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Cunapom Ileiitua-Erepca — 3T0 peko BCTpEUYAOIINANCA TaMapTOMHBIN
racCTPOVHTECTUHAIBHBIN MOJUMO03 TEHETUYECKOr0 MpoucxoxacHus. I Ipossnsercs
a0IOMHHAJIBHOM 00JIbIO0 PA3HON MHTEHCUBHOCTH U JIOKAJIU3AIMU, METCOPU3MOM,

3aMopamu, JEHTUT000Pa3HON MUTMEHTAKUEH, OJIETHOCTHIO KOXKU U CIIU3UCTBIX, YACTHIMU
TOJIOBOKPYKEHHUSIMH U TOJIOBHOU OO0JIBIO




O60mas uadopmanus

Cunnpowm Ileiitiia-Erepca takxe HaszpiBatoT PJS (Peutz Jeghers Syndrome), monumno3som,
raMmapomMaTo30M KHIIIEYHHKA U CHHAPOMOM MOJUIOB U nsaTeH. [1o crarnucTtuke ramapoMaros
KUIIIEYHUKA BBISIBIISIETCS Y 0JfHOTO YesoBeka Ha 50 000/200 000.

[IurMeHTHBIE TISITHA Ha KOXKHO-CITU3UCTBIX 0007104YKax (Ty0ax, JaJoHsX, CTYITHAX, CIU3UCTON
71a3) TaK)Ke TOBOPUT O BEPOSITHOM Hanuuu cuHapoma lleitiia-Orepca.

Tem He MeHee, JIIOIU ¢ JaHHBIM JUAarHo30M OOJIbHBI OYEHBb CEPHE3HO, MOCKOIBKY Y HUX
3HAYUTEIIBHO MOBBIIIEH PUCK PaKa: KETYIKA, TOMIKEITYAOUYHON KENE3bL, TOJICTOW U TOHKOM KUIIKH.

HopManbHas KuLka [Monunos




I pu4YvHBI

PJS — 5T0 ayTOCOMHO-1OMEHAHTHOE T€HETUYECKOE COCTOSTHUE, KOTOPOE MOXKET ObITh BBI3BAHO
myTaruamu reda STK11. OqHako, UX HAXOAST HE Y BCEX MAllMEHTOB.

I'en STK11 (19p13.3) xoqupyeT cepuH/TpeoOHUH KUHA3y 11, y4acTBYIOIIYIO B pEry/IsSIUU JEICHUS
KJIETOK Y UX anonTto3e. Pesynbrarom mytanuii reHa STK /! cTaHOBUTCS WK MOJHOE NPEKPAIICHUE,
WiIn AUCPYHKIUA MPOAYLIIUPOBaHUs OelKka U OECKOHTPOIBHBIN POCT KIETOK, YTO, KaK CJIEJICTBUE,
CTAHOBUTCS IMIPUUYUHOMN Pa3BUTHS TaMAapTOMHBIX TTOJUIIOB U pPaka.
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SMAD4

STK11IP




eab ucciienoBanu:
MoutekynsapHO-TeHETUUECKOE UCCeI0BaHNE cCeMbH ¢ cuHipomMoM llelitiia-Erepca B Pecnyomnuke
bamkoprocran

3aja4u uccjIe0OBaHUA:
1. TIpoBecTu aHaau3 poIOCIOBHOM ceMbu U3 PecryOnuku bamkoprocTaH, UMErOIIeH
MAalMEHTOB C KJIMHUYECKOU KapTUHOM cuHpoma Ilertia-Erepca

2. IlpoBecTtu mouck MmyTtanuii B rene STK// y TaliieHTOB ¢ KIMHAYECKOW KapTUHON
cugapoma lleitua-Erepca




MarepuaJj uccjae10BaHUA:
Marepuanom miist ucciuenoBanus nociyxumi oopasusl [JHK 3 manueHToB (WieHOB OIHOM
CEMbH ), UMEIOIINX KJIMHUYECKUE MPOSABJICHUS, XapakTepHble 71 cuHapoma Ileituna-Erepca

MeToanl MCCJIEI0OBAHUA
1. TeHeamornyeckuid METOI UCCJIEIOBAHUS CEME

2. Brigenenue [JHK meronom dheHOTBEHO-XITOPOGOPMHOM SKCTPAKITHH

3. CexsenupoBanue JIHK meromom Canrepa




PoxociioBHas cembu ¢ cunapomoM Ilentua-Erepca

n_9




Pe3yibTarsl CEKBEHUPOBAHUA NMANMEHTOB ¢ cuHapoMoM llenTtua-Erepca:
U3MEeHEeHHEe HYKJICOTH/IHOHM MocIe10BaTeIbHOCTH B 3K30He 1 rena STK11
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Y BCex nauneHTOB BbisiBIIEHa OnMcaHHaa MyTaums
B 1 9k30He reHa STK11 ¢.290+1G>A
(OOHOPHBIN canT cnancuHra) B reTeposunroTe.




c.290+1G>A B reHe STK11 (rs1131690950)

Allele: A (allele ID: 420695)

ClinVar Accession *  Disease Names Clinical Significance
RCV000492614.1 Hereditary cancer-predisposing syndrome Pathogenic
RCV000533344.1 Peutz-Jeghers syndrome Pathogenic

MyTtauusa ¢.290+1G>A HapywaeT KaHOHUYECKU CanT CriflauCcuHra, Tem cam nNpoBoLumpys
abeppaHTHbIV CMMAaNnCUHT, YTO NPUBOLUT K CUHTE3Y aHOMarbHOro 6ernka unm TpaHcKpunTa,
KOTOpPbIN NoaBepXXeH HOHCeHCc-onocpeaosaHHoOMY pacnagy MPHK

(Aretz S. et al. Hum. Mutat. 2005 Dec; 26 (6): 513-9; Chow E et al. Clin. Genet.2006 Noyabr'; 70 (5): 409-14; Hearle N. et al. Clin.
Cancer Res.2006 May; 12 (10): 3209-15; Olschwang S. et al. J. Med. Genet.2001 Jun; 38 (6 ): 356-60; Scott RJ et al. Clin.
Genet.2002 Oct; 62 (4): 282-7; Huang Z et al. BMC Gastroenterol. 2015 Nov; 15: 166).



Pesysbrarsl ceKBEeHUPOBaHMSA NAaUeHTOB ¢ cuHApomoM Ileiitua-Erepca:
H3MEeHEeHHE HYKJICOTHIHOM MOC/Ie0BaTeJIbHOCTH B MHTPOHe 7 rena STK11
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Y cubca BbisiBrieH nonumopdHbin Nokyc rs2075607 (¢.920+7G>A) B UHTPOHe 7
reHa STK11 B reTepo3nroTHOM COCTOSIHUU



BniBoabLI:

VY Bcex O6CJ'I€I[OBaHHBIX MMaguCHTOB C KIIMHUYCCKUMMU IIPOABICHUAMHU CHUHIAPOMA HeﬁTua—Erepca

OOHapy’>KE€H OINHCAHHBII MaToreHHbld reHernyeckui Bapuant rs1131690950 (c.290+1G>A) rena
STK1I B reTepO3UTrOTHOM COCTOSIHUM

V¥ cubca BbIABICH UHTPOHHBIN noauMopdHsIil okyc 152075607 (¢.920+7G>A) B reTepo3uroTHOM
COCTOSIHUU




