMPOBEACHUE
rxonoHockonuu (1 pa3 B 2-3 roga), a Takxke exe-
TOJHBIE THHEKOJIOTHYECKHEe OOCJIeNOBaHUS y JKEH-
muH [9]. HakoHen, y ABOMX MAalMEHTOK TUArHO3
OB yCcTaHOBIEH B 25 u 29 neT, 4To 00yCIOBHIIO
HECBOEBPEMEHHOE Hauajo MPOBENECHUS €KEroIHOMN
mammorpaduu [9].

OOpamaer Ha ce0s BHUMaHHME YacToTa BCTpe-
4aeMOCTH IOJIMIIOB B TOJCTOW KHIIKE Yy oOciemy-
eMBIX TanueHToB (62,5%; 5/8), xoropas B 2 pasa
NpEBBICHIIA MTOKA3aTeNN, OMUCAHHBIC 3apyOeKHBIMU
aBTopamu (okoio 30%) [7]. Ilpu sToM gucio monu-
OB Yy MaIMeHToB coctaBwio oT 5 xo 100 u Goxnee
(puc.2, 3), a KOIMYECTBO MPOBEACHHBIX UM IIOJH-
mKToMHH — ot 1 mo 28 (tabm. 2). OTH naHHBIC
eIle pa3 MOATBEP)KIAI0T BAXKHOCTh MEPUOINIECKOTO
MIPOBEACHUS JHAOCKOIMYECKOTO 00CIeI0BaHus Ta-
LIUEHTOB.

MHOXeCTBeHHBIE MTOJUTIBI PA3BIIIMCH B JKEITYIKE
y 6 u3 8 6onmpHBIX (75%), 2 KOMUYECTBO TPOBE/ICH-
HBIX UM HOJIUAINDKTOMHUI coctaBuio oT 0 go 4. Ot
JAHHBIE TaKXe BBIJEISIOT POCCHHUCKHX TAIMEHTOB
B CPaBHEHMHM C JPYTHMMH €BpONeHlaMH, y KOTOPBIX

Ta6nuua 2.
KnuHuyeckue xapakTepucTUKU NauueHToB

MauneHT Monvnel B TOHKOM kulke / Yuc- | Moannbl B TONCTON kulke | Monunbl B xenyake / Yueno | Jlokanusauus paka / Bospact
J10 onepaumin Ha TOHKON Kuwke |/ YMCno noannakToMun NoSINMNIKTOMUIA npw BbISIBNEHUN (N1ET)

0. 5/2 Bonee 100 / 28 MHoXecTBeHHble / HeT gﬁgﬁ;:iﬂjsg%ags/ 48

K. Bonee 40 / 3 20/ 4 30/4 Het

. 10 /1 Het / Het MHoXecTBeHHble / 3 MonoyHas xenesa / 31

H. 20/ 2 Bonee 20 / 8 MHoxecTBeHHble / 1 AnyHumkm / 17

T. 10 /1 Bonee 20 / 10 MHoXecTBeHHbIE / 3 LLeiika matkm / 40

0. 10/3 5/1 MHoXecTBeHHble / 1 Het

B. 5/1 Het / Het Het / Het Het

0. 5/2 Het / Het Het / Het Het
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Puc. 2. TaMapTOMHbIV MOAUM B TONCTOM KULLKE Y MauneHTa ¢ CMHOPOMOM
MeliTua-Erepca, BbISBNEHHbI NPY 3HA0CKONUYECKOM 06CcnefoBaHnmn

Puc. 3. lTaMapTOMHbI NOANMN TONCTOM KULLKK: XapakTEPHble BETBS-
mecs rmaakoMbllLeYHbIe NPOCOVKK, pasaensiowme anuTenmanbHbii
KOMMOHEHT nonuna Ha Aonbkun. Okpacka reMaToKCUIIMHOM U 303UHOM,

A - yBennyeHune 50; B — yBenuuernne 100

4acTOTa MOPaKEHHs MOJIUITAMH JKEITyIKa COCTaBIIs-
et 25% [7].

3n0KauecTBeHHBIE HOBOOOpa3oBaHUs cpeand 8
00cJIeJ0OBaHHBIX MAIMEHTOB IMATHOCTUPOBAHHI B 5
ClIydasiX C y4eTOM MEePBHYHO-MHOKECTBEHHOTO Me-
TaxpOHHOTO paka CJIEMOH KHIIKHN y OIHON OOIBHOIA.
OnucanHas 4acToTa BcTpedaemocTu paka (62,5%)
3HAYUTEIHHO MPEBOCXOAUT TOKA3aTeNd OIHOTO U3
HamOoliee penpe3eHTaTUBHBIX uccienoBanuii H.
Mehenni, B koTOpoM pak ObLT BBISBJICH TOJBKO B
32 cnydasx y 149 mammentoB (21,5%) (p=0,0184)
[10]. Cpenumii BO3pacT BBIABICHHS IIEPBOIO paka
y Hammx OombHBIX cocTaBmi 34 roma (17-48 mer).
CToHuT OTMETUTh, YTO PUCK Pa3BUTHS paka MMEHHO
B 9TOM BO3pacTe y JPyruX €BPONEHCKHUX TallueH-
toB He mpesbimaer 10% [10]. CormacHo BBIBOgAM
3apyOeXHBIX aBTOPOB y MAIMEHTOB C CHHIPOMOM
Ileiitia-Erepca Hambomee BBICOK PHCK Pa3BUTHUSA
paka MoOJIOYHOW Kene3bl [3], KOoTOphId ObLT 00-
HapyXeH W y JBYX HallUX IAalUeHTOK. Y OIHOU
W3 HHUX DPa3BWICA MEPBUYHO-MHOKECTBEHHBIH Me-

TaXpOHHBIA pak cienod kuiiku. Eme y ongHou
OONBHOI JMAarHOCTHPOBAaH pak INEHKA MaTKd, a
y BTOPOH — pak SWYHUKOB, NMPHYEM B BO3pacTe
17 nmetT. 3T0 0OCTOATENIBCTBO MOXKET yKa3bIBaTh Ha
JKEeNaTeIbHOCTh  MPOBEIEHUS THHEKOJIOTHYECKOTO
00cJIeI0BaHUsl Y POCCUHCKUX TAI[MEHTOK B OoJjiee
paHHeM Bo3pacte, 4eM 18 jer (coracHo 3apyOex-
HBEIM pekoMeHmanusm [9]).

TsoKecTh ONMMCAHHOM  KIIMHWYECKOM KapTUHBI
npu cunapome lleitna-Erepca ykassiBaeT Ha He-
00XOMMOCTh MOBBIIICHHOTO BHHUMAaHHUA CO CTO-
POHBI Bpayeil KO BCEM UJICHAM CEMbH, B KOTOpPOU
OBUT YCTaHOBIICH JIAHHBIA CHHIPOM, yXKE C PaHHETO
BO3pacTa M Ha BAXHOCTb IPOBEACHUS y HHUX MO-
JIEKYJSIPHO-TEHETUYECKOTO HCCIENOBaHMs C LEIbI0
OpraHu3alvy IOKU3HEHHOTO KIMHUYECKOTO MOHH-
TOPHHTA.

3ak/ouenue

[To moyydeHHBIM JaHHBIM, YacTOTa TEPMHHAJIb-
Heix Mytanuid B reHe STKI11 y poccwiickux ma-
UEHTOB cocTaBmwia 66,6% (4/6); Tpu MyTanuu
OTHCaHbI BrepBble. K KIMHMYECKHM OCOOEHHOCTSIM
aHAIM3UPYEMOW TPYNIBl MAIUSHTOB C CHHAPOMOM
[etita-Erepca HeoOXOAMMO OTHECTH HAJIUYHUEC
MMUTMEHTAIMH KOXXH BOKPYT pTa M CIM3UCTOH 000-
JIOUKH HIEK; YacTOe MOPaXCHUE MOJTUIIAMHU TOJICTOM
KHIIKA ¥ kenyaka (62,5% u 75%, coOTBETCTBEHHO)
Hapsily ¢ MOPaKEHUEM TOHKOW KHIIKH, a TAK)KE BbI-
COKYI0 YaCTOTy BCTPEUAEMOCTH 3JI0Ka4eCTBEHHBIX
HOBOOOpazoBanuil (62,5%), cpean KOTOPBIX y JKEH-
IIMH, B OCHOBHOM, Pa3BUBAETCSl paK MOJIOYHOH >Ke-
Jie3bl. DTH OCOOSHHOCTH TIO3BOJIAIOT 3aIlOJ03PUTh
y o00cieayeMoro W ero KpOBHBIX POACTBEHHHUKOB
cunnapom lleiitua-Erepca u pekomeH10BaTh MpoOBe-
JIEHUE MOJICKYIIIPHO-TEeHETHYECKOTO HCCIIEeIOBAHNS.
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Peutz-Jeghers syndrome is a rare hereditary syndrome
characterized by presence of hamartoma polyps in intestinal
tract and usually by mucocutaneous pigmentation. Clinical-
genetic characteristics of Russian patients with Peutz-Jeghers
syndrome were studied for the first time. Four germline muta-
tions in STK11gene were found in probands from six families
and three of them had not been described previously. Clinical
pattern of disease in Russian patients included: frequent pol-
yposis of colon and stomach (62,5% and 75%, respectively)
along with small bowel; frequent presence of malignant tumors
(62,5%). These clinical aspects can help physicians to find out
Peutz-Jeghers syndrome. Molecular-genetic testing of individu-
als should be recommended.
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STK11gene



