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OBILIASA XAPAKTEPUCTHUKA PABOTDBI

AKTYaJIbHOCTDH TeMbl HCCJICIOBAHUSA U CTENeHb ee pa3padoTKu

Cunapowm Ileiita-Erepca (CIIE) — 310 kpaitHe penkuii HacaeCTBEHHBIN MOIUIIO3HbIN CHHIPOM
C ayTOCOMHO-JIOMHUHAHTHBIM THUIIOM HAacCJeIOBaHUS, KOTOPBIM KIMHHUYECKH XapaKTepU3YeTCs POCTOM
MHOKECTBEHHBIX TaMapTOMHBIX IIOJUIIOB B JKEJIyJIOYHO-KHUIIEYHOM TpPAKTE, CIU3UCTO-KOKHOU
MEJIAaHMHOBOM  IUIMEHTaluel, a TakXKe BBICOKMM PHCKOM pa3BUTHUS  3J0KAYECTBEHHBIX
HoBoobOpasosanwuii (Giardiello F.M. et al., 2006; Kopacova M. et al., 2009; Latchford A.R. et al., 2019;
McGarrity T.J. et al., 2000; Wu M. et al., 2023).

Cungpom Ileiitua-Erepca 3aHMMaeT BTOPOE€ MECTO 110 YacTOTE€ BCTPEYAEMOCTH I10OCIIE
aJICHOMAaTO3HBIX [TOJIUIIO3HBIX CUHJIPOMOB, a 110 CBOUM KIMHUYECKUM MPOSIBICHUSIM OTINYAETCS OT HUX
Oornee panHeil MaHudecTanueil, CBA3aHHOW C BO3HUKHOBEHHEM OCJIOXXHEHHI B BUIE KHUIICYHOU
HEMPOXOAUMOCTH JINO0 JKeNyJ0YHO-KHIIeYHbIX KpoBoTeueHuii (CaBenbeBa T.A. u np., 2021; IlykaHoB
A.C. u np., 2017, Weneirun FO.A. u ap., 2016).

Huarnoctuka CIIE mpencraBiser TpyAHyO 3ajady, HECMOTPS Ha HaJW4Me Yy OOJBIIMHCTBA
MAIMEHTOB MEJTAaHMHOBOM NMUTMEHTAlMM KpacHOW KaiiMbl ry0. V3HauanbHO ManmueHTaMm MPOBOJIST
CUMITOMATHYECKOE JICYEHHE OT TMIIOXPOMHOW aHEMHUH, TacTpUTa, KOJHTAa U JPYruX 3a00JIeBaHMUIA,
CUMITOMBI KOTOPBIX MMEIOT CXOJIHYIO KapTHHY C KJIMHHUKOM I'aMapTOMHOTO MOJIMIIO3a KeITyA04YHO-
KHUILIEYHOI'O TPakTa. ¥ OOJBbIIMHCTBA MALMEHTOB JIMAarHO3 YCTAHABIMBAETCS TOJIBKO MTOCIIE HECKOJIBKUX
MEPEHECEHHBIX Omepaluii, OOYCIOBICHHBIX TOHKOKUIIEYHBIMH WHBAarMHAIUAMU C HapylIeHUEM
IPOXOIUMOCTH, KaK [TPABUIIO COMPOBOKAAIOIIUXCS pe3eKLMeil OOUIMPHBIX yYaCTKOB TOHKOM KUIIKHU. Y
25% manueHToB BO3HUKaeT cuHapoM Kopotkoi kumiku (Lin B.C. et al., 2000; McGarrity T.J. et al.,
2006; Spigelman, A.D. et al., 1989). B cpounoM mopsiiKe 1O MOBOIY KHIIEYHOH HEMPOXOIUMOCTH
BbINoHETCsT 70% TMepBOHAYANBHBIX JIAAPOTOMUMN, a MOBTOPHBIE JamapoToMuu TpedyroTcs 39-43%
narrentam (Choi H.S. et al., 2000; Hinds R. et al., 2004).

Hpyroit ocobennoctrio cunapoma Ileititua-Erepca siBnsiercs nossimeHHsid B 10-18 pa3 puck
pPa3BUTHS 3JI0KAYECTBEHHBIX HOBOOOpa3oBaHuil (3HO) paznuuHbIX JOKaIM3alMi MO CPaBHEHUIO C
obmrert nonyssiueii (Giardiello F.M. et al., 1987; McGarrity T.J. et al., 2006; Van Lier M.G. et al.,
2011).

Hecmotps Ha Oonee uem 125-nerHioro ucroputo uzydenust CIIE, 1o Hacrosiero BpeMeHU HET
YETKOT0 aJrOpUTMa AMATHOCTUKH, JIEUEHUS U MOHUTOPUHIA JAHHOM KaTeropuu nmanueHToB. CBs3aHO
3T0 ¢ Huskod wyacroroil CIIE B momymsuumu H, COOTBETCTBEHHO, HEOOJBIIMMH BBIOOPKaAMH B
uccienoBanusx. Kpome Toro, B pasHbIX NOMYJIALMSIX UMEIOTCS KaK KIMHUYECKUE, TaK U TEHETUUECKHE
OCOOCHHOCTH TedeHHsl 3aloyieBaHHsA. B oOTedyecTBEHHOIN uTepaType NPAaKTUYECKH OTCYTCTBYIOT

myOIMKauy, MOCBALIeHHbIE n3yueHuto nanueHTos ¢ CIIE.
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ITo »toit mpuunne B ®I'BY «HMMUIL] kononpoktonorun umenn A.H. Pookux» MwuH3npasa
Poccun ObIO  TPOBENEHO  PETPOCHEKTUBHO-TNIPOCHEKTUBHOE  OJHOIICHTPOBOE  HCCIIEIOBaHHE,
MIOCBSIIIIEHHOE BBISBICHUIO KJIMHUYECKUX U F€HETUYECKUX OCOOEHHOCTEN Y POCCUICKUX MallMEHTOB C
CIIE.

ean uccaenoBanusi

OntuMuzanus JUAarHOCTHKH, JICYCHHS W MOHUTOPHUHIA MalMEHTOB C¢ cuHapoMoM I[lelitna-

Erepca.
3agauu ucciaea0BaHus

1. YcTaHOBUTH OCOOCHHOCTH KJIMHUYECKON KapTuHBI cuHapoma [leiitiia-Erepca y poccuiickux
HAIMEHTOB.

2. Omucath 4acTOTy NAaTOTeHHBIX BapuaHTOB B reHe STK1l y poccuickuX ManueHToB C
cunapomoM I[leiitia-Erepca. BeissicHUTh HanMune KIMHUKO-TEHETUYECKUX KOPPEISAIIUH.

3. OueHUTb pe3yabTaThl 3HI0CKOIIMYECKOIO U XUPYPrUUECKOTrO JICYEHUSI.

4. OnpenenuTh ONTUMAIBHYIO XUPYPTUUYECKYIO TaKTUKY Yy TAIMEHTOB ¢ cuHiapomowm lleiTma-
Erepca.

5. PazpaboTtaTh peKOMEHAALUU MO TUCHAHCEPHOMY MOHUTOPUHTY MAJISi COBEPIICHHOJETHUX

nanueHToB ¢ cuaapoMoM Ileritiia-Erepca.

Hayunasi HoBu3HA

Brniepseie B PO npoBeneHo nccinenoBaHne, HapaBIeHHOE HA U3yUYEHUE U BBIBICHUE KIMHUKO-
IreHEeTHYECKUX 0COOEHHOCTE! narueHToB ¢ cuHapomoM Ileiitna-Erepca. K BbIsIBIEHHBIM 0COOEHHOCTAM
y nanuenToB ¢ CIIE otHocsTes: 100% mMenaHnHOBast TUTMEHTAIMs KpacHOM KaliMbl I'y0, 00s1ee BEICOKast
4yacToTa MOpPaXEHHUs TaMapTOMHBIMU TOJMIIAMU JKEITYAOYHO-KHUIIEYHOIO TpPakTa B CPaBHEHUH C
nonyisiuusimu CIHA, SAnonun, Kuras m conocrtaBumasi ¢ eBponeiickumu nonyiasiuusimu. [lomyueHst
HOBBIC JIaHHBIE O MpeoOJIaJaHUM TOYKOBBIX MATOTCHHBIX BAPUAHTOB B CPAaBHEHUWU C KPYMHBIMU
MEepPECTPOMKaMU y POCCHUUCKUX mMareHToB. BrepBbie B Mupe omucaHo 10 HOBBIX MaTOTEHHBIX
BapuanToB B reHe STK11. ITo pe3ynbraTam mccienoBanus pazpadoTaHa ONTHMAaIbHAs XUPYPrHUECKas
TaKTHKA JIEUYEHUS U NPEUIOKEHBl PEKOMEHAAIMHA 10 AMATHOCTUKE U JMCIAHCEPHOMY MOHUTOPUHTY

nanuenTos ¢ CIIE.

Teopernueckasi 1 NpaKTHYeCKasi 3HAYUMOCTDH PadoThI
bnarogapss TpOBEJEHHOMY HCCIENOBAHUIO, BIEPBBIE OINUCAaHBl KIMHUKO-TEHETUYECKUE
ocobenHoctu TeueHus: CIIE y poccuiickux manueHTOB, ompeseseHa ONTHMajbHas XUPypruyeckas

TaKTHKa JICUCHUA U pa3pa60TaHr,1 PEKOMEHOAIHUU 1O JUATHOCTUKE U MOHUTOPHUHI'Y COBCPHICHHOJICTHUX
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6onbHbIX ¢ CIIE. Jlanable pa3paOOTKH MOTYT OBITh IPUHSATHI JIJIs1 pEATU3AIIMU B CIICIIHATU3UPOBAHHBIX

71e4eOHO-TIPOUITAKTUYECKUX YUPESIKICHUAX.

MeTo0/10J10rHs1 M METOAbI HCCJIEI0BAHUS

Pa6ota BbINIOJIHEHA B BU/I€ OJHOLEHTPOBOI'O PETPOCIIEKTUBHO-TIPOCHEKTUBHOIO CCIIEI0BAHNS,
B X0/1€ KOTOPOTO IMPHUMEHEHBI COBPEMEHHBIE CTIOCO0BI cOopa 1 00paboTku HHPOpPMAaLUU, 0ObEKTUBHBIC
METOAbl MHCTPYMEHTAJIBHOTO OOCIIEOBaHUS M AMArHOCTHKH C BKJIIOYEHHEM JOCTAaTOYHOTO YHCIa
KJIMHUYECKUX HaOIIOIEHUH.

JlaHHbIC O ManMEeHTKax ObUIM BHECEHBI B JICKTPOHHYIO Tabmuiy Microsoft Excel 2019 for
Windows. Craructryeckuit ananus npoBoawiu B mporpamme Statistica 13.3 (TIBCO, USA) u RStudio
(R v. 43.2 (R Core Team, Vienna, Austria)) ¢ nmpumernernunem Ooudbmmorek pROC, ROCR, ggplot2,
survival, survminer, GenBinomApps. KauecTBeHHble NpU3HAKKW ONHMCHIBAINCH AOCONIOTHBIMU H
oTHOocUTeNbHBIMU 4YacToTaMu (n (%)). Bce konndecTBeHHbIE BEIMYMHBI MPEACTABISIM MEAUAHOM,
HWOKHUM U BepxHUM KBapTwisimu (Me (Q1; Q3)), yka3zpiBanu MUHUMAJIbHOE U MAKCUMAJIbHOE 3HAUEHUS
(Min — Max), moarpymnmsl cpaBHuBaiu U-kpurepuem ManHa-YuTHu. CTaTUCTHYECKUA 3HAYUMBIMH
cuntasin paznuuusg npu p<0,05. Jlns oLEHKH BEpOATHOCTH HACTYIJIEHHS MCXOZAA, 32 KOTOPBIH
npuHuManock auarHocrupoanue 3HO, B 3aBHCHMMOCTH OT BO3pacTa ObUIM IOCTPOEHBI KPHBBIE
BbDKHMBaeMocTu no merony Karuana-Maiiepa. [Ins moucka BO3pacTHOM T'paHULBI O BBISIBJICHUIO
BbICOKOTO pucka pa3suts 3HO Ot nmpoBeaen ROC-ananu3 ¢ mocrpoenneM ROC-kpuBoii 1 OLIEHKH
ee IUIoIaaAM; TO4YKy orcedku (cut-off) Haxogumu ¢ momombio Kputepus HOneHa, uist KOTOpoi
OTIpeIeNIsT YyBCTBUTEIBHOCTD U CIIELIU(PUUHOCTH C yKa3aHueM 95% nosepurensHoro uurepsaia (/1U1),

paccuutanHoro no merony Knomnmnepa-ITupcona.

IToJ10:keHNs1, BBIHOCUMBbIE HA 3aILIUTY

1. ¥V 100% poccuniickux nanueHToB ¢ curapoMoM llelitna-Erepca nmeercs ciam3nucTo-KoxHas
MEJIaHMHOBAs MMTMEHTAIHSI, a TaKkke 0oJiee BHICOKAs YacTOTa TIOPAKEHHUS TaMapTOMHBIMHU TIOJTHIIAMHU
JKEJTyJ0YHO-KUIIEYHOT0 TpakTa 1o cpaBHeHMIo ¢ nauueHtamu n3 CHIA, Anonun, Kurtas (p<0,05) u
CTaTUCTHUYECKH COMTOCTAaBUMA C IaHHBIMH, MTOJTy4eHHbIMU y nanueHToB u3 O®PI, Hunepnannos (p>0,05).
Cpenu Bcex MalMEHTOB M UX POJICTBEHHUKOB ¢ MOATBepkAeHHbIM auarHo3oM CIIE nmpeBanupyer pax
nopkenynodHon xenessl (21%), pak nerkux (18%) m Tonmcroit kumku (18%). ¥V KeHIIMH Takxke
BBISBJISUICA pak mIeiku MaTku (25%), pak MosiouHoit sxenessl (19%), pak suunukoB (13%).

2. YV poccuiCKuX MalMeHTOB BbIsBIEHO 10 HOBBIX paHee HE ONMCAHHBIX B MHUpE MAaTOT€HHBIX
BapuanToB B reHe STK1l, a Taike mpeoOiasaHue TOYKOBBIX BapHaHTOB (85%) Hax KpyNHBIMU
neneuusaMu (15%). Llenecoobpazno Bkitouenue meroga MLPA B pyrunnyio JIHK-nuarnoctuxy

IMaIMCHTOB. VYcranoBieHo OTCYTCTBHEC KIIMHUKO-TCHETUYECKOM KOppCIsian.
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3. Yacrota ocnoxuenuit 1,8% (5/272), Bo3HHKaIomasi BO BpeMs 3HIOCKOMHYECKOTO YAaTIeHUs
raMapTOMHBIX TIIOJIIIOB, COMOCTaBMMAa C YacTOTOW ocioxkHeHnid 4% (2/50) mnpu mIaHOBBIX
XUpyprudeckux BmemiarenberBax (p=0,3), u 3HaYMTENBHO HUXE B cpaBHeHHH C¢ 9,6% (7/73) mpu
SKCTPEHHBIX XUPYpPrudecKkux BmemiarenbcTBax (p=0,0047).

4. llpu BbIOOpe oOOBEMA XHPYPrHUECKOrO JIEUEHUS CIEAYyeT OTAaBaThb NPEANOYTECHUE
HH/IO0CKOIIMYECKOMY pacCIpaBJICHHUI0O TOHKOKMIIEYHBIX MHBAaruHaUMil M YJAJIEHHUIO T'aMapTOMHBIX
MOJIIIOB, @ TPHU HEBO3MOXXHOCTH BBINOJIHEHHUS SHAOCKOMMYECKOTO BMEIIATENBCTBA HEOOXOAMMO
NPUMEHEHHE MHTECTUHOCKONMU C TOJUIDKTOMUEH TMpu a0AOMUHANIBHONW ONEpalud uepes
SHTEPOTOMHOE OTBepcTue. [Ipu peryiasipHoM TuHAMUYECKOM HAOIIOACHUH U CBOEBPEMEHHOM yAICHUH
noJunoB y 94% manueHToB ynainoch n30exaTh a0JOMHHAIBHBIX XUPYPIHUECKHX BMELIATEIbCTB Ha
IPOTSKEHUH JUIMTEILHOIO BpeMEeHH ¢ MeanaHou 8 (4;13) ner.

5. Pa3zpaboTaHbl peKOMEH AU [0 MOHUTOPUHTY COBEPIICHHOJIETHUX MAIUEHTOB C CHHAPOMOM
[Teiitia-Erepca, BKiIo4aroIiye eKeroJHoe BhIMOIHEHUE TaCTPOCKOIUHU, KOJIOHOCKOIHH, UCCIIEIOBaHNE
TOHKOM KHUIIKH. [IpeanodTuTenbHpM METOIOM JAJIsl BU3YaIU3allM TaMapTOMHBIX HOJUIIOB B TOHKOMN
KUILKE SIBJISIETCSl BUJICOKAIICYJbHAS 3HJIOCKONMS, KOTOPYIO CIEAYET BBIINOJIHATH IOCIE UCKIIIOUEHUS
TOHKOKHUIIIEYHBIX MHBATMHAIIMH ITyTeM MPOBEACHUS JIy4eBbIX METO/10B nuarHocTuku (Y3 kuievHnuka,
KT/MPT-3naTEepOrpadus, peHTTeHOJIOrMYeCKOe HCCIIeOBaHUE TTacca)ka 0apust Mo TOHKON Kuike). J{ims
oOHapyxkeHus: 3HO BHEKMIIEUHOH JIOKaIu3aluu Ha pPaHHUX CTaJuiIX HE0OXOIUMO IpPOBEACHUE
KT/MPT ¢ xoHTpacTHpOBaHUEM OPraHOB OPIONTHON MOJIOCTH, MAJIOTO Ta3a, peHTTeHOTpaduu JIeTKuX 1
pa3 B roa, a ¢ 40 et — 2 paza B rofa. JKenmuHam ¢ yctaHoBieHHbIM auarHo3oMm CIIE HeoOxomamma
IIOCTAaHOBKA Ha Yy4eT Yy THHeKoJora C oO0s3aTeIbHBIM €XEroJHbIM OOCIIeZIOBAHUEM COIJIACHO
KIIMHUYECKUM peKoMeHAauusaM 1o BeisgBiieHn0 3HO sSIMUHMKOB, IEMKN MaTKU, MOJIOYHBIX Jkene3. [lpu
BBISIBJICHUH B CEMEMHOM aHaMHe3€ paKkoB JPYIMX PEIKHX JIOKAIU3alUi (T0OJJIOBHOIO MO3Ta, CIM3UCTON
HOCA U JIp.) pEKOMEHIyeTcs OO0CiIeA0BaHHE Yy COOTBETCTBYIOUIMX CIEIHAIUCTOB 3a 5 JeT A0

nuarHoctupoBanus B cembe 3HO nanHOM nokanuzanuu.

CooTBeTcTBHE JUCCEPTALMHU NACTIOPTY HAYYHON CNIENHATbHOCTH

B mpouecce Hay4yHOro IUCCEPTALlMOHHOTO HCCIENOBaHMs pa3paboTaHa cxema 0OCieT0BaHMS
JKEIYJOYHO-KMILIEYHOTO TPaKTa y IAllMEHTOB C HACIEACTBEHHBIM cuHApoMoM IleWrma-Erepca, 4ro
COOTBETCTBYET 1. 2 «Pa3paboTka M yCOBEpIIEHCTBOBAHNE METOAOB AUATHOCTUKHU U MPEIYNPEKICHUS
Xupypruueckux 3aboneBanui» [lacnopra cneunansHoctu 3.1.9 — xupyprusi. Ha ocHoBaHuu ombiTa
JIeYeHMsI IaHHOW KaTeropuU TMAaIlMeHTOB, a TaKkke 000OLIEeHHs NaHHBIX JIMTEpaTyphl ObUT OIpesesieH
ONTUMAJIbHBIA 00BEM XHPYPTUYECKOrO JIEYeHMs MalueHToB ¢ cuuapomoMm lleiitna-Erepca, uto
coOTBeTCTBYeT M. 4 «OKclIepuMeHTalbHas M KIMHUYecKas pa3paboTka METOJO0B JIeUeHUus

XUPYPTHUICCKUX Oose3Hell U UX BHCAPCHUE B KIMHHUYCCKYIO IPAKTHKY» HacnopTa CIICHUAJIbHOCTH
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3.1.9. Xupyprus. [Ipemnoxen anroput™m JIHK-aumarnoctukn maTtoreHHbIX BapuaHTOB B reHe STK11,
BKJIIOYAIOIIUI  11e7ecoo0pasHocTh mpuMeHeHus Metoga MLPA.  [luccepranmumonnas pabota
COOTBETCTBYeT (hopmyne crenuanpbHocTH 1.5.7. 'eHeTHKa, OXBaTBIBAMOIIEH H3y4YEeHHE MPOOIIeM
M3MEHYUBOCTH U HACJIEJICTBEHHOCTH, 3aKOHOMEPHOCTEH IPOIIECCOB XpaHEHUS, IEpeJaun U peau3aluu
FeHeTUYeCKO HHGOpPMAalUU Ha MOJIEKYJISIPHOM, KJIECTOYHOM, OPraHM3MEHHOM U TMOMYJISLHOHHOM
ypoBHsX. ObsacTu uccienoBanus: «MoneKyaspHbIE U LIUTOJIOIMYECKUE OCHOBBI HACIEACTBEHHOCTHY;
«['enernka uenoBexka. MenuuuHckas reHeTnka. HacnmexctBennsle Oonesnm». Hacrosimass pabota
MOCBSIIIIEHA COBEPILICHCTBOBAHUIO [TOIX0/I0B K U3yYEHUIO HACIIEICTBEHHBIX MOJIEKYJISIPHBIX HApYIICHUN

B paMKax HepCOHaHHSHpOBaHHOﬁ MCIUIIMHEI.

CreneHb J0CTOBEPHOCTH U aNpodalus pe3yibTaTOB

KonnuecTBo OONBHBIX, BKIIOYEHHBIX B HCCIEIOBAHUE, MPOJOJKUTEILHOCTh HAOIIONCHUS 32
MalUEeHTAMH, aHAJIU3 PE3YJIbTATOB JICUCHUS, IPUMEHEHUE COBPEMEHHBIX MOJEKYISIPHO-TEHETUYECKUX
U MHCTPYMEHTAJIbHBIX METOJIOB JIMATHOCTHUKH, a TAKXKE CTATUCTHYECKas oOpabOTKa JaHHBIX ACNAl0T
MOJIYYCHHBIEC PE3YIIbTAThl JOCTOBEPHBIMHU.

Amnpobarus paboTsl cocTosinachk 04 nexkadpst 2024 rona Ha HAYYHO-TIPAKTHUECKON KOH(DepeHIINH
corpynuukoB ®I'BY «HMMUI] kononpokronoruu umenu A. H. Peoxux» Munznpasa Poccun u kadenpsi
koJjonpokronoruu u 3uaockonuu ®I'bOY A0 PMAHIIO Munsnpasa Poccun.

OcHOBHBIE TOJIOKEHUSI PabOThl JABaXIbl JOJIOkKEHbI Ha ydeHOM coBete DPI'BY «HMUILL
kojonpokronorun umenn A. H. Peoxux» MunsnpaBa Poccun (B 2022r. m 2023r.), Ha 3acegaHuu
oOmiecTBa 3HI0CKOMHUCTOB I'. MockBbI 1 MockoBckoit o6mactu (MockoBckoe OTAeNneHue AcCCouanuu
«Qupockonuueckoe obmectBo «POH/IO») 18 suBaps 2023r., a Taxke Ha Bcepoccuiickoil Hay4qHO-
MPaKTUYECKOW KOH(PEPEHIIMH ¢ MEXKIyHApOIHBIM ydacTHeM «Cbe3l KoJompokTojaoroB Poccum» (T.

Mocksa, 3—5 okta0ps 2024 1.).

BHenpenue pe3yJibTaTOB HCC/IEJOBAHUSA B IPAKTHKY
Pa3paboranHble pekoMeHAaluy anpoOUpPOBaHbl U BHEPEHBI B KIIMHUYECKYIO TPakTUKY PI'BY
“HMUL] xononpokrosnornn uMeHu A.H. Peokux” MunsnpaBa Poccunm m I'BY3 Mockosckuit

KJIMHUYECKUM HayuHbli neHTp uMenu A.C. Jlornnosa JI3M.

JIM4YHBIA BKJIAJ aBTOPA
ABTOpPOM TpOBENEH AHATUTUYECKHI 0030p JUTEpaTypbl MO TEMaTUKE HCCIeNOBAaHUS, Ha
OCHOBaHUU KOTOPOTO OMpeleleHa aKTyalbHOCTh MPOOJIeMbl W pa3paboTaH IU3aiiH HCCIEIOBaHUS.
Kpowme Toro, nuccepraHnToM npoBeieHa padoTa 1o cOopy U CTaTUCTUYECKOMY aHATU3y KIMHUYECKOTO

maTtepuana. CouckareneM MpoaHAJIM3UPOBAaHBl M 000OIIEHBI  pe3yJabTaThl  HCCIEAOBAHUA,
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c(hOpMyIIMPOBAaHbI BBIBOJbBI, IPAKTUUYECKHE PEKOMEHIAINH, a TaKKe MOJATOTOBJICHBI MyOIMKaluu M0
TEME HUCCIEA0BaHUsI.
I[y0ankanum no TemMe auccepTanun
Pe3ynbratel uccienoBanus onyOIMKOBaHbI B 4 TIeUaTHBIX padoTax B NEPUOAMYECKUX U3/IaHUSAX,

pexomennyembix BAK g nyOnukanuii MaTepuanoB JUCCEPTAIMOHHBIX PadoT.

CTpykTypa u 00beM QuccepTaluu
HuccepranuonHas padoTa u3noxeHa Ha 131 cTpaHuile MAIIMHOIMCHOIO TEKCTa U COCTOUT U3
BBEJICHHUS, YETBIPEX IJIaB, 3aKJIOYEHUS, BBIBO/IOB, IPAKTUUYECKUX PEKOMEHALNMN, CIIUCKA COKPAILIEHUI
U YCIIOBHBIX 0003HAUYEHUH, CIIMICKA JIUTEPATyphl, KOTOPBIH BKItOYaeT 137 UCTOYHHUKOB, B TOM uucie 24

oreuecTBeHHBIX 1 113 3apyOexHbix. Pabora winmoctpupoBana 50 pucynkamu u 17 Tabmuramu.

OCHOBHOE COJAEPKAHUE PABOTbI

Marepuajbl ¥ MeTOABI

B pamkax quccepTalliOHHOrO UCCIIeI0BaHUs aHATIU3y NOABEprHyThl 50 nanueHToB u3 44 cemeit
C MoATBepKACHHBIM cuHapoMoM Ilelitia-Erepca. Bee manueHTsl COOTBETCTBOBAIM MEXIYHAPOIHBIM
KpuTepHsM it noctanoBku auarno3a CIIE. B uccnemyemoii rpymre nmanueHToB ¢ CIIE myxuns 0110
23 (46%), wenmuH — 27 (54%). Menuana Bo3pacTa MayeHTOB HA MOMEHT oOpaIieHus: coctaBuia 29
(18;36) (18-57) ner.

BrisiBnieHo, uto B 23/44 (52%) ceMbsxX MPOCIEKUBAIICS OTATOLICHHBIA CeMEWHBIN aHaMHe3, 2/44
(5%) manyeHToOB HE UMENU AAHHBIX 00 OJHOM U3 poauTeneil. JlocToBEpHO YyCTaHOBIEHO, YTO CMEPTh
21/23 wyenoBek MepBOM JMHUM POACTBA C MOATBEpXkAeHHbIM nuarHo3oM CIIE HacTynuia ot
3JI0KaUYeCTBEHHBIX 3a00JIeBaHUIl pa3iIMuHBbIX JOKaiau3auuid. [IpuHMMas BO BHHMaHHE HeOOJbLIOE
KOJIMYECTBO IAllUEHTOB C BBISBICHHBIMU OIYXOJISIMHM, 9TH POJCTBEHHUKH TAK)KE€ YUUTHIBAIUCH NPU

aHaJIM3€e 3JI0KaYeCTBEHHBIX HOBOOOpa3oBaHuii (Tabnuma 1).

Tabmuua 1 — Knuanueckast XxapakTepUCTHKA MallUEHTOB

IToka3zarens ITammenTHI
[Ton
- MY>KCKOM 23 (46%)
- JKEHCKUU 27 (54%)
Cewmeiinblii anamue3 (44 cembn)
- eCTh 23/44 (52%)
- HET 19/44 (43%)
- HET JJAaHHBIX 2/44 (5%)
Bospact nosiBieHus: NepBbIX jkanoo, JeT 11 (6;18) (0,5-24) *
Bospact npu mocTaHoOBKe IHArHo3a, JeT 23 (15;34) (1-53)*




[Tponomkenne TadauIs! 1

Bospact nepBoii onepanuu, rosl 17 (11;24) (0,5-45)
Haymuue natorennoro Bapuanta B rene STK11 B cembe 39/44 (89%)
Iepuo HAOIFOAEHUS, JICT 3(2;13) (1-13)*
*mediana (Q1;Q3) (min-max)

Pe3yabTaTsl 00C/1€10BAHUSA TALMEHTOB
[TepBbie kamoObl OTMEYANUCh B JETCKO-IOHOIIeckoM Bo3pacte y 40/50 (80%) mammeHToB.
Menaunana Bo3pacTa MOsBICHHS MepBbIX xanod cocraBmia 11 (6;18) (0,5-24) net, 4To COOTBETCTBYET
JTAHHBIM MHPOBOH JtuTepaTyphl. XKanoObl, Kak MPaBUIIO, CBSI3aHbI C POCTOM FraMapTOMHBIX TTOJIMITOB. DTO
OBLIM TSHYIIME WM cXBaTKooOpa3Hbie 0onu B xkuBoTe y 46/50 (92%) mauuenTos, cnabocts y 32/50
(64%), oOycnoBiieHHasi CHIDKEHUEM Tremoriioouna o 78 (67;93) (30-112) r/m u3-3a TpaBMaTu3anuu
MIOJIMIIOB ¥ CKPBITOTO KPOBOTEUCHHMS, BBITIAJCHUE TTOJUIIOB U3 MPsiMOi kumku y 6/50 (12%) u TomrHOTa

y 9/50 (18%) (pucynok 1).

. 100 %
100 % 92%

80

64 %

60

40
18 %

0

B IarmMesTanaa ® TomHOTA BoJH B :RHEOTE BrinageEHe moaHOnoE B CaadocTe/aHeMHS

Pucynox 1 — XanoOsl1, Bo3Hukatomue y nanueHToB ¢ CIIE

[Tpu mepBUYIHOM OCMOTpE NAIIMEHTOB Ha ce0s1 oOpalana BHUIMaHUE MEJIaHUHOBAs ITMTMEHTAIHST
KpacHOH kaiimbl Ty0 y 43/50 (86%) maumeHTOB, KOTOpas H3Ha4dalbHO mHpucyrcTBoBaia y 100%
nanueHToB U Bo3HuKana B Bo3pacte 1(0;3) (0-14) roma. Taxxe y 10/50 (20%) nuMenach mUrMeHTaLIUS
ciu3ucTon ek, y 3/50 (6%) manueHToB — KUCTEH pyK u cTtomnax, a y 2/50 (4%) maiueHToK — riia3Horo
s10J10Ka (PUCYHOK 2).

JUis OLEHKH paclpOCTPaHEHHOCTH MOPAXKEHUS IOJIMIAMH KeJyJOYHO-KUIIEYHOrO TpaKTa
naryeHTam MIPOBOJIMIIN HHJIOCKOITUYECKOe UCCIIeIOBaHHeE, BKJIIOYAIOLIIEE
330(haroracTpoly0JJEHOCKOIHI0O U KOJOHOCKONUio. MerosnamMu BbIOOpa Mpu 0OCIETOBAaHMM TOHKOU
KAIIKA OBUTM peHTreHorpaduveckoe WccieloBaHne maccaxa Oapus mo TOHKoW kwmike wim KT-
sHTEeporpadusi, KOTOpble MO3BOJSUIN BU3yaIM3HPOBATh MOJMIBI M MHBAarvHaiuu. B ciydasx, korma
WHBaruHaThl HE BBIABISUINCH, MPOBOIMIN BHUAEOKAINCYJIBHOE HCCIeoBaHUE. TpaHCOpPAIbHYIO HIIU
TPAHCPEKTAIbHYI0 OSHTEPOCKONMHUIO (MHTECTUHOCKONHIO) WCIOJNB30BAIA B KadecTBe JiedeOHO-

JUAarHoCTHYCCKOI0 METOAA.
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Pucynok 2 — Buel MeTaHMHOBOM nUrMeHTauu: A, b — murMeHTarms KpacHO! KaiiMblI T'y0;

B — nurmenTanms cnuzucToi mek; I’ — murMenTanms jJagoHen

Panee mpoBeneHHBIE MOJEKYJSPHO-TEHETHYECKHE HccaenoBanus y mnanuentoB ¢ CIIE
IPOJIEMOHCTPUPOBAJIH, YTO B PA3HBIX MOMYJISIMIX BBIABISIOTCS Pa3JIMYHbIC MATOTCHHBIC BapUAHTHI
(IIB) B rene STK11. B pe3synbrare BblnosHeHHOro Hamu uccienoBanus 1B BeisiBnens! B 39/44 (89%)
cembsix. Cpeau obnapyxeHHbx [IB B rene STK11 npeobnamanu ToukoBsie Bapuanthl y 33/39 (85%)
cemeii, OobIue Jaenenuu BeisBiieHb Y 6/39 (15%) cemeii (Tabmuna 2). beuio ycranosieno, uro 10/39
(26%) maToreHHBIX BapUAHTOB BBISBJICHO BIICPBbIC, TAK KAK OHM HE BCTPETHIIMCh B MEXKIyHAPOIHBIX

6azax (www.hgmd.cf.ac.uk, www.ncbi.nlm.nih.gov/clinvar).

Tabmuna 2 — Buasl matoreHHbIX BapuaHToB B reHe STK11 (KpacHBIM IIBETOM BBIJICJIEHBI TATOTEHHBIE

BapHaHThI, ONIMCAaHHbIE BIIEPBBIEC)

Yucno
Tun naToreHHoro . Onucanbl
[TaToreHHBIN BapHaHT MayueHToB /
BapHaHTa paHee .
cemen
c.464+1G>A Ja 1/1
c.598-1G>A Her 1/1
Myraruu caiita- ¢.598-2A>G Ja 1/1
CIUTalicuHra C.734+1G>A Ha 4/2
c.735-1G>A Ha 1/1
€.863-1G>A Ha 1/1
¢.200T>C p. Leu67Pro Ha 1/1
€.419T>C p.Leul40Pro Ja 1/1
.443T>C p.Phel48Ser Her 1/1
VT p—— €.526G>A p.Aspl76Asn Ja 1/1
c.527A>T p.Aspl76Val Her 1/1
¢.543C>A p.Asnl181Lys Ja 2/2
c.752G>A p.Gly251Asp Ja 1/1
€.909C>G p.lle303Met Jla 1/1
WHucepunn ¢.126_127insC p.Ala43ArgfsTer120 Her 1/1
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[Tponomkenue TaOIUIBI 2

c.574dup p.lle192AsnfsTer74 Ha 1/1

¢.803_810dup p.Ser271GlyfsTer19 Her 1/1

€.109C>T p.GIn37Ter a 1/1

c.147C>G p. Tyrd9Ter Her 2/1

Houcenc-myraruu €.354C>G p.Tyrl18Ter la 1/1
c.475C>T p.GIn159Ter Ha 1/1

C.759C>A p.Tyr253Ter Ia 1/1

c.256del p.Arg86GlufsTer10 Her 1/1

€.597+31_601del Her 1/1

c.650del p.Pro217ArgfsTer70 Ha 1/1

C.747_749del p.Thr250del a 1/1

Henernuun c.781del p.Tyr261ThrfsTer26 Her 1/1
.907_915del p.11e303_GIn305del Ja 1/1

c.922del p.Trp308GlyfsTer28 Ja 1/1

¢.933 936del p.Lys311AsnfsTer24 Her 1/1

¢.1010 _1011del p.Val337GlyfsTer22 Ja 3/1

del 1 1/1

IIpotsxkeHHbIE del 2-5 11
del 2-8 2/1

ACHERIH del 2-10 1/1
del 7,8 1/1

[TaToreHHbIe BapHaHTHI, BBISBJICHHBIC Y HAIIMX MAI[MEHTOB, JIOKann30Bamuch B rene STK11 co
109 mo 1011 xomupyromuii Hykieotun. Kak BumHo u3 maHHbix (pucyHok 3-4) B rene STK11 ner
Y4aCTKOB, I KOTOPBIX ObLIT ObI XapakTepeH OoJiee paHHUI Uik OoJiee O3IHUN BO3pacT MaHU(ecTaluu
3abosneBanus. Takke cpely WIEHOB OJIHOM CEMbH, MMEIOIIUX OJMHAKOBBIM IMAaTOTCHHBIM BapHUaHT,
BO3pAaCT BO3HUKHOBEHUS MEPBBIX KaT00 3HAYUTEIBHO OTIAUYaeTcs. Takum 00pa3oM, HaMU HE BBISIBIIEHO

B3aUMOCBA3U BO3PACTa BO3BHUKHOBCHUS Kajo0 ¢ JIOKaJIM3aled IaTOT€HHOTO BapHaHTa.

30
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KOOWPYIOLWAA NOCNELOBATOENBHOCTD, HYKNEOTUObI
Pucynok 3 — Jlokanu3anus naToreHHbBIX BapuanToB B reHe STK11 (oquHaKOBBIM IIBETOM OOBEICHBI

YJICHBI OJTHOW CEMBH)
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del 1

del 2-8

Pucynok 4 — Jlokanu3zanus 6ospmux jaenenuid B rene STK11 (d4ieHsl 0qHOM ceMbH 00OBEICHBI)

[Tockonbky B padore Amos C.I. (Amos C.I. et al., 2004) roBopuaocs 0 TOM, 4TO MAI[HEHTHI C
MHUCCEHC-MYTAIMsIMH UMEIOT OoJiee MO3HIOI MaHUdecTanuio 3a0oneBanus. [Ipu cpaBHEHUHN JaHHBIX
poccuiickux 60ibHBIX ¢ CIIE Meauana Bo3pacTta nepBbIX kajlo0 y MalMEHTOB ¢ MUCCCHC-BapHaHTaAMHU
cocraBuia 11 (5;16) (0,5-24) ner, a y nanueHToB ¢ yKkopoueHHbIMU Bapuantamu 13 (7;18) (1-24) ner,
YTO SIBJIICTCS CTAaTHCTUYECKH He3HaunMbIM (P=0,6).

Takum 00pa3oM, Ha OCHOBAHHH JAHHBIX HAIIIETO aHAJIN3a MOYKHO 3aKJIFOUUTh, UYTO Y POCCHUCKIX
MAIIMECHTOB HE BBISBJICHO HATMYUS KIMHUKO-TCHETHUYECKUX KOPPEISAIUIi.

OnHUM W3 OCHOBHBIX KiMHWUYecKkux mnposieieruid CIIE sBisercs Hanmuyue raMapTOMHBIX
MOJIUTIOB B JKEYJAOYHO-KHIIEYHOM TpPAKTe 3a WCKIYCHHEeM muiieBoga. I[lpu oOparmennn B
MEIMIIMHCKOE yupekaeHue y Bcex manueHToB ¢ CITE ObuT mopaxeH X0Tst ObI OJIMH U3 OT/ICIIOB TOHKOH
kUK. OTHOBPEMEHHO POCT MOJIMIIOB BO BCEX OT/ENIaX TOHKOM KUIIKHU MPH MEPBUYHOM 00CTIE0BaHUN

Habmonancs y 20/50 (40%) nanmenToB u B nmocneayromieM y 28/50 (56%) mauuentos (tabnuia 3).

Tabnmuma 3 — PactipesieneHre MOJUIIOB 110 OT/eNIaM KeTy04YHO-KUIIEYHOTO TPAKTa

ToHkast KuIKa Toscras kumka
Yacrorta e T HOH-_ N 1 N
HopasKeHHs eIyI0K JUIK* omfas B3JI0III paBbIe EBBIE psimast
KHUIIIKA Hast OTAEBI | OTICIBI KHUIIKA
KHUIIIKA
[epBuuHOE 50/50 (100%) 40/50 (80%)
obcnenosanue, | 33 (66%
N (66%) 127 (54%) | 47 (94%) | 30 (78%) | 20 (40%) | 38 (76%) | 19 (38%)
Obcrenoranne 50 (100%) 44 (88%)
pu
MOCIIETHEM 40 (80%)
TIOCEIEHNH, 38 (76%) | 41 (82%) | 37 (74%) | 25 (50%) | 37 (74%) | 21 (42%)
N=50
IMpumeuanue: *mediana (Q1;Q3) (min-max); * AIIK — neHaanaTUnepCcTHAs KUIIKA.
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Ha ocHOBe mpeacTaBiIeHHBIX JAHHBIX MOXKHO C/ENaTh BBIBOJ, YTO KOJHYECTBO MAI[HCHTOB, Y
KOTOPBIX C BO3PAaCTOM Pa3BHBAIOTCS HOBBIC MOJIHUIbBI, YBEIMYMBACTCS. Pa3Mephl MOJIUIOB BO BCEX
OT/IeNIaX JKEIYJ0YHO-KUIIECYHOTO TPAKTa OBUIM COMOCTAaBHMBL [Ipu 3TamHOM 00CIIEIOBaHHH pa3Mep
HOJTUITIOB OBLT MEHBIIIE, YTO CBA3AHO C UX MEPHOANICCKUM yIAICHUEM.

[Tpu aHaNM3e 4aCTOTHI MOPAKCHUS TAMAPTOMHBIMHU TIOJUIIAMU PA3TMYHBIX OTIEIOB JKKT HAIIUX
HAIUCHTOB M MAIUCHTOB U3 JPYTUX MOMYJSIHN BBISBICHO, YTO YaCTOTA MTOPAKCHUS JKEIY/IKa, TOHKOM
KHUIIKKA M TOJICTOM KUIIKK COTIOCTaBUMA C JIaHHBIMH, MoJTy4eHHbIMH y marenToB u3 OPI™ (Salloch H. et
al., 2010) u Hunmepnanmos (Gao H. et al., 2010) (p>0,05), ¥ CTaTUCTHYECKH 3HAYMNMO BBIIIE IIO
cpaBuenuio ¢ manabpivu u3 CIIA (Bartholomew L.G., 1957), Kuras (Xu X. et al., 2022) u Slnonun
(Utsunomiya J. et al., 1975) (p<0,05) (Tabmwuia 4).

Ta6n1z1ua 4 — PaCHpCHCHeHI/IC ITOJIUIIOB IO OTACIIAM KEJIIYAOUHO-KUIIICYHOI'O TPpAKTa

Crpansr | Poccus OPI’ Hunepnanast CIIA Kurait SInonus
Otaenp (N=50) (N=31) (N=13) (N=75) (N=40) (N=222)
KKT % nopaoicenus omoenog XKKT
Keny ok 80 74 92 23 48 49
p=0,6 p=0,4 p<0,0001 p=0,0013 p<0,0001
Tonkas kuIka 100 90 100 72 28 64
p=0,05 p=1,0 p<0,0001 p<0,0001 p<0,0001
Toscras kuika 88 I [ 34 95 53
p=0,2 p=0,4 p<0,0001 p=0,0006 p<0,0001

ITpu nmepBuuHoM oOpamenuu B Ham Llentp y 16/50 (32%) mauueHTOB BBISBIEHO HalIU4He
TOHKOKHIIIEYHbIX WHBAaruHaToOB. MeanaHa IWHBI MHBarmHata coctasisia 6 (4;10) (2-20) cowm.
MuHMMaNbHBI pa3Mep TOJHIIA, BBI3BABIIETO WHBarvHAIMIO, COCTaBWJI 15 MM B JauaMmerpe,
MakcuManbHbI — 10 cM B auamerpe. Ha ocHOBaHMM 3TOro, 4ToOBI MPEAOTBPATUTh (OPMHUPOBAHUU
WHBarvHaluy, KOJUIETHAJIbHO (Cpelu Bpadel, 3aHMMAIOLIMXCS JaHHOW MaTOJIOTHEH) ObUIO NMPHHATO
peuieHre 00 ynaleHMHM BceX MOJMNOB auamMeTpoM OT 1 cm. Ilpu mpuHATUM pelieHuss O Takke
YUYUTBHIBAJIMCH TaHHBIC MUPOBOii tuteparypsl (Van Lier M. G. et al., 2011).

3nokadecTBeHHbIE 3a0051eBaHus ObUTH BhIsIBIEHBI y 11/50 (22%) manmentoB. Meauana Bo3pacrta
BBISIBJIICHUSI paka coctaBuna 42 (41;48) (17-59) roaa (pucyHok 5).

3HO cpeau nanueHToB npeoliafan y *KEeHIUH 32 CYET OMyX0Jiel PeNpOolyKTUBHON CHCTEMBI.
Crnenyer OTMETUTD, UYTO OMYXOJH KEHCKOW MOJIOBOW cdepbl BO3HUKAIOT paHblle, yeM 3HO npyrux
JOKaJIu3alMi. Y TpexX MalMeHTOK BbISABICHBI METaXPOHHBIE OMYXOJIH PAa3JIMYHbIX JIOKAIN3ALU depe3
8-27 ner mocne ymaneHUss MEPBOrO 3JI0KAYECTBEHHOro HOBooOpazoBanus. Cmepts y 7/11 (64%)
MalMeHTOB HACTYMHWJIa OT MPOTpeccHpoBaHuUsl 3a0osieBaHusi B Bo3pacte 42 (41;59) (39-62) mer.
Uzneuenne npomsouutio y 1/11 (9%) nanumentku ¢ 3HO smunukoB u 2/11 (18%) maumeHTOK ¢

aJICHOKapLIMHOMOM IEHKU MATKH.
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Pak nerkmx
2 (9%), 41, 48 geT

Myacrnsr 3523 (13%)
48 (41:59) 1 (13%)

Pak wemyzaxra
1 (4%), 39 ner
*
. ) MeTaxpOHHEIT pak
s o (2-f1 pax)
50 (22%) n=3/27 (11%)
.
PaK TOHKOI KHINKH
1 (3.79), 42 rona

1-
n=L1/

—

Pak nopEeTyIoTHON Aemedst
1 (3.7%), 42 roga

gepes § aer

JKenumHBT 8/27 (30%) __ Pak MOIOTHOI sKelelkl Pax MOTIOTHOI Kenessl
42 (31:48) (17:52) 2(7,4%), 31 u 48 met 1(3,7%0), 39 ner
- Hepe: _
Pak meiika MaTEH 10 met Pak TomCTON KHINKH
21(7.4%), 41 u 52 roza 1(3,7%), 58 meT

yepes 27 net =
Pak AHYHHKOR Pak TOHKOIT KHITIKT

2 (7.4%), 171 29 ner 1(3,7%), 56 neT

Pucynoxk 5 — Xapaxrepucruka 3HO y maruentos ¢ CITE (N=11/50)

Cpenu 23 Onumxaiimux ponactBeHHUKOB, crpagasmux CIIE, cmepts or 3HO paznuunbix
nokanuzanuii Hactynuia y 21 (91%) mauuenta B Bo3pacte 52 (35;56) (30-62) net (pucyHok 6), u 2
MAIUEeHTA MOTUOJH 10 IPYTHM IIPUIHHAM.

Cpenu poJICTBEHHUKOB y MY>KUUH TIPe00IIaaall paKk TOJICTON KUIIKHU U JISTKUX, Y JKEHIIIHH — paK

HOI[)KCJIy,Z[O‘IHOﬁ KCEJIC3bI.

| Pax TOICTOI KHIIKH
Pax sxenymxa 5(33%), 30, 33,40, 54, 62 net
1 (12,5 %) [34 roza)
Pak TOHKOI KHIIKH

PaK HO/Ke/TyI04HOI 3Kelle3hl L (8 %), 34 roma

4 (50 %), 33, 52, 56, 56 net ,
JKenmuuer 8/8 (100%) || My:xunsst 13/15 (87%) Pax nopKeNyI0uHOI Kenessl

46 (34:54) (33;56) roma 52 (40;56) (30:62) ler || 2 (15%), 41, 56 et

Pax mefikm MaTKH
1(12,5 %), 40 et

Pak nerkux
3(23%), 52, 57, 62 roma

Paxk nerxux
2(25 %), 41, 48 met

Pak cTH3HCTOMH Hoca
1 (8 %), 56 Toma

Pucynok 6 — Xapakrepuctuka 3HO y poncteennukoB ¢ CITE nanuentos (N=21/23)

CBonnbie manable mo pacmpenenennto 3HO cpeam 11 mammeHToB M ux 21 pOACTBEHHUKY
npe/cTaBiIeHbl Ha pucyHke 7. Cpenn 32 ManueHToB CO 3JI0Ka4eCTBEHHBIMU oOpa3oBanusmu 16 (50%)

JKCHCKOTI'O 110J1a.
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Pucynok 7 — Pactipenenenrne 3HO mo opranam (* pacmnpezeneHue y *KeHIIUH)

VYuurteiBas HeOONbIIOE KOJIMYECTBO MALMEHTOB, HAMHU MPOAHATU3UPOBAHBI XaPAKTEPUCTUKH
BPEMCHH BO3HUKHOBCHHUS paka B 00beaumHEHHOHW rpynme nanueHToB ¢ CIIE u uX poACTBEHHHKOB C
noarBepxaeHHbIM quaruno3oM CIIE, ymepiux ot 3HO paznuunbix gokanuzanuii (N=32) (pucyHok 8).

Jlig KeHIIMH MeIMaHa U HHTePKBAPTUIIbHBIN HHTepBa Bo3pacTta 3aboneBanus 3HO coctaBuia
45 (37;54) ner, nnsa myxuuH — 48 (33;56) ner. CTaTUCTHUECKU 3HAYMMON Pa3HUIIBI MEKAY MY>KUYMHAMH
Y KCHIIMHAMU HE BBISBJICHO.

N3 comyrcTByromux 3a0oneBaHMi HauWOOJee YacTO BBIABISIACH IMATOJIOTHS IKEHCKOM

peHPOHYKTHBHOﬁ CUCTCMBI, YTO CJICAYCT YUHUTHIBATH IPU MOHUTOPHUHIC OOJIbHBIX.

3aboneBaHue pakom

Mon =+ MyKunHbl =~ JKeHWWHbI

100% A

75% 1

i B R T B

25%

p =0.65
0%
0 10 20 30 40 50 60
BoazpacT (neT)
g MyXu4MHbI 36 36 35 31 21 10 3
= JKeHWmHbI 35 35 34 29 19 8 0
0 10 20 30 40 50 60

BoapacT (neT)
Pucynok 8 — Kpussie Kamnana-Meiiepa, wittoctpupyromiue BeposiTHOCTh pazsutusg 3HO y My 4uH u

JKCHIIHWH B 3aBUCHUMOCTH OT BO3pacTa
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Jleyenne u amOy1aTOpHbIIE MOHUTOPUHT nanueHToB ¢ CIIE

B skctpeHHOM mopsiike nepBuyHO Obw1o onepupoBaHo 32/50 (64%) mauuenta. Y 2/32 (6%)
MalMeHTOB JWarHo3 ObLT YCTaHOBJIEH B Bo3pacte 13 u 16 jer, ogHAKO OHM HE MPOXOJIUIU
pPEKOMEHI0BaHHbIE 00CIe0BaHuUs, YTO MPUBENIO K (POPMHUPOBAHUIO TOHKOKHUIIIEYHOW MHBArMHAIMH C
HapylIeHUEM MPOXOAUMOCTH criycTs 9 u 12 siet. [ToBogoM 11715 IepBOM SKCTPEHHOM OIepaluu CIyKujia
TOHKOKHIIEYHAasi HEMPOXOauMOCTh y 28/50 (56%) manueHToB, TOJICTOKUIIEYHAS HEMPOXOAUMOCTD Y
2/50 (4%) manmeHToB, KPOBOTEUYEHHUE W3 KpymHoro mommma g0 6 cM B [l B xkemyake y 1/50 (2%)
MalUeHTa U KPOBOTEUEHUE M3 HOXKKH CaMOaMITyTHPOBABIIErocs MoJuma npsaMoit kummku y 1/50 (2%)
nanuenTa. MeauaHna Bo3pacTa IepBoi SKCTpeHHOU oneparuu coctapmia 19 (10;24) (0,5-35) ner.

B mutanoBoM mopsinke nepBuyHOo onepupoBano 17/50 (34%) namuenToB B Bo3pacte 20 (13;24)
(0,5-45) ner. TlnaHoBbIC OmepalMy BBIMOJHSIIACH MO MOBOAY KOMIIEHCHPOBAHHOW TOHKOKHIIICUHON
Henpoxogumoctu y 10/50 (20%) yenoBek, IpyU HATMYUU KPYIHBIX, HEYAATUMBIX 3HIOCKOIUYECKH,
HOBOOOpazoBanuii Toactor kumku y 5/50 (10 %) mauuenTtoB u xenyzaka y 2/50 (4%) namnuentos. B
JaJbHENIEM JIBYM NAalMeHTaM 0e3 yCTaHOBJIEHHOIO JAMAarHo3a Ioclie MepBOil MIIaHOBOM onepanuu Ha
KeIyIKe U MPSIMOH KHUIIKE MOTPEOOBAIMCH IKCTPEHHBIE XUPYPIrHUECKHUE BMEIIATEIbCTBA 110 TTOBOAY
TOHKOKHUIIEYHOW HETMPOXOAUMOCTH. Y 50 MalMeHTOB BBIMOIHEHO 73 3KCTpeHHbIX M 50 IIaHOBBIX
omnepanuii. Menrana KOJIM4ecTBa Olepalyi, MepeHeCeHHbIX OJTHUM MHalueHToM, coctaBmia 2 (2;3) (1-
11). Ilpu sxcTpenHbIx onepanusx pesenuponaiock 95 (50;110) (20-180) cm KMILIKH, IPU MITAHOBBIX —
10 (0;20) (0-50) cm, paznuuus ObuH cTaTHCTHUeCKH 3HAYMMbIMHE (p<0,0001).

ITocne mocTaHOBKM JIMarHos3a Mpu peryasipHOM OOCIEOBaHUM ONEpaldu CTaJld IMJIaHOBBIMHU,
XOTS JI0 BBEJICHUS B KIIMHUYECKYIO MPAKTUKY SHTEPOCKOMUHU MPUMEHSIACh BEDKHUIATENbHAS TAaKTHKA.
Pa3BuTHEe SHAOCKONMMYECKHX TEXHOJIOTMHA MO3BOJWIO YAAJIATh MOJUIBl M3 TOHKOM KHUIIKK 0e3
sHTEepoTOMUU. OTHOKpATHO TTpou3BOAMIIM yaaneHue ot 1 go 10 monumnoB pazmepamu oT 1 10 6 cM B
muametpe. [Tocne ycranosnenus nuarnosa CIIE u perysnsiproro o6cnenoBanus 47/50 (94%) nanueHToB
ynanoch uzbexarh abJJOMUHANBHBIX onepaiuil Ha mpoTskernu 8§ (4;13) (1-13) net. Ocranbubie 3/50
(6%) mnamueHTta ObUIM TOBTOPHO OINEPUPOBAaHBI B CBSA3M C (POPMUPOBAHWEM TOHKOKHUIIEUHBIX
VHBaruHamuim.

HauOonpiras yacrora OCIOXKHEHHMH OTMeuYeHa IIOCie SKCTPeHHBIX omepanuil. Yacrora
OCJIOKHEHUH MpH SHIOCKONMMYECKOM YAAJICHWU TraMapTOMHBIX MoiuIoB coctaBuna 1,8% (5/272)
npotuB 9,6% (7/73) npu SKCTPEHHBIX XUPYPTUUECKUX BMEMIATEIBCTBAX, YTO SBISETCS CTATUCTHUECKHU
3HayuMbIM (p=0,0047), © He oTiIHYanach OT YACTOThI OCJIOXHEHHMH MpPH IJIAHOBBIX XHUPYPrHUECKHX
BMemarenscTB 4% (2/50) (p=0,3).

B otnanennsie cpoku y 4/50 (8%) mnamumeHnToB, mepeHecmux Oosiee 3 omeparui,

COTIPOBOXIAIOITUXCS PE3EKITUI OOIMPHBIX CETMEHTOB KUIITKHA, OTMEUYAJIOCh yUaleHHe CTya 10 6-8 pa3
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B cyTkd. OJIHAaKO CHHAPOM KOPOTKOM KHIIKH, XapaKTEPU3YIOLIUNCS DPAa3BUTHEM MaJbJAUTECTHH U
ManibabcopOIy, oTepeil Beca, y HallNX MalleHTOB He HabIoaaeTcs.

Bce nccnenoBanHbIe MOTUITBI UMETH TUITHYHYIO MOP(OIOTHYECKYIO KapTUHY, XapaKTEPHYIO JUIS
ramapToMHbIx nosumos Ileiitiia-Erepca (pucyHok 9).

Ha ocHOBaHMM MOJTY4YEHHBIX PE3YyIbTATOB MOP(OIOTHYECKOTO MUCCIEAOBAHMS OMONTATOB HAMU
OBUIO CEeNaHO 3aKITI0UEHHE, YTO TOJIBKO MOJTHOE YAaJIeHUE U MOP(OJIOTHUECKOE UCCIIEeIOBAHNE TTOIUTIA
MOXET IOMOYb B YCTAHOBJIEHMH JuarHoza cuHiapoma llektma-Erepca, B CBSI3M C 3THM Mbl HeE
PEKOMEH]1yeM BBITIOJIHATH OMOIICHIO, @ TPOU3BOAUTD MOJIUIIIKTOMHUIO.

B Hacrosiee BpeMs B Halleil cTpaHe OTCYTCTBYIOT PEKOMEHAALMH [10 MOHUTOPHHTY [TallUEHTOB
¢ CIIE. Ckpununr nanuentoB c¢ CIIE nomxkeH npecienoBarh ABE LEiM: 1) BBISIBIEHHE KPYIHBIX
raMapTOMHBIX TTOJIMIIOB, KOTOPBIE MOTYT MIPUBECTU K MHBarMHAIMK U KUIIEYHON HEMPOXOAUMOCTH; 2)

O6H3py>KeHI/IC 3JI0Ka4YCCTBCHHBIX HOBOO6pa3OBaHHﬁ Ha paHHeﬁ CTaauu.

Pucynok 9 — Tunmuroe mopdosornyeckoe cTpoeHre raMapTOMHOTO TTOJHTIA TIpU cuHapome [leiiTia-
Erepca (okpacka reMaTOKCHJIMH U D03HH, X5): IPEBOBUAHO BETBALINECS IMyUYKH IJ1aIKOMBIIIEYHBIX

BOJIOKOH (YKa3aHBbI CTpeJIKaMHt)

[locne ycraHoBineHus: auarHo3a M JiedeHus Bce Hamu mnauueHTel ¢ CIE mpoxonunu
obcnmenoBanusi 1 pa3 B 1-2 rona, BKIIIOYAIONIME HE TOJIBKO HCCIIEAOBAHHE KEITYIOUYHO-KHUIIIEYHOTO
TpakTa, HO ¥ cKpuHUHT 3HO paznuunbix jgokanu3anui, Tak kak npu CIIE moxer nmopaxarbes 1000
OpraH, CoJAepkKallui SIMUTEIIUN.

Ha ocHOBaHMM BBINICU3IOKEHHOIO CIEAYET PEKOMEHIOBATH BCEM COBEPLICHHOJIETHUM
nalnyeHTaMm ¢ ycraHoBieHHbIM jauarHo3oM CIIE miaHoBoe obcnenoBaHMe KelyJOYHO-KHUIIEYHOIO
Tpakta 1 pa3 B rox, skmouatomiee I JIC, kononockonuto, KT/MPT-3HTEporpaduio ¢ BHyTpUBEHHBIM
KOHTpacTUpoBaHueM. IIpy OTCYyTCTBMM TOHKOKMILIEYHBIX WMHBAaruHaTOB IIOKa3aHO BBINIOJIHEHUE
BUJICOKAICYJIBHOTO UCCIIEI0BaHMs 1715 O0Jiee TOUHOW TMarHOCTUKHU JIOKATIM3alMK U pa3MePOB MOJIUIIOB.

[Ipu BbIsIBIIEHMM raMapTOMHBIX ITOJIMIIOB TUaMeTpoM OoJiee 1 cM, IpeaCTaBIsSIONINX PUCK MHBarnHAIII
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U CKPBITOTO KPOBOTEUEHHUS BCIIEACTBHE TPaBMaTU3allMHU, IPOU3BOAUTH UX dH/IOCKOMMYECKOE yalleHHue
B IUIAHOBOM TMOPSIKE.

Craenyer ormeTutsb, uto nipu KT/MPT uccnenoBanusix TOHKOH KUIIKH CKaHUPYIOTCS] HE TOJIBKO
TOHKasl KUIIIKa, HO M OpraHbl OPIOIIHOM IMOJIOCTM M Majoro Tas3a, 4To IM03BojseT BbIBIATE 3HO
BHEKHILICYHOH JIOKANU3aluK. B Hamem yuypexIeHUH Py IMIIAHOBBIX 00CIeI0BaHUSAX OBLIN BBISBICHbI
Ha o3aHuX ctaausx y 4/11 namuertoB 3HO xkenmyI09HO-KUAIIIEYHOTO TPAKTa: | pak KemyaKa B BO3pacTe
59 ner, 1 pak momxeny104HOM Kee3bl B Bo3pacte 42 net, 1 pak TOHKOW KHUIIIKU B Bo3pacte 42 net u 1
METAaXpPOHHBIN paK TOJICTOM KUIIKU B 61 rox. KpaliHe BaKHO MOIYEPKHYTh, YTO BCE BBIABICHHBIEC PAKU
SBWJIMCh MHTEPBAJIbHBIMHU, PA3BUBIIKUCH B TeueHUe 1 roga. B cBs3u ¢ Bblen310KeHHBIM, HaUuHas ¢ 40
JeT, MBI peKOMEHyeM BBINOIHATE MPT OplomIHo# MoiocTH 1 Majioro Taza ¢ KOHTPACTHPOBAHUEM 2
pa3a B Ioj.

Taxke BceM MalMeHTaM MPHU IJIAHOBBIX TOCHHUTAIM3ALHUAX IMPOBOJWIACH pPEHTreHorpadus
nerkux. OHAKO MOCIe TOCIUTANIN3AINH B TedeHune oHoro roaa y 2/11 nauuentos ¢ 3HO ObL1 BbISIBICH
pak jerkux B Bo3pacte 41 u 48 5eT ¢ oTHaIeHHBIM MeTacTazupoBaHueM. [1o3Tomy A AMarHOCTUKH
3HO nerkux Mbl peKOMEHIyeM BCEM MallMeHTaM Mocie noctaHoBku nuarHo3a CIIE BeimonHATh ¢ 18
Jet peHtrenorpacduto nerkux 1 pas B rof, a ¢ 40 et 2 pasza B rof, IPU COMHUTEIBHBIX Pe3yIbTaTax —
KT nerkux.

VY 19/27 (70%) nmaumentok ¢ CIIE nMenace maToiorus >KEHCKUX PEMpPOIYyKTUBHBIX OPTaHOB,
BKJTIOYAOMIAsi HE TOJBKO JoOpokaudecTBeHHBIC 3aboneBanus y 13/27 (48%) mauueHTOK, HO M
3]I0Ka4eCTBEHHbIE HOBOOOpa3oBaHus: SUYHUKOB y 2/27 (7,4%) manueHTok B Bo3pacte 17 u 29 ner,
mieiiku Matku — y 2/27 (7,4%) nanuentok B 41 u 52 roga, MonouHoii xkene3sl — 2/27 (7,4%) B 31 u 48
net. IloaToMy BceM manueHTKaM, HaduHas ¢ Bo3pacta 18 jer ¢ ycranoBieHHbIM guarHo3om CIIE
HEOOXOJUMO ITOCTAHOBKA HA y4YeT Yy TMHEKOJora C 0Os3aTeNIbHBIM €KErOoJHbIM 00ClIeJOBaHUEM
COTJIaCHO KJIMHUYECKUM peKoMeHAalusaM 1o BbisiBlieHHI0 3HO sSIMYHMKOB, MIEHKH MATKH, MOJIOYHBIX
JKese3, BKIIoYarolee Y 3-UCCIEJOBAHUE MATKH C NPUJATKaMU M MOJIOYHBIX JKE€JE3, OIpPEIEICHUE
ypoBHs1 oHKoMapkepoB POA, CA-125, uuronornyeckoe ucciieoBaHue Ma3koB ¢ meiku matku. C 40
net ¥Y3-ucciaenoBaHue MOJIOYHBIX JKEJIe3 3aMEHseTCsl MaMMorpaduei.

Hamu ObuTO MPUHATO pelieHHe He MPOBOJIUTH CKPUHHUHT JAPYTUX OPraHOB, TaK KaK 4acToTa
pPa3BUTHS paKa MHOMU JIOKAJIU3allMU KpaliHe Majla U TPaKTUYECKHU HE OTIMYAETCS OT YaCTOThI Pa3BUTHS B
oOmeil momymsiuuu. OAHAKO NpPU BBIBIEHUM B CEMEMHOM aHaMHE3€ CIIydaeB 3JI0KaueCTBEHHBIX
3a00JIeBaHUM IPYTUX PEIKUX JIOKAIM3alui (TOJIOBHOTO MO3Ta, CIIM3UCTOM HOCa U JIP.) MBI pEKOMEHAYEM
COOTBETCTBYIOIIEEe 00CIIEIOBAHNE Y CIIEIIMATMCTOB-OHKOJIOTOB 32 5 JIeT 710 Bo3pacTta auarnoctuku 3HO
Yy KPOBHBIX POJCTBEHHUKOB.

Onyxomn smuka w3 kietok Cepromu y mamueHToB ¢ CIIE cocraBmstor 9% 1o gaHHBIM

mutepatypel (Wu M. et al., 2023). B namiem uccieoBaHHHM OHU HE BCTpedyaiuch. TeM He MeHee
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myxuntbl ¢ CIIE pgomxHbl HaOm0maThCA y ypoJioroB. Omnupasick Ha peKoMeHAanuu EBporerickoro
obmiecTBa NeTCKOM ractposHTeponoruu, remaronoruu u nuranus (ESPGHAN) 2019 roma V3-
UCCIICIOBaHKME SIMYCK TOKa3aHO MPOBOANUTH € Bo3pacTa 4 yet kaxaeie 2 roga (Latchford A.R. et al.,
2019).

Pexomenpanuu no Bo3pacty u Bunam oocienoBanus gerei ¢ CIIE qomkHbI ObITh pa3paboTaHbl

MeINaTPaAMH.

BbIBO/IbI

1. Cpenu Bcex poCCHUUCKUX MaMeHToB ¢ cuHapomoM Ileitina-Erepca nmenacy MenaHuHOBas
NUTMEHTALUs KPacHOM KaitMbl T'y0, pOCT TaMapTOMHBIX MOJIUIIOB B kenynke otmedeH y 80% (40/50), B
toHKoM kumke - y 100 % (50/50), B Toncroi kumke - y 88% (44/50). UacToTa mopaskeHus )Key109HO-
KHILEYHOTO TPaKTa COMOCTaBHMA C JIaHHBIMH, MONTY4YeHHbIMU y manueHToB u3 ®PI" u Hunepnanmos
(p>0,05), u cymecrBeHHo Bbilie Mo cpaBHeHUt0 ¢ AaHHbIMU u3 CHIA, Kurasa, Anonun (p<0,05).
OcHoBHOoe ocnoxHeHue CIIE - TOHKOKMIIEYHblE MHBarvHallMd C HapyIIEHUEM KHUIIEYHOU
MIPOXOIUMOCTH, SIBUJIMCH IPUYUHOM repBoii oneparuu y 76% (38/50) manueHTos.

2. VY 22% (11/50) mauuentoB u 91% (21/23) poACTBEHHUKOB UMENHCH 3I0KAY€CTBEHHBIE
HOBOOOpA30BaHUs, CPEeIU KOTOPBIX MPEBATUPYIOT paK MOIKETyAoYHOU xkenes3nl (21%), pak Toncroi
kumku (18%) u nerkux (18%). ¥V KeHIIMH AMArHOCTUPOBAH pak mIeUKH MaTku (25%), MOIOYHOM
sxkenesbl (19%), suannkoB (13%).

3. YacToTa BCTpEUaeMOCTH NaTOT€HHBbIX BapuaHTOB B reHe STK11l cocraBmia 89%.
ToukoBble BapuaHThl ompezeneHsl y 85%, Oombume nenenun — y 15%. OOHapyXeHO AecsATh
naToreHHsIX BapuanToB B TeHe STK11l, panee He ommcanHbix B mupe: ¢.598-1G>A, ¢.443T>C,
c.527A>T, c.126 127insC, ¢.803 810dup, c¢.147C>G, c.256del, ¢.597+31_601del, c.781del,
c.933 936del. VYcraHOBIEHO OTCYTCTBHE KIMHUKO-TEHETUYECKUX KOppeNaUui y POCCHMCKHUX
nauuentos ¢ CIIE.

4. Yacrora OCIOXHEHHH TPH DHIOCKOIMHYECKOM YAAJCHUH TaMapTOMHBIX TIOJHIIOB
cocraBuna 1,8% (5/272), uro 3uauumo Mmenbiie (p=0,0047) mo cpaBHenuto ¢ 9,6% (7/73) npu
OKCTPEHHBIX XHPYPrUYECKUX BMEIIATEIbCTBAX M HE OTIMYAIACh OT YaCTOTHl OCJOXHEHUN NpHU
TUTAHOBBIX XHUPYpPruuecKux BMemmareiabcTBax 4% (2/50) (p=0,3).

5. [MpuoputetHbiM BHAOM xupyprudeckoro nedeHus CIIE sBnsieTcs sHIOCKOMYECKast
MOJIMIIPKTOMHSI, TIO3BOJISAONIAs U30ekKaTh a0JOMUHANIBHBIX onepanuil y 94% (47/50) nanuentos. [Ipu
HEBO3MOXXHOCTH ~ BBINOJIHEHUSI  9HJOCKONUYECKOM  IMOJMIAKTOMUU  TIOKA3aHO  XHMPYPrU4ecKoe
BMEIIIATENLCTBO.

TOHKOKHMIIEUHYI0 WHBarmHaNUil0 Oe3 HapymIeHWs KHIICYHOW IPOXOJUMOCTH BO3MOXKHO

JIMKBUIUPOBATE ITYTEM OHIAOCKOIIMYECKOTO paCHpaBJICHUA HHBArvnHata C YJAJICHHUEM IIOJUIIA WA C
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MOMOIIbI0 a0JJOMUHAJILHOTO BMEIIATEIbCTBA, COMPOBOXKAAIOIIETOCS paclipaBlIeHUeM MHBaruHara, 6e3
pEe3eKIMM  y4acTKa KHUIIKA TpPH  OTCYTCTBUM  HApYIICHHWs TPU3HAKOB  KPOBOCHAOKEHUS
MHBarMHMPOBAHHOI'O YYaCTKa U YJAJIEHUEM II0JIUIIA YEPE3 IHTEPOTOMHOE OTBEPCTHE.

AOGnOMUHANBHBIE OINEpali  PAUOHAIBHO JIOMOJHATH JHIOCKOINHUYECKUM  ylaJIeHHEM
MaKCHMaJIbHOTO KOJMYECTBA MOJUIIOB U3 TOHKOM KHUIIIKH Yepe3 SIHTEPOTOMHOE OTBEPCTHE.

6. BceMm coBepilieHHOJIETHUM MTallMEHTaM II0CJI€ yCTaHOBJIEHU 1MarHo3a cunapoM Ileirua-
Erepca HeoOXOoIMM MOHHUTOPHHT, BKIIOYAIONIUN  €XKEroJHOE BBINOJHEHHE TacTPOCKOIHH,
KOJIOHOCKOIIMH, O0CTe0BaHWE TOHKOW KHUIIKH. [IpeAnodYTUTeNnsHBIM METOAOM Ui BHU3yalU3alluu
raMapTOMHBIX TOJIUIIOB B TOHKOW KUIIKE SIBJIAETCS BUACOKAIICYJbHAS SHIOCKOIMHUS, KOTOPYIO CJIEAYyeT
BBITIOJTHSATH IMOCJIE UCKITIOYCHHSI TOHKOKHUIIICUHBIX WHBArMHANIUN TTyTeM nipoBeneHus KT-a3areporpadum
i Y 3-ucciaeqoBaHus KUIIEYHUKA.

Jiis oOnapyxenust 3HO BHEKUIIIEUHOH JTOKANHU3AIMK HA paHHUX CTaAMsIX ¢ 18 jeT HeoOxoaumo
nposenenne KT/MPT ¢ KoHTpacTHUpOoBaHMEM OpraHoB OpIONIHOW MOJIOCTH, MAajoro Tasa,
pentrenorpaduu jerkux 1 pas B roa, a ¢ 40 mer — 2 pasza B roa. JXKeHumHaM ¢ yCTaHOBJICHHBIM
nuarHozoM CIIE HeoOxoauMo MOCTaHOBKAa Ha y4yeT y THMHEKoJora c¢ o00s3aTelIbHbIM €XKErOJHbIM
o0cieIoBaHUEM COTJIaCHO KIMHMYECKUM peKOMeHAanusM 1o BbisiBiaeHuio 3HO sSuYHUKOB, mieiku
MaTKH{, MOJIOUHBIX *kele3. [Ipy BhIABIEHUU B CEMEITHOM aHAMHE3€ PAKOB JIPYTHX PEAKUX JOKATU3alUn
(rOJIOBHOTO MO3Ta, CIM3UCTOM HOCAa W Jp.) PEKOMEHIYeTCsi OOCIeAOBaHHE Yy COOTBETCTBYIOIIMX

CIIELUATIMCTOB 32 5 JIeT 0 quarHoctupoBanus B cembe 3HO nanHoM joKanu3anuu.

IMPAKTUYECKHUE PEKOMEH/JIALIUHN

1. Bcem manuentam ¢ momospenueMm Ha CIIE (Hanuume mnepuopanbHOM MeETaHUHOBOU
MUTMEHTAIMK 0e3 CeMeHHOro aHamHe3a) JJIS MOJATBEP)KICHUS TUarHo3a PEKOMEHIYeTCS HAYMHATH
TUArHOCTHKY C MPOBEACHUS MOJEKYISIPHO-TEHETHUECKOTO TeCTUPOBaHUs Ha BbisiBleHHEe [IB B rene
STK11 BHe 3aBHCHMOCTH OT BO3pacTa, MOCKOJBKY pa3lMyHbIe MAaTOTeHHbIC BapuaHThl B reHe STK11
obOHapyxuBaroTcst moutd B 90% cemeit. [Ipu uccnenoBanmu resa STK11 HeoOX0quMO HCITOJIB30BAThH
Kak cekBeHUpoBaHue 1o Mmetoxy Canrepa, Tak u meronq MLPA. V Bcex manueHToB ¢ 00HapyKEHHBIMHU
HacJIeICTBEHHBIMU BapranTaMu B TeHe STK11 HeoOxoaumo obOcienoBaHNEe KPOBHBIX POJCTBEHHUKOB U
BKIIIOUEHHUE B TPYIIY PUCKAa HOCHUTEJIECH aHaJOTMYHBIX MATOTeHHBIX BapuaHTOB. [Ipu oTpuiiaterpHOM
pesynbrate JJHK-ararHocTHKY MOKa3aHo MOJIHOE 00CIIeI0BaHNE KETYIOYHO-KHIIIEIHOTO TPAKTa, JIIS
BO3MO>KHOT'O BBISIBJICHHSI TAMAPTOMHBIX ITOJIIIOB ¢ MOP(POJIIOTHISCKUM TIOTBEPIKACHHEM TUATrHO3.

2. Bcem coBepiieHHONETHMM TAalMEeHTaM C TOATBepkAeHHbIM auarHo3oM CIIE
pexomennyercs BeIoNHATE DI JIC, konoHockonuio 1 pa3 B roa. O0cieoBaHre TOHKOW KHILIKH JUIS
BBISIBJICHHS TIOJTUTIOB M MICKJTFOUCHUS TOHKOKHIIICYHBIX WHBArMHAIMH 11eJIeCO00pa3Ho HauuHAaTh ¢ Y3U

KHILIEYHHKA, TP COMHUTEIBHBIX pe3yJibTaTaX MET0/I0M BbiOOpa MoxkeT ObITh KT-3uTeporpadus/MPT-
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sHTeporpadus/peHTTEHOIOTMYECKOE UCCIIeIOBaHNE MMyTeM rmaccaxka 6apus 1 pa3 B roa. [Ipu orcyTcTBUM
MPU3HAKOB TOHKOKUIIIEYHON HEMPOXOJMMOCTH U WHBArvHaIllMd PEKOMEHAYETCS TPOBEICHUE
BUJICOKATICYIBHON YHIOCKOTIHH.

3. [Ipy BBISBICHUU JEKOMIIEHCUPOBAHHOM KHUIIEYHOW HEMPOXOAUMOCTH, BBbI3BAaHHOM
TOHKOKHUIIEYHBIMH WHBarMHaIMsIMH, [IOKAa3aHO OSKCTPEHHOE XHPYPrUYECKOE BMEIIATENIbCTRO.
HHuTpaonepalinoHHO HEOOXOAUMO MPOBECTU OLIEHKY KU3HECIIOCOOHOCTH KHIIKH B 30HE MPEMSATCTBUSA,
OTIPEICIIUTh MTOKA3aHUS U TPAHUIIBI PE3CKIINH, & TAK)KE BBITIOJIHUTH MATBIATOPHYIO PEBU3HIO TOHKOW U
TOJICTOM KHUIIKH Ha MPEAMET BBISBICHUS APYTUX KPYMHBIX TaMapTOMHBIX IOJIMIIOB C UX YAAaJICHUEM.
[Ipy HanMUMKU KOMIIEHCHUPOBAHHOM KHILIEYHONW HEMPOXOAMMOCTH METOJOM BbIOOpa MOXKET OBITh
WHTECTHHOCKOMHS C YAaJICHUEM T'aMapTOMHBIX IOJIUIIOB, SIBUBIIMXCS MPUYMHON HHBArdHAIUH, THOO
IUTAHOBOE XUPYPTUYECKOE BMEIIATEIIBCTBO B OOBEME JIAIApOTOMUU, PACIPABIICHUS WHBArdHAIIUH,
SHTEPOTOMUHU, YyHAANCHUS TMONUINoB. I[IpM TMIAHOBBIX XHPYPrHUECKHX BMEIIATEIbCTBAX IOCIHE
BBIMIOJTHEHUSI JHTEPOTOMHUHM PEKOMEHIYETCs TMPOBEACHUE HHTECTHHOCKOIA/KOJIOHOCKOMA uepe3
SHTCPOTOMHOE OTBEPCTHE C MPUMEHEHHEM PYYHOTO IMMOCOOWs IS YAaJCHHS TOJIMIIOB HAa BCEM
MPOTSKCHUH TOHKOM KHIIKH, YTO B JAIHEHIIIEM MTO3BOJIMT MIPOJUIATH OE€30IEePAIIMOHHBIN ITEPHOT.

4, [Ipy BBISIBIEHUHM HOBBIX IMIOJIMIIOB JUaMeTpoM Oojee 1 cM pPEeKOMEHIOBAHO UX
sHAOCKOoNuYeckoe yaaneHue. [lo maHHbIM 3apyOeHBbIX aBTOPOB, MUHHUMAJBHBIN MOJHII, BHI3BABIINAN
WHBaruHamuo ObuT 1,5 cM, 9TO OBUIO TIOATBEPKICHO B HAIIEM HCCIICIOBAaHUH.

5. YuuteiBass  CIIO)KHOCTh  OOCIIEOBaHWs TAIMEHTOB, Hajdudue crenuduueckoi
anmapatypsl Juis obcnenoBaHus (BHACOKAIICYNa, HHTECTUHOCKOI), OCOOGHHOCTH YHIOCKOMHYECKOTO
yIaJeHus] rTaMapTOMHBIX TOJIMIIOB, BCE MAIMEHTHI JOJKHBI KYMYJIUPOBAThCS B CHEIHATU3UPOBAHHBIX
[enTpax.

6. [Ipu BbBieHun y mnanueHtoB 3HO HeE0O0X0AMMO MNpPOBOAUTH JICUEHHWE COIJIACHO

OHKOJIOTHYCCKUM IIPUHIUIIAM U ITPUHATBIM METOJUKAM.
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CIIUCOK COKPALIEHU U YCJOBHBIX OBO3HAYEHUI
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