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BBEJIEHUE

AKTYaJIbHOCTh T€MbI HCCJI€IOBAHUS U CTeNEeHb ee Pa3padoTKu

Cunapom Ileitrma-Erepca (CIIE) — 53To KkpaifHe peakuii HacjeJACTBEHHBIN
MOJIUTIO3HBIA CUHAPOM C ayTOCOMHO-JIOMHUHAHTHBIM THUIIOM HAcJeIO0BaHUS, KOTOPBIN
KJIMHUYECKH XapaKTepU3yeTCs POCTOM MHOMXECTBEHHBIX T'aMapTOMHBIX IIOJIUIIOB B
KEITYJJOUHO-KUIIEYHOM TPAKTE, CIU3UCTO-KOKHOW MEIAaHMHOBOW MUTMEHTaIluel, a
TaK)Xe BHICOKUM PUCKOM Pa3BUTHS 3JI0KAYECTBEHHBIX HOBOOOpa3oBauuii [14, 51, 75, 77,
85, 123, 130].

Cunpapom Ileintna-Erepca 3aHnMMaeTr BTOpOE MECTO IO 4acCTOTE BCTPEYAEMOCTHU
1ocJie  aJ€HOMATO3HbIX IIOJUIIO3HBIX CHHJIPOMOB, @ II0 CBOMM KIMHHUYECKUM
NPOSIBJICHUSIM OTIMYAeTCsl OT HUX Oojiee paHHEW MaHudecTanuen, CBSI3aHHON C
BO3HUKHOBEHUEM OCJIO)KHEHHUI B BHJI€ KUIIEUHON HEMPOXOJUMOCTH JIMOO KETyTOUHO-
KHILIICYHBIX KpoBOTeueHuii |14, 18, 22].

Huarnoctuka CIIE mpencraBiser TpyaHyrO 3ajlady, HECMOTpPs HAa Halu4ue y
OOJBIIMHCTBA MAIl[MEHTOB MEJIAHMHOBOW MUIMEHTAlMM KpacHOM KalWMbl Tyo0.
M3HavanpHO MalMEHTaM MPOBOJAT CHUMITOMATHYECKOE JIEUEHHWE OT TUIOXPOMHOMN
aHEeMUH, TaCTPUTA, KOJIUTA U JPYTUX 3a00JI€BaAHUM, CUMIITOMBI KOTOPBIX UMEIOT CXOAHYIO
KapTHUHY C KIMHUKON TraMapTOMHOIO TMOJHUIO3a KEIyAOYHO-KHIIEYHOIO TpakTa. Y
OOJBIIMHCTBA TAIMEHTOB JMAarHO3 YCTAHABIMBAETCS TOJBKO IIOCIE HECKOIBKUX
NEPEHECEHHBIX Olepalunid, OOYCIOBJIEHHBIX TOHKOKHMIIEYHBIMU HWHBAarMHALUSIMU C
HapyIICHHEM POXOAMMOCTH, KaK MPaBUIIO COMPOBOKIAIOIINXCS PE3EKIIUEH OOIHUPHBIX
Y4aCTKOB TOHKOW KHUIIKH. Y 25% ManneHTOB BOZHUKAET CUHAPOM KOPOTKOM Kuiku [81,
84, 109]. B cpoyHOM MOpSIIKE MO MOBOAY KHIIEYHOW HEMPOXOIWMOCTH BBIOIHACTCS
70% mepBOHAYANBHBIX JIAMTAPOTOMHI, a TTOBTOPHBIE JlamapoToMuu TpedyroTcs 39-43%
nareHTam [43, 62].

Hpyroit ocobennoctrio cunapoma Ileiitia-Erepca siBnsiercst noBeiiieHHsbIl B 10-
18 pa3 puck pa3BUTHUA 3JI0KAYECTBEHHBIX HOBOOOpazoBanuii (3HO) paznuunbIX

JIOKaJIM3alui 110 CpaBHEHHMIO ¢ 001el nomyssuei [52, 84, 119].
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HecmoTtps Ha 6omee yem 125-netHioro ucropuro usyuenus CIIE, no Hactosmero
BPEMEHHM HET YETKOr0 aJlfOpUTMa JIMATHOCTUKH, JICUCHHS] U MOHUTOPUHTA JIaHHOU
kareropuu mnanueHToB [14]. CBa3ano »to ¢ Hu3koM yactotoit CIIE B momynsiuuu u,
COOTBETCTBEHHO, HEOOJIBIIUMH BbIOOpKaMU B HccieAoBaHUsAX. Kpome Toro, B pa3HbIx
MOMYJISIITUSAX UMEIOTCS KaK KJIMHUYECKHE, TaK U TeHETUYECKHEe OCOOCHHOCTH TEUCHUS
3aboneBanus. B oTedecTBeHHON TUTEpaType MPAKTUUECKH OTCYTCTBYIOT ITyOJIMKAIUH,

NOCBsIIeHHbIE n3yueHuto nanueHToB ¢ CIIE.
ITIo sron mpuumne B ®I'bY «HMUL[ kononpokronornn umenn A.H. Peoxux»
Munznpasa Poccuu 66110 TPOBEACHO PETPOCTIEKTUBHO-TIPOCTIEKTUBHOE OJTHOIIEHTPOBOE
HCCIIeIOBAHUE, TTOCBAIICHHOE BBISBICHUIO KIMHUYECKUX U T€HETUUECKUX 0COOCHHOCTEN

y poccurickux namueHntos ¢ CIIE.

eab ucciaexoBanus
OntuMuzanusi JMarHOCTUKH, JICUCHUSI 1 MOHUTOPHUHTA MAIIMEHTOB C CUHIPOMOM

[TenTma-Erepca.

3apaum ucciaeqoBaHus

1. VYcTaHOBUTh OCOOCHHOCTH KIMHUYECKOM KapTUHBI cuHApoMma lleiiTia-
Erepca y pOCCUHCKHX MAIMEHTOB.

2. OnucaTe 4acTOTy MaTOreHHBIX BapuaHToB B reHe STK11l y poccuiickux
ManueHToB ¢ cuHapoMmom llentua-Erepca. BeIACHUTE HAIIMYME KIMHUKO-TEHETUYECKUX
KOppEIALUU.

3. O1eHuTh pe3yabTaThl SHIOCKOMUYECKOT0 U XUPYPTrUUECKOTO JICUCHUS.

4. Omnpenenutb ONTUMAIBHYK) XUPYPrHYECKYIO TAKTUKY Y TAIUEHTOB C
cunapomom llenra-Erepca.

5. PazpabortaTh pekOMEHAAIMU TIO JAUCIHAHCEPHOMY MOHUTOPHUHTY IS

COBEPIICHHOJIETHUX MAMEHTOB ¢ cuHApoMoM llentna-Erepca.
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Hayuynasi HOBU3HA

Brnepsoie B P® mnpoBencHO ucciienoBaHHUE, HAIIPABICHHOE HAa U3y4YEHUE W
BBISIBJICHUE KIMHUKO-TEHETUYECKHX OCOOEHHOCTEW MalUMeHTOB ¢ cuHapomoMm lleirtna-
Erepca.

K BbisiBneHHbiM ocobenHoctssM 'y mnanueHTtoB ¢ CIIE otHocsarca: 100%
MEJIaHWHOBAsl TUTMEHTAIUsl KpaCHON KaliMbl Ty0, 0oJjiee BBICOKAsl YaCTOTa MOPAKECHHUS
raMapTOMHBIMU  IIOJIMIIAMM ~ JKEJIYJOYHO-KAIIEYHOIO TpakTa B CPaBHEHUM C
nonyssiusamu CIIA, fAnonun, Kuras u conocrtaBumasi ¢ €BpOINEUCKUMH NOMYJISIUAMH.
[TomyueHnsl HOBBIE JaHHBIE O MPEOOTAJaHUU TOYKOBBIX MATOICHHBIX BapHUAHTOB B
CPaBHEHHUU C KPYIHBIMU IIEPECTPOMKAMHU Y POCCUMCKUX IallMEHTOB. BuiepBbie B mupe
ormucano 10 HOBBIX MAaTOTeHHBIX BapuaHTOB B reHe STK11.

[lo pesynpTaTam wuccienoBaHus pa3paboTaHa ONTUMAalbHAs XUPypruyeckast
TaKTUKA JICYEHUSI U MPEIJIOKEHbl PEKOMEHJALUNN M0 JUArHOCTUKE W JHCHAHCEPHOMY

MoHUTOpUHTY manueHToB ¢ CIIE.

Teopernueckasi M MPAKTHYECKAS 3HAYUMOCTb Pad0OThI
bnarogapss mNpOBEICHHOMY HCCIICIOBAHUIO, BIIEPBBIC OMNMUCAHBI KIMHUKO-
reHetudyeckrue ocodbeHHoctu TedeHuss CIIE y poccuiickux mMamueHToB, ompejesieHa
ONTUMAaJIbHASI XUpYypruyeckasi TaKTHUKa JICYEHUS] U pa3padoTaHbl PEKOMEHAAIUMU IO
JTUAarHOCTUKE ¥ MOHUTOPHUHTY coBepIiieHHOIeTHUX 00abHBIX ¢ CIIE.
JlanHble  pa3pabOTKM  MOTYT  OBITh  OPUHATHL  JUIS  peaju3aluud B

CIICONAJIN3UPOBAHHBIX J'IG‘-IG6HO-HpOCbI/IJIaKTI/I‘-IeCKI/IX YUPCKIACHUAX.

MGTOI[OJIOFI/IH 1 METOAbI UCCJICA0OBAHUA

PaboTa BhINMOIHEHA B BUIC OJHOIICHTPOBOTO PETPOCHEKTHUBHO-IPOCTICKTUBHOTO
MCCIIEJIOBAHMS, B X0O/I€ KOTOPOTO TPUMEHEHBI COBPEMEHHBIE CITOCOOBI cOopa 1 00paboTKU
uHpopManuu, OOBCKTHUBHBIE METOJBl HMHCTPYMECHTIBHOTO  OOCIEIOBaHUS U

JUArHOCTHUKHU C BKIIIOYCHHUCM AO0CTATOYHOI'O YHCJIa KIIMHUYCCKHUX H8,6J'IIOI[€HHI>1.
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JlanHbIe O MaIMEeHTKax ObUIM BHECEHBI B AJIEKTPOHHYIO Ta0nuiyy Microsoft Excel
2019 for Windows. CraTuctuyeckuii aHajiu3 NpoBOJAWIN B mporpamme Statistica 13.3
(TIBCO, USA) u RStudio (R v. 4.3.2 (R Core Team, Vienna, Austria)) ¢ mpuMeHEHUEM
oubmuorexk pROC, ROCR, ggplot2, survival, survminer, GenBinomApps. KauecTBeHHbIe
MPU3HAKU OIHUCHIBAINCH aOCONIOTHBIMU M OTHOCUTENBHBIMU 4yacToTamMu (n (%)). Bee
KOJIMYECTBEHHBIC BETUYHHBI MPEICTABIISIIN MEIMAHOM, HYKHUM M BEPXHUM KBAPTUIISIMU
(Me (Q1; Q3)), yka3plBaId MHHMMAaJIbHOE W MakcHMajibHOEe 3HaucHus (Min — Max),
noArpynmsl cpaBHuBan U-kputepremM ManHa-YutHu. CTaTUCTUYECKH 3HAYMMBIMU
cuntanu paznuuus npu P<0,05. s orneHKM BEpPOATHOCTH HACTYIUICHHS HCXO0JHa, 3a
KOTOPBIA MpUHUMAaNOCh nuarHoctupoBanue 3HO, B 3aBuCMMOCTH OT BO3pacTa ObuIH
IIOCTPOEHBI KpHUBBIE BbDKMBaeMocTH 1o wmerony Kammana-Maiiepa. [Insg noucka
BO3PACTHOM T'paHUIIBI M0 BBISBICHUIO BBHICOKOTO pucka pa3Butus 3HO ObL1 mpoBeneH
ROC-ananu3 ¢ noctpoenrnemM ROC-kpuBOil 1 OLIEHKH €€ TIIOLAAN; TOUKY OTCeukH (cut-
off) Haxomwiu c momompio Kputepus IOpeHa, Ans  KOTOpPOH — ONpenessiiu
YYBCTBUTEJIBHOCTh U CINEUU(PUUHOCTH C yKazaHuem 95% InoBEpHUTENHHOIO MHTEpBaja

(AN), paccuntannoro no metony Knonmnepa-Ilupcona.

IMonoxeHnusi, BLIHOCUMBbIE HA 3ALUTY

1. Y 100% poccuiickux marueHToB ¢ cuHapomom Ileittiia-Erepca umeercs
CIIM3UCTO-KOKHAsI MEJIAHMHOBAsl THUTMEHTAIMs, a Takxke Oojee BBICOKAas 4YacToTa
MOPaXKEHUSI TaMapTOMHBIMU MOJIUIIAMU JKEJTYJJOUHO-KUIIIEYHOTO TPAKTA MO CPABHEHUIO C
naruentamu w3 CIIA, Smonmn, Kurtas (p<0,05) m comocraBuMa ¢ JaHHBIMH,
nojydyeHHsIMH y manenToB u3 ®PI', Hunepnanmos (p>0,05). Cpeau BcexX MalueHTOB
WX POJCTBEHHHUKOB C TOATBepxkAeHHbIM nauarHo3om CIIE mnpeBamupyer pak
NOIKETy ToUHOM xenesbl (21%), pak nerkux (18%) u toncroit kumiku (18%). Y sxeHmH
TaK)K€ BBISBIISUICS pak Iedku maTku (25%), pak mosounoit sxene3bl (19%), pak
sSsuaHUKOB (13%).

2. VY poccuiickux nanueHToB BoisBIIeHO 10 HOBBIX paHee He ONTMCAHHBIX B MUPE
NaTOreHHbIX BapuaHToB B reHe STK11, a Takke mpeoOiajgaHue TOYKOBBIX BapUaHTOB

(85%) nan xpymubiMu nesenusymu (15%). Lenecoobpasno Brirouenue merona MLPA B



8
pyruanyto JIHK-muarHocTMKy mnmanueHTOB. YCTAaHOBJIEHO OTCYTCTBUE KJIMHHUKO-
T€HETUYECKON KOPPENSALIUU.

3.  Yacrora ocnoxuennit 1,8% (5/272), Bo3HHMKaiomas BO  BpeMs
HSHIAOCKOMWYECKOr0 YJAJ€HUs] TaMapTOMHBIX IIOJIMIOB, COMNOCTaBUMa C YacTOTOM
ocnoxxHeHuit 4% (2/50) npu IUIAHOBBIX XHpPypruyeckux BmemarenbcTBax (p=0,3), u
3HAUYUTETFHO HWXKE B cpaBHeHHH C 9,6% (7/73) mpu SKCTPEHHBIX XHUPYPTUUECKUX
BMematenbeTBax (p=0,0047).

4. Ilpm BbIOOpEe O0O0BEMA XUPYPrHUECKOrO JICYEHHS CIEAYeT OT]aBaTh
MPEANOUYTCHUE HAOCKOMUYECKOMY pPacHpaBiIC€HUI0 TOHKOKHIIIEYHBIX WHBAaruHalWil H
YAAJIEHUI0O TaMapTOMHBIX  TIOJUIIOB, a TMPU  HEBO3MOXXHOCTH  BBINOJHEHUS
HHJOCKOMHUYECKOr0 BMEIIATEIbCTBA HEOOXOJMMO NPUMEHEHUE WHTECTUHOCKOIHUH C
MOJIUTIPKTOMUEH TTPU a0JOMUHAIILHON OIepaluy 4epe3 dSHTEpOoTOMHOe oTBepcTHe. [1pu
peryiasipHOM TUHAMUYECKOM HAOIIOACHUH U CBOEBPEMEHHOM yAaJIEHUU NOJIUIOB y 94%
MAIMEHTOB YJajJoCch H30€XaTh a0JOMUHAIBHBIX XHPYPTHUYECKUX BMEIIATEIHCTB Ha
NPOTSHKEHHUH JUIMTEIBHOTO BpeMeHH ¢ Meauanoi 8 (4;13) jer.

5. PazpaboTanbl pekOMEHAAIMHI 10 MOHUTOPUHTY COBEPIICHHOJIETHUX MALMEHTOB
¢ cungpoMoM llenTua-Erepca, BKIItOHarOmMe €XKEroAHOE BBINOJIHEHUE TaCTPOCKOIUH,
KOJIOHOCKOIIUU, HCCIEAOBaHUE TOHKOW KUIIKH. [IpeanodTrutrensHbIM METOAOM  JUIsS
BU3yaJIM3allil TaMapTOMHBIX MOJIUIIOB B TOHKOUM KHIIKE SIBISIETCS BUJICOKAICYJIbHAs
DHIOCKOMUSA, KOTOPYIO CIIEAYET BBINOJHATh IMOCIE HMCKIOUYEHUS TOHKOKUIIEYHBIX
WHBarvHalui MyTeM MPOBEJIEHUS JIYYEBbIX METO/I0B AUarHOCTHKU (Y3U kuiiedHuka,
KT/MPT-suTeporpadus, pEeHTTEHOJOTHYECKOE WCCICOBAHUE TMaccaka Oapusi 10
TOHKOM KUIIIKE).

s o6napyxkenuss 3HO BHekMIlIEUHOW JIOKAJIM3allMM Ha PAHHUX CTaIUAX
HeoOxoaumo nposenenne KT/MPT ¢ koHTpacTHpoBaHHEM OpPraHOB OPIOIIHOMW MOJIOCTH,
MaJjioro Tasa, peHTreHorpaduu gerkux 1 pas B rof, a ¢ 40 et — 2 pa3za B roj1. JKeHIuHam
¢ ycraHoBJeHHbIM auarHo3oM CIIE HeoOXoauma mOoCTaHOBKA Ha Y4Y€T y TMHEKOJora ¢
00s13aTeIbHBIM €XKETOJIHBIM 00CIIeOBAHUEM COIVIACHO KJIMHUYECKUM PEKOMEHAALUAM
no BbisiBNeHUI0 3HO AMYHMKOB, MIEMKHM MaTKW, MOJOYHBIX kene3. [Ipu BbIsABIEHUH B

CEMEMHOM aHaMHEe3€ PaKoB JIPYTUX PEAKHUX JTOKaIu3aui (roJIOBHOIO MO3ra, CIIM3UCTON
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HOCa U Jp.) PEKOMEHIyeTCs 00CIeI0BAaHUE Y COOTBETCTBYIOIINX CIICIIHATUCTOB 3a S5 JIeT

110 AuarHoctupoBanus B ceMbe 3HO naHHON TOKAIM3aIUK.

CooTBeTcTBHE IMCCEPTALUM ACTOPTY HAYYHOM CNEIHAJIbHOCTH

B mporecce HaydyHOTO IHUCCEPTAIMOHHOTO HCCIEIOBaHMS pa3paboTaHa cxema
00CIIeIOBaHUST KETYJIOYHO-KUILIEYHOTO TpakTa y MalMEHTOB C HAaCJIEACTBEHHBIM
cuaapomoMm  Ileiitna-Erepca, dro  coorBerctByer 1. 2  «Paspabotka wu
YCOBEPIICHCTBOBAHUE METOJIOB JUArHOCTUKUA W MPEAYNPEKICHUS XUPYPTUUYECKUX
3aboneBanuit» Ilacmopra crnenmansHocty 3.1.9 — xupyprus. Ha ocHOBaHuWM ormbITa
JIeYeHUs TaHHOW KaTeropyuH MallMeHTOB, a TaKKe 0000IICHUS TaHHBIX JIUTEPATyPhl ObLI
ONpEe/ICNICH ONTUMANIbHBIA 00bEM XUPYPTrUUYECKOTO JICUEHHUS MalMEHTOB C CHUHAPOMOM
[leiitua-Erepca, 4tro coorBeTcTBYeT M. 4 «ODKCIEpUMEHTaNIbHAs W KIMHUYECKas
pa3paboTka METOJOB JIUEHUS XHUPYPrHUYECKUX OOJEe3HeM U UX BHEJAPEHUE B
KJIIMHUYECKYI0 TpakTuky» I[lacnmopra cneuumansHocTu 3.1.9 — xupyprus. Ilpennoxen
anroput™ JIHK-muarHocTuku matoreHHbIX BapuaHToB B reHe STK11, Bkiroudaromniuii
uenecoodbpasHoctb  npumeHeHuss meroga  MLPA.  [luccepranmonnas  pabora
COOTBETCTBYET (hopMyJie CeIuaabHOCTH 1.5.7 — reHeTHKa, OXBATHIBAIOIICH M3YUYeHHE
npo0JieM U3MEHUYUBOCTH M HACJIEACTBEHHOCTH, 3aKOHOMEPHOCTEH MPOIECCOB XpaHEHUS,
nepenayd M peain3alii TeHeTHYECKON MH(POPMAIUU Ha MOJIEKYJISIPHOM, KJICTOYHOM,
OpraHU3MEHHOM M IOMYJISIIMOHHOM ypoBHAX. O6nacTu uccienoBanus: « MoJeKyIsipHbIe
Y I[IUTOJOTHYECKUE OCHOBBI HACJIEACTBEHHOCTH»; «I €HeTnka venoBeka. MeauunHckas
reHeTka.  HacmenctBennele — Oone3nw».  Hacrosmias — pabota  mocBsIeHa
COBEPIIICHCTBOBAHUIO TOAXOJOB K H3YYEHUIO HACJIEJACTBEHHBIX MOJIEKYJISAPHBIX

HapyUICHWI B paMKax MEPCOHATU3UPOBAHHON MEULINHEI.

CreneHb 10CTOBEPHOCTH M anpodanus pe3yJbTaToB
KonuuectBo OONBHBIX, BKJIIOYEHHBIX B HCCIEIOBAHUE, MPOJAOIAKUTEILHOCTD
HAOJIIOICHMS 32 MAIIMEHTAMU, aHATIU3 PE3YJIbTATOB JICUCHHUS, TPUMEHEHNE COBPEMEHHBIX
MOJICKYJISIPHO-TEHETUYECKUX W HMHCTPYMEHTAIBHBIX METOJOB JUArHOCTHUKH, a TaK¥Ke

CTaTUCTHYECKasi 00padOTKa JAHHBIX JIEJA0T MTOJYYEHHBIE PE3YIbTaThl JOCTOBEPHBIMHU.
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Amnpobanust pabotsl coctosmack 04 nekadbps 2024 roga Ha HAYYHO-TIPAKTUIECKOM
KOH(EPEHIMU C YYaCTUEM COTPYIHUKOB OTJIeJIa MAJIOMHBA3UBHON KOJIOMPOKTOJIOTHH U
CTallMOHap3aMEUIAIOIINX TEXHOJOTUH W OT/eNla OHKOJOTUM U XUPYPruu 000J0UHOM
kuku ®I'bY «HMMUII xononpokronorun umMmenun A. H. Peoxkux» Munznpasa Poccun.
HucceprannonHoe uccieaopanue onoopeHo 23.12.2021 roxa gokaabHBIM HE3aBUCUMBIM
stnueckuM komuteToM DPI'BY «HMMUL] komonpokronornn umenn A.H. Peoxux»
Mun3sapasa Poccun.

OcCHOBHBIE TIOJIOKEHHUSI PabOThI ABAXKAbl JOJIOKEHBI Ha yuyeHOM coBere PI'BY
«HMHUL] xonompoktosniorun umeHu A. H. Peoxkux» MunznpaBa Poccun (B 2022r. u
2023r.), Ha 3aceaHuyu OOIIEeCTBA YHIOCKOMUCTOB I'. MOCKBBI 1 MOCKOBCKOM 00JiacTu
(MockoBckoe otaeneHue Accoumainuu «Haockonuueckoe obiectBo «POHIIO») 18
suBaps 2023r., a Taxke Ha Bcepoccuiickoll HaydyHO-TIPAKTUYECKON KOH(EpEeHIHH C
MEeXAyHapoaHbIM ydacTHeM «Cbe3n konomnpokrtosioroB Poccum» (r. MockBa, 3-5

OKTs0ps 2024 1.).

BHeapenue pe3yjibTaToB UCCJIEI0BAHUSA B IPAKTUKY
Pa3paboranHble pekoMeHAalUKu anpoOWpPOBAaHBI U BHEJIPEHBl B KIMHUYECKYIO
npaktuky PI'bY «HMMUL] kononpokronorun nmenn A.H. Peoknx» Mun3sapasa Poccun

u I'bY3 MockoBckuii knuHndecknid HaydHblid neHTp umenu A. C. Jlornnosa /I3M.

JIM4YHBIA BKJIAJ aBTOPA
ABTOpPOM TIPOBEAECH AHAIUTHUYECKUM 0030p JuTEepaTypbl MO TEMATHKE
UCCJIEIOBaHMs, HA OCHOBAHMM KOTOPOIrO OINpeNelieHa AaKTyaJlbHOCTh NpOoOJieMbl U
pa3paboTaH qu3aiiH uccinegoBaHus. Kpome Toro, quccepTraHToM MpoBeAeHa padoTa 1o
cOOpy © CTaTHMCTMYECKOMY aHalIu3y KIWHUYecKoro wMarepuaina. Couckareiaem
MpOAHAIM3UPOBAHBl M O0OOIIEHBI PE3yJbTaThl HCCIENOBaHUS, CHOPMYIUPOBAHBI
BBIBOJIBI, TIPAKTUYECKUE PEKOMEHIAINH, a TAK)KE MOATOTOBIICHBI MyOIUKAIUK IO TEME

HCCIICAOBAaHM:.
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ITy0mkanuu mo TeMe qUCCePTALNH
Pesynbratel uccnegoBaHusi onyOiMKoBaHbl B 4 meyaTHbIX paboTax B
NEPUOJNYECKUX H3AAHUAX, pekoMmeHayeMbix BAK i nyOnukanuil marepuasnos

AUCCCPTALIMOHHBIX pa60T.

CtpykTypa U 00beM JUCCEPTALUU
HuccepranuonHas pabota uznoxeHa Ha 131 cTpaHuile MAIIMHOIIUCHOTO TEKCTA U
COCTOMT W3 BBEJCHMS, YEThIPEX TIJIaB, 3aKIIOUYECHUS, BBIBOJAOB, IPAKTUUYECKUX
PEKOMEHIAIi, CIMCKAa COKPAICHUA M YCIOBHBIX 0003HAYCHUH, CITUCKA JIUTEPaATYpHI,
KOTOpBbIA BKItOYaeT 137 HCTOYHMKOB, B TOM uHcie 24 oTedecTBeHHbIX U 113

3apy06exxHbIX. PaboTa mmoctpupoBana 50 pucynkamu u 17 Tabmuramu.
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I')TABA 1. OB30P JIMTEPATYPHBI

1.1 Dnuaemuoiorus

Cunapom Ileiita-Erepca (CIIE) — »53T0 KkpaifHe peakuil HacjeICTBEHHBIN
MOJIMMIO3HBIA  CHHIPOM, 3aHUMAIOIIUA BTOpPOE€ MECTO IOCJE aJeHOMAaTO3HOIO
MOJIUIIO3HOTO cuHApoMa. Ilo pa3HbIM JaHHBIM ero yactorta cocrasiset ot 1:25000 mo
1:300000 woBopoxaenubix [32, 39, 51, 82, 104, 120, 130]. Haubosnee BeposTHas
pacupoCTpaHEHHOCTh cocTaBisieT okoyio 1 cimydas Ha 100000 yenoBek [75]. Tounble
uugpsl nonydyensl B EBpone B pernone Banencus (Mcmanus) — 0,4/100000 >xureneit
[100] u B Hanwm 1 ciygait Ha 195000 yenoBek. B YpyrBae 3adukcupoBaHHas yacTora
cocraBimsier 1 cnywair Ha 155000 HOBOopoxkmeHusix [114]. B Poccum orenka

pacnpoCTpaHEHHOCTH 3a00JI€BaHUs HE MPOU3BOIUIACD.

1.2 Uctopuueckue naHnbie o cunapome Ileiitua-Erepca

Uctopus 3aboneBanmss HaumHaercs ¢ 1896 roma, xorma JOHAOHCKHM Bpad
Hutchinson J. onyGnukoBan KJIMHUYECKHA Clydail cecTep-OJM3HELOB ¢ «YHUKAJIbHOM
YEpHWIbHON MHUTMEHTanuen ryo u pra» (pucyHnok 1) [65]. JlanpHelimee HaOmI01eHNE
MO0Ka3aJi0, YTO OJ{HA CECTpa MOorubia OT KUIIEYHOW HEPOXOJUMOCTH B Bo3pacte 20 JerT,
a BTOpasi yMepiia OT paka MOJIOYHO# JKeJie3bl B Bo3pacte 52 net [69].

B 1921 roay romnanackwmii Bpaud Peutz J. cooOmmn 00 ucciaeqoBaHUHM TpeX
MOKOJICHUH U3 ToJIaHAcKo cembu Harrisburg. OH BrnepBbie 3aMETHI CBS3b TOJIUII032
KHUILIEYHUKA CO CIU3UCTO-KOKHOW MUTMEHTAMEN U MPEANO0I0XKIIT HACIEICTBEHHBINA THUIT
3aboneBanus [94]. B 1949 roxy nokrop Jeghers H. npeacraBui coOCTBeHHbBIE JaHHBIE O
JIECSITHU CIy4asx Mo00HOT0 MOJIUI03a, TOJYEPKHYB IIPU 3TOM ayTOCOMHO-OMUHAHTHBIN

THUII HACJIEIOBaHUS U (POPMaAIM30BaB BCE 3TU CUMIITOMBI B CUHAPOM [69].
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Pucynox 1 — ®@otorpadus cectep OIM3HENOB ¢ KYHUKATBHONW YEPHUIILHON

nurMenraiuei», 1896 r. [65]

B pesynbrate B 1954 rogy Bruwer A. u coaBT. U3 KIMHUKH Meio BBEJIM SIIOHUM
«cunapoM Ileittia-Erepca», KOTOpBIN NPUHSAT U IO HACTOSIIIEE BpeMs JjIsi 0003HAUCHUS
3a0oneBanus [37]. IlepBoe rHCTONOrMYECKOE OMKMCAHKE TaMapTOMHBIX MOJHUIIOB OBLIO

BoinosiHeHo Horrilleno E. G. B 1957 roxy [64].

1.3 3nayeHue NaToreHHbIX BapuaHToB rena STK 11

B pa3sutum cunapoma Ileirua-Erepca

Cunapowm Ilelitua-Erepca Hacnemyercss Mo ayTOCOMHO-JOMUHAHTHOMY THUIY U
00yCJIOBJICH HaJIMYMEM HatoreHHoro Bapuanta B reHe STK11 (serine/threonine kinase
protein 11), panee n3BectHoM kak reH LKB1 (rmeueHouHas kuHasa). ['eH ObLT KapTHPOBaH
C IOMOIIIbIO aHAJIM3a CLEIJICHUS € MOCIEAYIOINM KIOHUPOBAaHUEM U UACHTU(PUKAIEH
TFETEPO3UTOTHBIX IMATOr€HHbIX BapuaHToB y mnanueHToB ¢ CIIE B 1998 romy nByms
HE3aBHCHUMBIMH TpyTmaMu ucciieqopareneii: Hemminki A. u coaBt. m Jenn D. u coasr.
[60, 71]. I'en pacmonosken Ha KopoTkoM 1utede 19 xpomocomsl (19p13.3) u Brarogaer 10
9K30HOB, U3 KOTOPBIX 9 KOAUPYIOT O€NOK CepuH-TpeoHUHKUHA3y-11, conepkaruii 433

aMHHOKHUCIIOTHI [27, 46].
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I'en STK1l «komupyer O€JOK CEpUH/TPEOHMHOBYIO KHHA3y, KOTOPBIH
dochopunupyer u axtuBupyer AMP-aktuBupyemyro nporemHkuHazy (AMPK),
MPUHUMAIOIIYIO y4acTHE B PsiJie MPOILIECCOB, TAKUX KaK PEryJislus BHYTPUKIETOUYHOIO
HHEPreTUYECKOT0 METaboJIM3Ma, MOJIApU3AIMA KJIETOK, WHTHOMpPOBAHUE KIIETOYHOTO
uKiIa 1 qudGepeHIMPOBKY KISTOK, MHAYKIMS aronTo3a [46, 73, 137].

I'en STK11 skcnpeccupyercs BO MHOTHX TKaHSIX B3POCIOTO YEJIOBEKa, a TAK)KE B
TKaHSIX IUIOAA, MPU STOM MAKCHUMAaJbHBIA YPOBEHb HKCIPECCUU OOHApYKUBACTCA Y
MaJieHbkuX Jnereid. MccnenoBanue Oenka B TKAHAX TOHKOTO KHUILEYHHKA YEJIOBEKa C
MOMOIIbI0O UMMYHOTUCTOXUMHUYECKOTO aHaJIn3a MO0Ka3aj10, YTO aloNTOTUYECKUE KIETKU
00HapY>KUBAIOTCSI B OCHOBHOM B KPHUIITaX, a TaKKe BOJIM3M KOHUUKOB BOPCHHOK, TJI€
AIUTETUATBHBIE KJIETKH OTMUPAIOT U BHIXOSAT B MPOCBET KUIIICYHUKA. YUYaCTUE JAHHOTO
Oeflka B MHAYKIIMH aronTo3a MOXKET OOBSICHUTH, IOYEMY B TKaHSIX C HApYyIICHUEM €ro
(GyHKIIUU pa3BUBAIOTCS ramMapTOMbl. J[€MCTBUTENbHO, B TaMapTOMHBIX MOJIMMIAX MPHU

CIIE meHbIIle anonTOTHYECKUX KIeTOK (pucyHok 2) [134].

Direction of Death

Villus

Il Pl eTolele

Pucynok 2 — Ceepxakcnpeccus 6enka STK11 (LKB1) B kiteTkax KpHUIT U Ha KOHYUKAX

BOPCHUHOK CJIM3WCTON TOHKOHN KUIIKH (KJICTKH OKpAIIeHbI B TEMHBIH 11BeT) [134]

CoueraHue HACIEICTBEHHOTO IMaTOTEHHOIO0 BapuUaHTa C MNPUOOPETEHHBIM
TeHETUYECKUM MOBPEKIACHHEM BTOporo amiens B reHe STK11 B comaTudyeckux KieTkax
NpUBOIAT K peHoTUnImYeckuM mposieiienusm CIIE [19, 30, 71]. ITpu u3ydenuu ramapTom

u ageHokapuuHoMm y manueHToB ¢ CIIE Gruber S. m coaBT. BBIABHIM yTpaTy ajuies
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nukoro tuna B 70% HoBoOOpazoBanuil. [lonyueHnHbie JaHHBIE JOKA3bIBAIOT TO, YTO I'e€H
STK11 sBnsieTcsi T€HOM-CYIpPECCOPOM OIYyXOJU, W MMO3BOJISIIOT MPEANOJIONKUTh, YTO
raMapTOMHBIE TIOJHMIBI MOTYT SIBIIATHCSI MPEAIICCTBEHHUKAMH aJcHOKapIMHOMEI. [Ipn
TOM CIIEJyeT OTMETUTh, YTO MMEHHO comaTudeckue mytanuu reHa STK11l mexar B
OCHOBE TpaHC(OpMAIlMM T'aMapTOMHBIX IIOJHUIOB B ajaecHOKapuuHomy [56]. Iloreps
TeTePO3UTOTHOCTU H3-3a MATOTCHHBIX BAPUAHTOB, BKJIIOYAs JEICIHI0 B HOPMAaJIbHOM
aiyene, B JIOMOJHEHUM K T€PMUHAIbLHOM MyTalluud TMPUBOIUT K POCTY MOJUIOB B
KEITyTOYHO-KUIIICYHOM TPaKTe U B IPYTruX opraHax, naroraoMudsix st CITE [31].

Tax e Jenn D. momycTrn BO3MOXKHOCTh PETYJISIIIUN KIETOYHOTO B3aUMOJICHCTBUS
MEKTy MEJIAHOIIMTAMHU U KEPATUHOIIMTAMHM C TIOMOIIIbIO TpoaykTa rena STK11 [71].

HaneHeriee nccnenoBanue Gynkmmii reda STK11 Bee eme nmpopoinkaercs [28].

[Tarorennnle Bapuantbel B reHe STK1l BeusiBisitor 'y 75-96% mnanueHToB ¢
xapakTepHou KiaumHudeckol kaptuHol CIIE npu wncnonp30BaHMM TpaaUIMOHHBIX
METOJIOB CKPUHUHTA, TAKUX KaK MPSIMOE CEKBEHHUPOBAHUE OTICIHHBIX SK30HOB U MOUCK
OonpmnX BeTaBoOK/ aenennii metogom MLPA [9, 15, 23, 29, 93, 98, 121]. IIpumepHo B
30-38% cmy4yaeB 0OHapyKMBAIOT YaCTUYHBIC WJIU TIOJIHBIE JCNICUA TreHa, B 62-75% —
ToyeuHnsle BapuaHThl [29, 61, 93]. Ha cerognsmmuuii aeHbr B 0azax JaHHBIX
www.hgmd.cf.ac.uk u www.ncbi.nlm.nih.gov/clinvar 3apeructpupoano 6oaece 400
pa3nuuHbIX BapuaHToB reHa STK11 [9, 57]. BonbmmHCTBO Mcciea0BaHU TPOBOIMIIOCH
Ha 3aIaJHOEBPONECUCKUX MOmyasiusax. OHAKO MPU UCCIECOBAHUU MAIUEHTOB JAPYTHUX
ATHUYECKUX TPYNN (JJATHHOAMEPHUKAHIIBI, KATANIIBI) BBISBJISIOTCS HOBBIC MATOTCHHBIC
BapuanThl B rene STK11 [57, 122, 126, 136].

[TenerpanTHOCTH MaTOreHHBIX BapuaHToB reHa STK11 cocrarnser 100% [77]. B
25-45% cnydaeB CIIE maTorenHsie BapraHThl Bo3HHKatoT de novo [28, 39, 93, 103].

MHorue aBTOpHl TPEANPUHSIINA TOMBITKM K  YCTAaHOBJIEHUIO  KIIMHUKO-
TCHETHYECKUX KOppelsauid. AMOS U COaBT. OTMETHIIH, YTO cuHApoM lleiiTia-Erepca y
WHINBUYYMOB C MUCCEHC-BapHaHTaMU TPOSBIISICTCS MO3KE TI0 CPAaBHEHUIO C JIUIAMH,
UMEIOIIMMH TMaTOT€HHBIC BAPUAHTHI, MPUBOIANINE K YKOPOUEHHUIO O€jIKa, U MaIlMeHTOB
0e3 BbisBieHHBIX MyTanmid [28]. Torma kak Van Lier M. u coaBt. Ha npumepe 110

nareHToB u3 50 cemeid, ¢ BeisiBieHHbIM [1B y 73/76 (96%) nanmeHTOB yTBEpKAAIOT, YTO
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PHUCK MHBAaruHAIMHU HE 3aBUCHT OT I10J1a, CEMEHHOTO aHaMHe3a U craryca myTtanuu STK11
[121]. Taxxe Hearle N. u coasr., ananu3upyst 419 nammentoB ¢ CIIE u3 paznuuHbix
crenuanu3upoBaHHbiX 1eHTpoB EBpombl, ABctpamuu, CIIA (IIB B reme STK11
BbISIBIICHBI Y 70% MalMEHTOB), 3aKIFOYMIN, YTO MECTOMOJIOKCHHE U THUI MAaTOTCHHBIX
BApHAHTOB HE BIMAIOT HAa PHCK WHBATrMHAIIMM U CYIIECTBEHHO HE OTpa)kacTcs Ha
Pa3BHUTHU BCEX BHJIOB 3JI0KaUECTBEHHBIX HOBooOpa3oBanwuii (p = 0,27) [58, 59].

Takum 00pa3oM, Ha CETOAHSIIHUM JIEHb HE YCTAHOBJIEHO YETKOW TI'E€HOTHII-
dbenotunuueckoit koppensauuu npu CIIE. Kpome Toro, He HaiiieHO 3HAUMMBIX pa3Iuyuii
B KJIMHUYECKOW KapTUHE MEXy MaIlieHTaMU C MaToreHHbIMH BapuaHTamu reHa STK11
¥ TEMH, Y KOr0 UX He ObLI0 uaeHTUuuImpoBano [46, 57, 86].

J1o HacTOsIIEr0o BpEMEHH y MALMEHTOB 0€3 BBIABICHHOIO NATOT€HHOTO BapUaHTa
B rene STK11 ne obnapyxkeHo apyroro rexa, Bei3siBatoiero CIIE [77]. Ha ocHoBanuun
3TOr0 y MalMEeHTOB MOKHO MPEANOI0KUTh BOBMOXHOCTh COMAaTUYECKOTO MO3aUIIM3Ma,
JOKaJM3alii0 U3MEHEHUI B IOCIIEIOBATEILHOCTAX MPOMOTOpa WM 3HXaHcepa JuOo
npyrue u3menenus [133].

Heobxoaumo oTMeTuTh, 4TO pa3HooOpasue kiauHudeckoil kaptuHsl CIIE He
BCErja IMO3BOJIAIOT  YCTAHOBUTHb  JMArHo3 0e3  MOJIEKYJSIPHO-T€HETUYECKOTO

uccnenoBanus [24].

1.4 Knuan4yeckasi kapruHa cunapoma Ileiitua-Erepca

[TepBeim mipusHakoM CIIE 0ObIYHO SBISIETCA OTYETIHUBAsA CIM3UCTO-KOXKHAS
MEeJIaHWHOBasi MUTMEHTaIus (JIGHTUTUHO3), HaOJrojaeMasl Ha KpacHOM Kaiime ryo,
CIM3UCTON  o0oyouke mojoct pTra [32, 75]. Takke mnNHUTrMEeHTAHUS MOXKET
MPUCYTCTBOBATH HA JIAJIOHSIX, KOHYMKAX MaJbIEB PYK M HOT, B MEpUaHAILHON 00JacTH.
MenaHuHOBBIE TISITHA OBIBAIOT OT CBETJIO-KOPUYHEBOT'O 0 TOYTH YEPHOrO I[BETA
KPYTJIOH, OBaJIbHOW WIJIM HEMPABHIBHOM (popmbl AuameTpom ot 1 10 5 mM. B oTnnume ot
OaHAJIbHBIX BECHYIIIEK OHU HEPABHOMEPHO DPACTIPEIEISIOTCS IO CIU3UCTOW 000J0UYKe
MOJIOCTU PTa, JIeCHaM, TBepAOMY HeOy u rybam (0coOEHHO HMKHEN). MenaHuHOBas

IMUIrMCHTAUA MOKCT HPUCYTCTBOBATH IIPH POKACHUH, HO YalllC BCCro IOABJIACTCA B
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panHeM pnertctBe. llepwopanbHblii JIGHTUTHHO3 HaOmomaercs Oonee uyeM y 95%
MAlMEHTOB M IO3BOJIET 3anono3putsh cuHapom llentna-Erepca. B momasmisromem
OOJBIMMHCTBE CIIy4acB NUTMEHTHBIC IIATHA COXPAHSIOTCS B TEUYCHHE BCEHW JKU3HH,
0COOEHHO Ha CIM3HUCTOMN IIEK, HO OHU MOTYT OJIEHETh WJIM UCUYE3aTh MOCJE MOJIOBOTO
CO3peBaHMsS Ha Jpyrux ydvactkax [62, 75, 117, 130]. Dro MOXeT 3aTpPyIHHUTH
JTUAarHOCTUKY 3a00JIeBaHUSI.

[lurmMeHTHBIE MSATHA BO3HUKAIOT B pe3yJbTaTe YBEIMYECHUS KOJIMYECTBA
MEJIAaHOIIUTOB B 0a3ajJbHOM CIIOC€ SMHCPMHUCA M HAPYIICHHUS MHUTPAIlUU MEJIaHWHA W3
MeJIaHOIIUTOB B KepatnHONMTHI [50]. B CBS3M ¢ Tem, 4TO MEIAaHMHOBBHIC MATHA — 3TO
n00poKaYeCTBEHHBIC HOBOOOPA30BAHMS M MPECTABISAIOT COOOH TOJIBKO KOCMETHUECKHUI
JIe(EeKT, TO CHCIHMAIBLHOrO JIeYeHHs UX He TpeOyercs [128, 132].

OCHOBHBIE CUMIITOMBI TaKH€, KaK PElUIUBUPYIONINE KOTUKHU/O0IN B )KUBOTE U3-
3a WHBaruHaIlMd CETMEHTOB TOHKOH KHIIKH, CKPBITOC JKEIyJI0YHO-KUIIICUHOE
KPOBOTEUCHHUE, PUBOJIAIIEE K KeJIe30/1e(PUIIMTHON aHEMUH, KPOBb B CTYJIC U BBITIAJICHUE
MOJIUIIOB U3 3aJJHEr0 MPOXO0a, BHI3BIBAIOTCS MHOXKECTBEHHBIMU JOOPOKAYECTBEHHBIMU
raMapTOMHBIMHU TIOJUTIAMH, KOTOPHIC BBISBISIFOTCS MO BCEMY KEITYIOYHO-KUIICTHOMY
TPaKTy YK€ Ha MepBOM aecsaTuiaeTun xu3Hu [132]. ['amapToMHbIC TOJMIBI Hanboee
4acTO PacCIHoOJIOKCHBI TPYIIIAMH, U WX pa3Mep MOXKET BapbHpPOBATh OT HECKOIBKUX
MUJUTUMETPOB 710 HECKONBbKUX caHTtuMeTpoB [15, 75, 130]. V 22-92% nanueHToB OHU
JIOKANMM3YIOTCS B Kenyake, y 28-97% manueHToB B TOHKOM KuIike, y 34-77% mnanueHToB
— B ToJicToi kuike, [31, 43, 49, 103, 118, 131]. IIpubnuzutensuo y 25% mnarueHToB
BBIABIIsIETCS. MeHee 10 moauImoB B TOHKOM Kumike, a okoio 10% — o6onee 100 moaumoB
[80]. Takxe ramapromubie mosumnbl mpu CIIE MOryT auarHOCTHPOBATHCS B JAPYTHX
opraHax, TaKUX KakK EJIYHBIN My3bIph, OPOHXHU, MOYCBOU My3bIPh U MOYCTOYHUKH [ 75,
84, 103, 125].

Cnenyer ormetuth, uto K 10 rogam mnosumnbl BbIABISIOTCS yxe y 25-30%
narueHToB, a k 20 — y Ooiiee yeM mosioBuHBI manueHToB [70, 79, 121]. 3apyOexHbie
UCCJICIOBAHMS TIOKa3bIBAIOT, YTO CPEJAHHM BO3pACT TOSBJICHHS TMEPBBIX KaI00
cocraysieT 11-13 ner, Ho ¢ mmpokum auanazoHom ot 0 10 50 net [43, 48, 92, 103, 123].

HOBTOMY C KIIMHUYCCKUMHU MPOABICHHUAMU 3a00JIEBaHUS qamec BCCTrO CTAJIKHMBAIOTCA
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nerckue xupypru [14]. Haubonee pacnpocTpaHE€HHbIM M 3HAUYUMBIM MPOSBICHUEM
3a00JIeBaHUs Y JETEN U NMOAPOCTKOB SIBISIETCS KUIIEUHAs HEIIPOXOIUMOCTb, BbI3BAaHHAS
WHBarMHanuel Toukoi kumku [32, 54, 62, 77, 123].
MHBarunanus onpeaeseTcs Kak COCTOSIHUAE, IIPU KOTOPOM YacTh KUIIKU CKOJIB3UT
B IIPOCBET COCEAHETO AUCTAIBHOTO OTJENa KUIIEYHUKA C 00pa30BaHUEM J1yOJIUKATYypBI.
Benymieit Toukoit o0pazoBanus nHBaruHara y naiueHToB ¢ CIIE sBiseTcst raMapTOMHBIi

noJuI (PUCYHOK 3).

Pucynok 3 — CxemaTtnueckoe n300pakeHrne TOHKOKHILIEYHOT'O HHBAarMHaTa,

BBI3BAHHOI'O TaMapTOMHBIM ITIOJIUIIOM

DTOT TMpoLEeCC HapyllaeT MNEPUCTAIBTHKY, MPEISITCTBYET  CBOOOTHOMY
MPOXOXK/ICHUIO KHIIEYHOTO COJCPKUMOT0, HAPYyIIAeT ME3CHTEPUATBHBIH COCYAMCTBIN
KPOBOTOK B 3TOH YacTH KHIICYHUKA WM, B KOHECYHOM HUTOr€, MPHUBOJIUT K KHIICUHON
HETPOXOUMOCTH M BOCMAJICHUIO CTCHKU KHIIKH, 00YCIIOBIMBAIOIIME HEOOXOIMMOCTh
oOpareHusi 3a CPOYHOM MEAWIIMHCKON TmoMombl, Tpelytomeir B 80% cimydaes
XHPYpPrudeckoro Bmemarenscta [72, 78]. CormacHo TuTepaTypHBIM TaHHBIM, 10 95%

WHBarvHaIui NpOMCXOAUT B TOHKOM KHUIIIKE, U JIUIb 0KOJIO 5% — B ToJIcTOM Kuiike [116,
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121]. Tomas KuIIKa [OpaXkaeTcs dYaile, 4YeM [IBCHAALATHICPCTHAS KHIIKA U
noaB3oIHas kuinka [44, 49, 84].

WNHuBarnHanusi 0OBIYHO BBI3BIBACTCSI TaMapTOMaMU CO cpeaHuM pazmepom 35 (15-
60) MM B auametpe. Pazmep monuma siBisiercss HauOolsiee BaKHBIM (PAaKTOPOM pHCKa
pa3BUTHSI MHBarvMHAIMM TOHKOW KHUIIKM W HE 3aBUCHUT OT I0Ja, CEMEIHOTO aHaMHe3a,
naToreHHoro Bapuanrta B reHe STK11 [59, 121]. Cpennuii Bo3pacT nepBoii HHBaruHAIHH
cocraBysieT oT 10 10 16 jeT, caMbie paHHHUE MNU30bI HaOmoar0Tesa ot 1 10 5 et [77].

ITo nannbIM peructpa rocuutais cB. Mapka u Jlerckoit 6oapHuLBI Konopano 35-
42% nanueHTOB MEPEHOCAT XUPYPruueckoe BMENIaTeNbCTBO B Bo3pacTe 10 10 jer, u
68% mnanuenToB — B Bo3pacte a0 20 jet [32, 62, 103, 123]. CembaecaT IpoOIECHTOB
MEPBOHAYATBHBIX JIAMAPOTOMUM BBIMOJHSIOTCS B CPOYHOM TMOPSAJKE IO TIOBOAY
kuieyHoi Henpoxoaumoctu [100]. IToBTopHBIE oniepaliuy BBIIOIHAIOTCS TPUMEPHO Y
40-43% nauuentoB ¢ CIIE B Teuenue 5 ner [43, 62, 110]. [To naHHBIM JHTEpaTyphl HA
OJTHOTO TIAITUEHTA pUXoauTcs 2,4-3 onepanuu ¢ auamna3onom ot 1 o 12 onepanuii [109,
135]. B pe3ynbraTe MOBTOPHBIX PE3EKIMH YYACTKOB TOHKOM KHIIIKH, CHHAPOM KOPOTKOMH
KUIIKY HaOmoaaetcst y 25% nanuenros [43, 77, 84, 109].

HecMoTpst Ha xapakTepHyl0 KIMHMYECKYIO KapTHHY, JMArHo3, Kak MPaBUIIO,
YCTaHABJIMBACTCS TOCJIC MEPEHECEHHBIX XUPYPrUUECKUX BMEIIATEIhCTB HA OCHOBAHUM

pe3yIbTaTOB MOP(HOIOTHYECKOTO UCCIISIOBAHMSI TIOJTUIOB B Bo3pacte 15-23 ner [15, 103,

135].

1.5 MopdoJiornyeckasi KAPTHHA TaMaAPTOMHBIX MOJIMIIOB

npu cunapome Ileiitua-Erepca

Mopdonoruueckass  Bepudukanus  nonunoB  [leditna-Erepca  sBisercs
HEOTHhEMJIEMOM YacThIO MOCTAHOBKHU JUarHo3a.

Buemnnin Bun nomunoB npu  CIIE sHAoCKONMMYECKHM MOXKET HAIOMHUHATH
TUIIEPILUIACTUYECKHUE TTOJIUIIbI, OJTHAKO MO TUCTOJIOTHYECKON CTPYKTYPE MOJIUITBI IPUHATO

OTHOCHTH K ramaptomam [77].
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Tepmun «ramapromay — (OT JIp.-Tped. AUAPTNUO — «OIIHOKAY, KU3BSHY» U -OL0L OT
OYKOUO — «OIMyXO0Jib») — Yy3J0BOE JTOOPOKAYECTBEHHOE OMYyXOJEBUIHOE 00pa3oBaHUE,
npeacTaBIsiioniee co00i TKaHEBYIO aHOMAJIMIO Pa3BUTHsI, BIIEPBbIE HCIIONb30Bal B 1904
roxy Hemerkuii maromopdonor Albrecht E. [14]. 'aMapTOoMBbI COCTOSIT M3 TEX KE
TKAHEBBIX KOMIIOHEHTOB, YTO W OpraH, IJle OHHM pacnojiokeHsl. llpu »TOM OHHM
OTJINYAIOTCA aHOMAJIBHBIM CTPOCHHEM U CTETICHBIO AU (HEPEHIIUPOBKU TKAHEH.

[Monumnsr pu CIIE nMeroT xapakTepHyto MOPGHOIOrHYeCcKYI0 KapTHUHY: B CTPOME
pacnojiararoTcs  JIpEBOBUIHOBETBAILMECS  IMYyYKH  IJIAJKOMBIIIEYHBIX  BOJIOKOH,
UCXOJISAIINE U3 COOCTBEHHOW MBIIIICYHON TJIACTUHKH CIM3UCTOM OO0OJIOUKH, TOKPBITHIE
3peNbIM MUTENIUEM C YUIMHEHHBIMUA U Pa3BETBICHHBIMU JKeJI€3aMHU, HATTOMUHAIOIIUMU
OpU MajoM YBEIMYEHHH «POKIECTBEHCKYIO €JIKY», C pPa3JIMYHbIM KOJUYECTBOM
YIUIOTHEHHOTO po30oBoro mynuHa. Cnusucras o0Ooyioyka Kak Obl JApanupyercss Ha
CEpAIIEBUHE PACTITUBAIOIIMXCSI MBIIICUHBIX MYYKOB, MPOCTUPAIOIINXCS OT HOXKKH J0
TOJIOBKH TOJIHUMa (PUCYHOK 4).

[TonspHOCTH KIETOK coxpansercs [3, 67, 116]. [Toaun coaepKUT 3MUTETHAIBHbIC
KOMITOHEHTBI, TUIHWYHBIE IJI1 KOHKPETHOI'O YYacTKa >KEIYyJIOYHO-KHUIIEYHOTO TpPaKTa
[117].

Eme onna xapaktepHas OCOOCHHOCTb 3THX IOJUIOB — JJIMHHAs Hoxka. Ee
IIPOUCXO0K/]IEHNE CIIOPHO. BeposiTHee Bcero, oHa oOpa3yeTcs 3a CHET AHOMAJIbHOTO pOCTa
CTPOMAJILHOTO KOMITOHEHTA U BBITATUBAHUA TOJOBKH IOJIUIIA BO BPEMSI IEPUCTAITBTUKU
[83].

[Tpuznano, uro nonuns! npu CIIE kmaccuduimpyrorcst Kak TaMapTOMBbI, HO ATOT
BOIIPOC OCTAETCS CIOPHBIM. BbUIO BRICKA3aHO MPEANOJIOKEHUE, YTO B OCHOBE Pa3BUTHS
nonunoB [IE neXuT He MCTHHHAS ramMapToMa, a MEXAHUYECKHW Iporecc. ['amapTomel
00pa3yloTcsi B CBSI3M C MPOJIATICOM CIM3UCTOM OOOJOYKM U THUCTOJIOTMYECKH OYEHBb

MOXO0JKH Ha MoJjuIbI [78].


https://www.sciencedirect.com/topics/medicine-and-dentistry/cell-polarity

Pucynox 4 — Tunuaaoe MOpQoIOTHIECKOE CTPOCHUE TaMapTOMHOTO TTOJIHTIA TIPU
cunapome [leditia-Erepca (okpacka reMaTOKCHIMH U 303UH, X5): APEBOBUIHO

BETBSIIMECS IMYYKH T1aJJKOMBIIIEYHBIX BOJIOKOH (yKa3aHbI CTpeskaMu) [ 14]

Jlns 6onbiieit nocroBepHoctu nuarnosza CIIE neobxogumo mporeaenue MI'X-
UCCIIEIOBAHUSI, TP KOTOPOM BBISBIISIIOTCS] IECMHUH-TIOJIOAKUTEIbHBIE I1aJKOMBIIIICYHbIE
BOJIOKHA, YTO SIBJISICTCS MATOTHOMHUYHBIM MTPU3HAKOM TaMapTOMHBIX ToumoB [116].

Eme oqHMM BaKHBIM THCTOJIOTMYECKUM HAOJIOJICHUEM B raMapToMax SIBJISETCS
(heHOMEH «IICEeBIOMHBA3UN», OCOOCHHO BBISBIISIEMBIA B TOJIMITAX TOHKOW KHIIKH. JTO
SIBJICHHE MO>XHO OIIMOOYHO MPUHATH 32 MHBA3UBHYIO KapuuHoMy. «IIceBgonnBazus» —
ATO MHBATMHAIMS AIIUTEIUS B MEXMBIIIEYHBIE MYYKH, MPOUCXOJAINAs MO MEpe UuX
pocTa BBEpX MO HANPaBICHUIO K JMUTEINI0. B pe3ynbrare TIiaJKOMBIIIEYHbBINA CIOMI
MOXET  COAepXaThb  OCTPOBKM  OIUTEIUANbHBIX  KJIeTOoK. Bo  u30exaHuu
TUNIEPAUATHOCTUKH aJICHOKAPIIMHOMBI U, KaK CIEJCTBHE 3TOr0, HEHYKHOTO CEPHE3HOTO
XUPYPTUUECKOTO  BMEMIATENIbCTBA  HEOOXOJMMO  TPOBEICHHUE  I[UTOJIOTHYECKOTO
UCCJIeIOBAHMS [IJIs1 HCKIIIOUEHHUS aTUIINK KiIeTok [47, 78].

lamapromubie momumsl mpu  CIIE Takke crnenyer auddepeHmpoBaTh ¢
BBINAJCHUEM CJIM3UCTON W3 MPSIMOM KHILIKH, COJUTAPHOW SI3BOM WMIIM KJIOAKOTEHHBIM
nosunoM. Ilomo6no ramapromubiM nojunam npu  CIIE  3tu  nmopaxenus
XapaKTEPU3yIOTCS HAIUYHUEM B IEHTPE NPOIU(PEPUPYIONIUX MBIIICUHBIX BOJOKOH,

OKPYKEHHBIX HOPMAJIbHBIM WJIA PEAKTUBHO U3MEHEHHBIM 3UTENNEM [67].


https://www.sciencedirect.com/topics/medicine-and-dentistry/invasive-carcinoma
https://www.sciencedirect.com/topics/medicine-and-dentistry/invagination
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Ha ceroausmuanii nens nuarao3 CIIE B 3HaunTENBLHOM CTENIEHN OCHOBBIBAETCS HA

H&TOMOp(l)OJIOFH‘I@CKOM paciio3HaBaHWU I1OJIMIIA.

1.6 Puck pa3BuTus paka y nanueHToB ¢ cunapomom Ileiitua-Erepca

Jo 1987 roma cuaapom Ilewtna-Erepca cumrancs cocrosHueM  0e3
3JI0KauecTBeHHOro mnoreHuuana [43]. OgHako psig 3apyOekHBIX aBTOPOB OTMETUIIU
YBEIIMYEHUE OTHOCUTEIBHOTO PUCKA pa3BUTHA paka oT 4 10 18 pa3 mo cpaBHEHHIO C
obmiert momyssmueit [43, 49, 118, 124]. CpenHuii Bo3pacT pa3BUTHS paka COCTaBIISICT
30,5-48,5 ner [34, 40, 100, 119, 126, 130].

OnHuM Y3 KPYHHBIX MHOTOIIEHTPOBBIX HCCIEIOBAHUM C y4YacTUEM TPYIIIbI
nanueHToB ¢ CIIE u3 EBponsi, ABctpanuu, CIIA sBasercs uccnenoranue Hearle N. u
coaBT. M3 419 maumentoB ¢ CIIE y 85 mamueHToB OBLIO AMArHOCTHUPOBAHO 96
3JI0KaYeCTBEHHBIX OIyXoJieil. Puck pa3sutus paka B Bo3pacte 20, 30, 40, 50, 60 u 70 net
cocraBun 2%, 5%, 17%, 31%, 60% u 85% coorBercTBeHHO [58], Torma kKak B
UTAJbIHCKOM HCCcaeqoBaHuM K 65 rogaMm — 89% [98], B smoHCcKoM uccieaoBanuu K 70
rogam — 83% [66], a B kuraiickoMm uccieaoBanuu — 94,2% [126]. CaMblii HU3KHI PHCK
passutus 3HO (15%) 6b11 3adukcupoBan B uccienoanuu Mehenni H. [87].

Cpenn  pa3nWuHBIX  3JI0KQY€CTBEHHBIX ~ HOBOOOpa3oBaHWU  HamOoiiee
pacpoCTpaHEHHBIM SBJISIETCSI KOJIOPEKTAIBHBIN PaK ¢ PUCKOM Pa3BUTUS Y 000UX TIOJIOB
39%, 3aTeM clieyeT paKk MOJIOYHOM JKeJie3bl Y KEHINNH, BhISIBIIsSIouics B 32-54% [85,
113, 119]. Kak m y mHanmueHTOK C TMAaTOreHHBIMH BapuaHTamMu B reHax BRCAL/2,
JKeHIMHaM ¢ cuHjapomoM lleditiia-Erepca mpucyil MOBBIMIEHHBINM PUCK Pa3BUTHS
JIBYCTOPOHHEN TMPOTOKOBON KAapIIMHOMBI MOJIOYHOM Kejle3bl, HO BO3MOXHBI W
UHOUIBTPaTUBHBIE JIOOYJsipHBIE KapiuHoMmbl [117]. Kpome TOro, mamveHTKH C
cuagpomom Ileditiia-Erepca moaBep>kKeHbI BBICOKOMY PHCKY Pa3BUTUS  PEIKHX
3JI0KQYECTBEHHBIX MYLMHO3HBIX OIyXOJE€H SIMYHUKOB, paKy IIelku mMatku [39, 58, 98,
130]. Tak »xe Hearle N. u coaBT. BBISIBUIN BBICOKHMI PHUCK Pa3BUTHUS paka JIETKHX,
MOJIKETYIOYHOM JKeJe3bl, IPeICTaTeIbHOM Keme3bl, capkoMbl KocTeil [58]. Yamamoto

H. u coaBT. oTMeUarT pOCT 3J10KaY€CTBEHHBIX HOBOOOPA30BaHUN PENPOAYKTUBHOMN


https://pubmed.ncbi.nlm.nih.gov/?term=Mehenni+H&cauthor_id=16407375
https://www.ncbi.nlm.nih.gov/books/NBK535357/
https://www.ncbi.nlm.nih.gov/books/NBK535357/
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CHUCTEMbl Yy JKCHIIMH TI0 CPaBHCHHIO C JKEJIYJAOYHO-KHIICYHBIM Tpaktom [132].
Heo6xo1uMo noiuepKkHyTh, YTO 3JI0KA4€CTBEHHbIE HOBOOOPA30BaHUS MTOJIOBOM CUCTEMBI
M KApUMHOMBI MOJIOYHOW JKeJe3bl pa3BuUBalOTCA panbme, yem 3HO xemynodno-
KUILIEYHOTO TpakTa. Takum o0pazoM, KyMYJISITUBHBIM PUCK paka 3HAYUTEIHHO paHbIIE
peanusyercs y KeHIuH, yeM y MyxuuH (P<0,01), omnako k 70 romam paziuyus
criaxuBaroTcs [66].

VY 9% nauuentos ¢ cuaapoMoM Ileiitina-Erepca uMeercst puck pa3BUTHUs OIyX0JIEH
CeMeHHUKOB u3 Ki1eTok Cepronu B ipenmyoepTaTHoM niepuoe [117, 130]. Camebrit panHuit
ciiy4ait ObLT ommcad y Mainbuuka JMByX JieT [77]. Onyxonu u3 kierok Cepronu B 20%
ClydaeB OBIBAIOT JBYCTOPOHHUMHM, MPUBOASIIUMU K YBEIUYEHUIO 00beMa SMUYEK U UX
MUKpoKanblupukanmu. OHU TOPMOHAIBHO AaKTUBHBI U BBIACIAIOT ACTPOTEH,
IPHUBOAIINIA K THHEKOMACTHH, PaHHEMY CO3PEBaHMIO KocTel ckeneta [77, 132]. Puck
uX o3j0KauecTBiIcHus cocTaBiser 10—-20% [112, 132].

Giardiello F. u coaBT. He BBIIBHIM B IIPOBEICHHOM HMHM MCTaaHAJIM3E
CYILIECTBEHHOT'O OTIUYMS MEXKIY MY>KUMHAMU U JKCHIMHAMU B OOIIIEM PUCKE Pa3BUTHS
paka [53].

KyMynsTUBHBIN pUCK pa3BUTHUS paka MpeacTaBlieH B Tadnuile 1.

Tabnuna 1 — KyMmynstuBHbIN puck pa3Butus paka npu cunapome Ileittina-Erepca [48,

53, 66, 84, 112, 119, 127]

Jloxanu3zamuu paka OO6muit puck Cungpowm Ileittua-Erepca
pa3BuTHs paka i1 | Puck pa3Butug CpenHuii Bo3pact
HaceJIeHUs paka JTUArHOCTHUKH paKa
Bce Buabl paka 83-94,2% 42 rona
Pak sxeny104HO-KHIIIEYHOTO TPaKTa
Toncras kumka 4.8% 39% 42-46 ner
Kenynok <1% 29% 30-40 ner
ToHkas KuIka <1% 13% 37-42 rona
Hozpxeny notnas 1,5% 11-36% 41-52 rona
Kenesa
BHekuieuHple 3710KaueCTBEHHBIE HOBOOOPA30BaHMS
MoOJI0YHBIE JKETIE3HI 12,4% 24%-54% 37-59 net
SIuaaukn 1,6% 18-21% 28 ner
IIletixa MaTKH <1% 10-23% 34-40 ner
Teno matku 2,7% 9% 43 rona
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[Tpomomxenue Tadauisl 1

SAwndku (KaeTouHas <1% 9% 6-0 et
oryxoJib CepToJin)
Jlerkue 12,4% 7-17% 47 ner

B wuccnemoBanuu Ishida H. mnopaensromee  OonbmMHCTBO — 223/226
3JI0KQYECTBEHHBIX 00pa30BaHMIl TMCTOIOIMYECKHU MPECTABIEHBI aIEHOKapLUHOMOM, HO
Takke OBUIO IO OJHOMY CIy4al0 HEHUPOIHAOKPUHHOW OMYyXOJHd MPSMON KHUIIIKH,
ME30TEIMOMBI TJIEBPHI U TPAHYJIE30KIETOYHOM OMyX0au suuHukKa. [IpumedarensHo, 4To
52 (96,3%) omyxonu meWKN MaTKH SBIISTUCH afleHOKapIIMHOMaMH [66].

[TpumepHo y 15% MoryT ObITb CHHXPOHHBIE paku [58].

3110KayecTBEHHbIE 3a001€BaHusl ObUIM OCHOBHOW MPUYMHON CMEPTH MALMEHTOB C
CIIE, mpu 5TOM 00111ast BEDKHBaeMOCTh ObllIa HUXKe, 4eM y HaceneHus B 1iesioM (p<0,001)
[135]. Tonabpko B €IMHUYHBIX UCCICIOBAHHUIX COOOIIANIOCH O JIOJITOCPOYHBIX PE3yJIbTaTax
BbDKMBaeMOCTH nanueHToB ¢ CIIE. B o1HOM M3 HUX CMEPTH OT paka MOYTH y ITOJIOBUHBI
uccieayemMon koroptel (48%) Hactymwia k 57 rogam, a B Apyrom — y 86/412 (21%)
NAIMCHTOB CPEIHUI BO3pacT cMepTh coctaBmi 43 romaa [108, 126].

Aretz S. u coaBT. mMoOKa3alM, 4YTO PHUCK 3a00JIeBaHUSA 3J0KAUECTBEHHBIMU
HOBOOOpa3oBaHUsAMHU ObUT 0/lMHAKOBBIM y marueHToB ¢ CIIE ¢ naenTudunmnpoBaHHbIM
naToreHHpIM BapuaHTOM B TeHe STK11l u 6e3 mero. Kpome TOro, TMm maTOreHHOTO
BapuanTa B reHe STK11 cymiecTBeHHO HE BIMII Ha pUCK pa3BuTHs paka [29]. Taxxe Buj
3HO MOXeT 3aMEeTHO pa3iuyaThbCs y YWICHOB OJHOM CEMbH, UMEIOLIUX OJHY U Ty XKe
MYTallMi0, YTO €Hle pa3 TMOATBEPkKAAET OTCYTCTBHE TI'€HETHUKO-()EHOTHITMUECKUX
Koppesumii [41].

Kpowme Toro, Chen H-Y u coaBT. OTMETHIIM CTATUCTUYECKYIO PA3HUILY B Pa3BUTUU
paka MexJy MaldeHTaMH, MPOXKUBAIOIIMMHU B CEJIbCKOW MECTHOCTH, M NAlMEHTaMH,
MPOKUBAIOIIMMH B TOPOACKUX paiioHax (p<0,05), oObsICHSSA 3TO XapaKTepoM MUTaHUS,
OTHOLIEHUEM K CBOEMY 3/I0POBbIO, 00JI€€ TAKENBIMU YCIOBUSAMHU KU3HU. B TO Bpems Kak
UMU He ObUIO OOHApYXEHO CYIIECTBEHHOrO BIMSHMUA T10JIa W WHBAaruHaIlui Ha

COBOKYITHBIN puck paka (p >0,05).
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J1o HacTosIIero BpeMeHu MexaHu3M kaHueporenesa rpu CIIE octaeTcs ciopHbIM,
XOTsl OblIa MpEAsio’KeHa TOCIEeI0BATENIBHOCTh raMapToMa-aJeHOMa-aIeHOKapInHOMa
[35]. DOra rumote3a monTBepxkmaeTcs OOHAPY)KEHHEM B TaMapTOMHBIX ITOJHIIAX
aJICHOMaTO3HBIX OYaroB M JIOKYCOB aJICHOKApUMHOMBI [36]. Jlpyrue wucciemoBaTenu
MOKa3aJdM, YTO TaMapTOMHBIC TOJHIBI HE WMEIOT 3JI0KAYeCTBEHHOTO IMOTCHIIMANIA.
3nokavyecTBeHHas TpaHC(POpMaIUs B HEM pacCMaTPUBAETCS TOJIBKO KaK peAKOe COObITHE,
noarBepxkaaromee 3ty runoredy [63]. Jlumb B 6 (0,24%) u3z 2500 ynaneHHBIX
ramapToMHbIX TojunoB Latchford A. u coaBt. BeIsBIIM aucimiasuto/atumuto [78]. [pu
TOM OTCYTCTBHE 3JIOKQUECTBEHHOTO MOTEHIIMajda B TaMapTOMHBIX TMOJHIAX MOXKET
O3HauaTh, 4YTO paK BO3HMKaEeT Ha (OHE HECTAOMJIIBHOCTH CIU3UCTOM O0O0O0JOYKH,
IPEIOIOKUTENBHO, Yepe3 OOBIYHBIC ITyTH KaHIIEpOTeHe3a, TO ecTh de novo [63].

[Tockonbky CIIE sBnsieTcst peikuM 3a00JI€BaHUEM, 0 HACTOAIETO BPEMEHU ObLIN
NIPOBEJICHBl TOJILKO KpPYIHBIE COBMECTHBIE HCCIICOBAHMS TIO OIICHKE Pa3HOPOJHBIX
TPYII TAlMEHTOB WIM aHalnu3 HEOONBIIMX KOTOPT. JTO MPHUBEIO K IIUPOKOMY
JTMAna30Hy B OLIEHKAX PUCKA Pa3BUTHS PaKa, YTO 3aTPYyIHSIET pa3padOTKy ONTUMATbHBIX

cTpareruii oocnenopanus nauueHTon ¢ CIIE.

1.7 JlnarnocTtuka u odcjieoBanue nanueHToB ¢ cuHapoMm Ileiitna-Erepca

Knunnueckue kpurepun nist quarnoctuku CITE 6pumn yeranosnenst BO3 B 2000
roAy W nepecMOTpeHbl EBponelickon rpynmnou mo HaclieACTBEHHBIM onyXxoJisiM B 2021 .
[124]:

1. JIea unu Oojee THUCTOJOTUYECKH TIOJATBEPKICHHBIX TaMapTOMHBIX IOJIUIIA
[lentua-Erepca.

2. JIro60€ KOMMYeCTBO TaMapTOMHBIX TOJUIIOB MPU MOATBEPKICHHOM CEMEHHOM
aHaMHe3e.

3. XapakTepHas KOKHO-CIU3UCTAsI MUTMEHTALUS IPU HATUYUU POJICTBEHHUKOB C
noaTBepkaeHHbIM TuarHo3oM CIIE.

4. Jlrob60€ KOJWYECTBO TaMapTOMHBIX TMOJUIOB NPU HAIUYUM XapaKTEPHOU

MEPUOPAITTBHON TUTMEHTALINH.
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Jluarno3 «cuugpom llefitiia-Erepca» wMoker OBITh yCTAaHOBJICH IAIMCHTY,
COOTBETCTBYIOILIEMY JIF0OOMY IYHKTY [23].

B pexoMenmanusix 1Mo JE€YEHUIO HACIEJACTBEHHOTO KOJIOPEKTAIbHOIO paka OT
Bbputanckoro o6miectBa ractposnteposioroB (BSG), Accomumanuu KOJOMPOKTOJIOTOB
BenukoOputanuu u Upnanguun (ACPGBI) u I'pynnsl renetuku paka CoeIuHEHHOTO
KoponesctBa (UKCGQG) 11 TOCTAaHOBKM IMarHO3a JOCTATOYHO HAJW4YHE MaTOT€HHOTO
BapuanTa B rene STK11 [88].

Hanuuue kiaccnyeckoil METaHMHOBOW EPHOPaATbHO-(pacIMaIbHON MUT MEHTALIH
MO3BOJISIET cpa3y 3anono3puth cuHiapoM lledtna-Erepca pgaxe 10 ITpOTrHOCTUYECKOTO
TecTupoBaHus. OJIHAKO MUTMEHTHBIC MATHA MOTYT OTCYTCTBOBAaTh B MEPBBIC HECKOJIBKO
JET KU3HU JaX€ y YeOBEKa C MOATBEPXKIACHHBIM reHernuecku auarnozom CIIE.
CnepnoBartenbHO, OTCYTCTBHE JICHTUTMHO3a HE MOKET MOJHOCThIO uckimountsh CIIE [14,
77].

MonekyasipHO-TeHETHYECKOE TECTUPOBAHUE MO3BOJISIET MOATBEPAUTH
kinHndeckuid auarHo3 CIIE y mDanuMeHTOB ¢  pa3iMYHBIMM - KIMHUYECKUMH U
dbenoTunmueckumMu npuzHakamu [24]. Bcem mamumentam ¢ momo3penuem Ha CIIE
MOKa3aHa KOHCyJbTauusi Bpada-reHetnka W JIHK-guarnoctwka st BBIABICHUSA
HOCHUTEJIEH NMaTOreHHBIX BapuaHTOB B TeHe STK11 u mocTaHOBKM MX Ha MOKU3HEHHBIN
KIIMHUYECKU MOHUTOpPUHT [4]. ['eHeTMueckoe TECTUPOBAHHE TIOMOTaeT Bpady
WHTEPIPETUPOBATH a0JOMUHAIILHBIE CUMIITOMBI Y peOeHKa M3 TPYIIILI pucka. B cBoo
ouepedb A3TO JOJKHO NPUBECTH K Oojiee paHHEMY HCCIEIOBAHUIO >KEITYJI0YHO-
KHUIIIEYHOTO TpakTa Yy A3TUX JETei, C MLEeJbI0 XUPYpPruyecKoro BMEMIATENbCTBA 10
BO3HUKHOBEHHUsI HEOTIOXKHBIX coctosiHuid [10, 77]. [lpu BBISIBICEHHH MAaTOTE€HHOTO
BapUaHTa y MpoOaHJa BCEM KPOBHBIM POJICTBEHHHKAM PEKOMEHJIOBAHO T'€HETHYECKOE
tectupoBanue [19, 112, 128]. Ecnu y npobanaa MmyTaius He WACHTUDUIIMPOBAHA, TO U
JPYTUM KPOBHBIM POJICTBCHHUKAM MOJICKYJISIpHAS TMArHOCTHKA He moka3aHa [117, 132].

[Iporokonsl HaOmoaeHus 3a naureHramu ¢ CIIE umeroT n1Be ocHOBHbIE 1enHu: 1)
BBISIBJICHUE TaMapTOMHBIX [OJIMIOB W  OCJIOKHEHWH, CBS3aHHBIX C HHUMU
(MHBaruHaMK/00OCTPYKIMU WM KpOBOTeUYeHHs/aHeMuu); 2) nuarHoctuka 3HO Ha

paHHUX CTaJdugX. I/ICXOI[H M3 3TOI'0 IIOKa3aHWsA K CKPUHHHIY 3aBUCAT OT BO3pacTa:
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OCJIO)KHEHMS], CBSI3aHHBIE C IOJIMIIAMH, MOTYT BO3HHMKATh YK€ Ha IEPBOM TOJy JKH3HH,
Toraa kak puck Bo3HukHoBeHus 3HO Bo3HukaeT B Oosee B3pociioM Bo3pacte [15, 32,
105, 117, 120].

B nepByrwo ouepenb, y4HThIBas JIOKAIM3ALHUIO POCTA FAaMAPTOMHBIX IIOJUIIOB,
PEKOMEHI0BaHO HAOJIIOJCHUE 3a KeTyaoyHO-KuiieuHbiM TpakToM. Latchford A. R. u
COABT. IPOJEMOHCTPUPOBAIM, YTO HU Yy OJHOIO IMALMEHTa, HAXOASALIErocs IOJ
HAOJIIOICHHEM U TIEPEHECIIEro MJIaHOBOE BMEIIATEIhCTBO, HAMPABICHHOE HA yaliCeHUE
BBISIBJICHHBIX TaMapTOMHBIX IOJUIIOB TOHKOM KWIIKH, HE OBUIO HWHBaruHaluu
KHILIEYHUKA, U HU OJAWH U3 IMAlMEHTOB HE HYXAAJICA B 3KCTPEHHOM XHUPYPrU4eCKOM
BMemaTeabcTBe [78].

Hcnonb3oBaHne 3HAOCKOIUYECKUX METOIOB AJI UCCIIEA0BAHMS BEPXHUX OTIEIOB
YKEJTYTOYHO-KUILIEYHOTO TPaKTa U TOJCTOM KHUIIKH MPU3HAHO BCEMH, TOTAA Kak MpH
o0cne0BaHUsl TOHKOW KHILIKU HET €JUHOTr0 MHEHUS 00 3(EeKTUBHOCTH TOTO I MHOTO
MeTona. C Lenpl0 BBIABICHHMS HMHBarMHAIMM TOHKOW KHILKH MPEIINOYTHTEIbHBIM
NepPBOHAYAILHBIM HCCIIEIOBAHUEM, OCOOCHHO Yy JeTeH, sBisieTcsl yabTpa3BykoBas (Y3)
nuarnoctrka [ 129]. OgHako ucnoib30BaHue TaHHOTO METO0/1a He Beeria HH(OPMAaTHBHO
JUIS BU3yaJIM3alluM TIOJIMIIOB HM3-3a IMHEBMaTu3anuu kuiku [/2]. HMcnomb3oBaHue
koMmmbloTepHoit Tomorpaduu (KT), Hecymield BBICOKMH PHUCK paJdallUOHHOTO
0o0JTydyeHHs, MOKa3aHO TOJIBKO IOCie Y3-HCCIAEAOBaHUS y IMAalHUEeHTOB C OCTPOM
KHMILIEYHOW HENMPOXOJUMOCTBIO IIPU COXPAHEHUM JHAarHOCTUYECKOW HEOIPENEIEHHOCTH
[77]. UyBcTBUTensHOCTh U cnienuduaHocTh KT y B3pOCHBIX MAIIMEHTOB OIEHUBAIOT B
93% 1 99%, cooTBeTcTBEHHO [95].

B nocnennee BpeMs MOSIBUIIMCH HOBBIE BAPUAHTHI 00CIIEIOBAHNS TOHKON KUIIKU
npu CIIE. D10 BuaeokarncynbHas SHAOCKOIHNS, MArHUTHO-PE30HAHCHAs SHTEporpadus
(MPT-suteporpadus), BuUpTyaidbHas HSHTEPOCKOINHUS, IABYXOayUIOHHAS HSHTEPOCKOIHUS
(AbD) [14, 26, 38, 42, 115].

Postgate A. u coaBT. mpoBenH CpaBHEHHE OS(PPEKTUBHOCTH NPUMEHEHUS
PEHTTE€HOJIOTUYECKOT0 UCCIIEJOBAHMUSI TOHKOW KHUIIKM C OapueM M BUACOKAICYJIbHOMN
sunockormu y nereir ¢ CIIE [96]. CymiecTBeHHBIX pa3iuyuii MpHU BU3yaTU3aIlUH

oJunoB OoJiee 1 ¢M BBISIBIIEHO HE 6BIJ'IO, OJHAaKO IO pe3yJibTaTaM BHUACOKAIICYJIBHOI'O


https://www.sciencedirect.com/topics/medicine-and-dentistry/upper-digestive-tract
https://www.sciencedirect.com/topics/medicine-and-dentistry/upper-digestive-tract
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UCCIIEJIOBAHMSI BBISIBISUIOCH OOJIbIlie MonunoB 10 1 cm auamerpom. Takum oOpazom
UCIIOJIb30BAaHUE KAICYJIbHOW HHAOCKONHUM IMO3BOJSET JUAarHOCTUPOBATH MOJIUIBI Ha
OoJiee paHHEH CTaJUU JI0 TOSBICHHUS MPU3HAKOB OOCTPYKIIMU W MHBaruHanuu [75, 96].
B nocnegHee BpeMs BO MHOIMX JIMAarHOCTMYECKUX  ILIEHTPAaX  HCIOJB3YIOT
UCKJTIOUUTEIBHO BHUACOKANCYJbHOE HCCIEIOBAHUE TOHKOW KHILKH, MOCKOJBKY IpHU
JAHHOM METOJ€ OTCYTCTBYET JIydeBas Harpy3ka M OTMEYEHa JIy4dIllas NepeHOCHMOCTh
oOcnenoBanus mnauueHToM [32]. OmHAKO OCMOTP JIBEHAJUATUIEPCTHOW KHUIIKU H
IPOKCUMAJIBHOTO OTJENIa TOIIEW KHUIIKK 3aTPYJHUTEIEH NpH JaHHOM METOJEe M3-3a
OBICTPOTO MPOXOXKJIECHUS KaIlCyJIbl U OTHOCUTEJIBHO Y3KOTO MPOCBETa KHUIIKH. Takxke
OJIHMM U3 HauboJiee CEpPbEe3HBIX OCIOKHEHUI BUICOKANCYJIbHON SHIOCKOIUU SIBIISIETCS
3acTpeBaHHE Karcylybl B KakoM-1u00 u3 otnenoB JXKT, uro, xkak mpasuiio, TpeOyeT
XUPYpPrHYecKOro BMenarenscTaa [14].

B wuccnenoBanmsix Caspari R. u coaBt. Obl10 TpoBeneHo cpaBHeHue MPT-
HTEporpauu U BHUJCOKAICYJIbHOW »HHAOCKONUHU. bblia BbIsBIEHA MEHbILAs
qyBCTBUTENBHOCTE MPT-3HTEpOrpaduu B 1MarHoCTUKE MOJIUIIOB TOHKOM KUIIKH A0 15
MM. HecMOTpst Ha 3TO, aBTOPBI NPUILIIH K BBIBOAY, 4yTo MPT-3HTEpOorpadus naet 6oaee
TOYHYIO OIICHKY pa3Mepa MoJIHIa U ero jJokaau3aruio [38].

[IpeumymectBo aByxOanmoHHoi sHTepockonuu ([IB3) cocrout B ToM, 4yTO OHa
NO3BOJISIET HE TOJIBKO MPOM3BECTH BHU3YAIM3aLMIO0 IOJHIA, HO JAa€T BO3MOYKHOCTh
OJIHOBPEMEHHO BBIMOJIHUTH OMONCHIO M yJajeHue nonumna. Vcrnonb30BaHuEe JaHHOTO
METO/Ia C MOJUIIKTOMHUEH CHHM)KAET YacTOTy JanapoTOMHUN MU, TEM CaMbIM, YyJIy4llaeT
pesynbrarsl JedeHus manueHToB ¢ CIIE [121]. Takum oOpa3oM, COBpeMEHHBIE METObI
MO3BOJISIIOT BBISIBIISITH OOJIBLIYIO YacTh MOJNMIOB, uMmeronuxcs y nanueHtoB ¢ CIIE.
[TponyuieHHbIe TaMapTOMbl OOBIYHO HMMEIOT pa3Mmep MeHee 10 MM M HE CUMTarTCs
KJIMHAYECKH 3HaYMMbIMH [115].

CoryiacHO OONBIIMHCTBY PEKOMEHAAIMI 00CIeI0BaHUE KETyA0YHO-KUIIEYHOTO
TpakTa pEeKOMEHJI0OBAaHO HAYMHATH B § JieT ¢ mAHTEepBasioM OT 1 10 3 met [32, 39, 77, 124,
130, 132]. Onnako S. Goldstein u I. Vidal B cBoux nccienoBaHUsIX MOKA3bIBAIOT, UTO YIKE

Kk 8 rogam y 40% u 36% nereid, COOTBETCTBEHHO, Pa3BUBAIOTCS OCIIOKHEHUS, CBSI3aHHBIC
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C pOCTOM TaMapTOMHBIX IIOJIUIIOB, YTO TOBOPUT O HEOOXOJUMOCTH MEPEeCMOTpa
KJIMHUYECKHX pekoMeHaaruii [54, 123].
YuuTeiBas TOBBIICHHBIA PUCK pa3BUTHS paka, Bcem mnanueHtam ¢ CIIE
HEOOXOJMMO IPOBOAUTh «arpeCCUBHBIN» MYJIbTUAUCUUIUIMHAPHBIM CKPUHUHI Ha
pPEryJIIpHOM OCHOBE JIJII CBOEBPEMEHHOTO BbISBICHHUS BO3MOXHBIX 3HO. CBonHbIE

JTaHHBIE 10 MOHUTOPUHTY NanueHToB ¢ CIIE npuBenens! B Tabmuie 2.

Tabmuua 2 — PexkomeHAalMy 1O CKPUHUHTY JJsl MAaLKUEHTOB ¢ cuHapoMmoMm IleiiTia-

Erepca [32, 48, 55, 77, 113, 120, 125, 130, 132]

Bospacr
Haydasia NnTepBan
CxpuHMHT paka Buasl o6cnenoBanus
CKpUHHHTA (romml)
(yter)
Keymok 8-12 1-3 D30(aroracTpoayoeHOCKOIUS
Toscras kuka 8-25 1-3 KonoHockomust
Pentrenorpagus TOHKON KUIIKH,
ToHkas Kulka 8-10 1-3 KT/MPT- sureporpadus, BKD,
BE3C
Homrenynotmas 18-30 1-2 V3-uccnenoanne/MPT
xKeresa
Jlerkue 18 1 Pentrenorpadus rpyaHo# KIeTKH
Monounsie 18-25 2 VY3-uccnenoBanue
KEJIE3BI C 45 ner Mawmmorpadust
TpaHcBarnHaJIbHOE WU
Marka/Anaanku 18-25 1 TpaHCa0JOMMHANIEHOE ¥'3-
ucciaenoBanue, onkomapkep CA-
125
[Ieitka MaTku 20-25 1-3 Ma30K Ha HUTOJIOTHUIO
PO C poxaenus - 1 dusuKaabHOE UCCIeA0BaHUE, Y 3-
10 UCCJICIOBAHUE

Psan aBTOpOB cuMTaer, 4To HEOOXOJUM NEPECMOTP PEKOMEHIALUN U MPOBOIUTH
o0OcneoBaHUsl HY»KHO HauyuMHaATh C OoJjiee paHHEro Bo3pacta, Tak kKak 30% ciydaeB
JTUArHOCTUPYETCsl A0 JOCTHKEeHHs nauueHTtoM 10-nmetHero Bo3pacra [54, 123].

Yamamoto N. u coaBT. CUHUTAIOT, YTO HHTCPBAJII MCKIAY HUCCICOIOBAHUAMHU CIICAYCT
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OTPENEeNATh WHAWBUIYAIbHO, MCXOIS M3 CKOpocTH pocrta monunoB [132]. Cuemyer
OTMETHUTh, YTO BCE PEKOMEHAAIIMH OCHOBAHbI UCKIIFOUUTEIHHO HA MHEHUH SKCIIEPTOB.

Tem HEe MEHee KPYIHbIE MTPOCIEKTUBHBIEC UCCIEOBAHUS IO PAHHEMY BBISIBIICHUIO
HACJIECTBEHHBIX OIyXOJIEBBIX CHUHAPOMOB MPOJEMOHCTPUPOBAIA MPEUMYIIECTBA
pPETYISIPHOTO CKPUHUWHIA Joael u3 rpymnn pucka [4]. Cienyer Takke OTMETUTh, YTO
OOJIBIIIMHCTBO aBTOPOB CXOJISATCS BO MHEHUU O HEOOXOIUMOCTH CO3/IaHUS PETHCTPOB TIO
HACJIeICTBEHHBIM 3a00JIEBaHUSIM, KOTOPBIE OOJIEr4al0T CUCTEMATUYECKOE OTCIIC)KUBAHUE
POACTBEHHUKOB W3 TPYNNbl MNOBBIIIEHHOTO PHUCKA W TMO3BOJSIOT KOOPAWHUPOBATH

nporpammy HaOmroaeHus [12].

1.8 IndpepenunajbHblil THATHO3

Huddepenunansupiii nuarHo3 CIIE B OCHOBHOM TPOBOJUTCS C JIPYyTUMU
raMapTOMHBIMHU ITOJIUITO3aMHU. [ UICTONOTMYECKHUM THUII MTOJIUIOB MO3BOJIAET OTINYUTH UX
OT aJICHOMATO3HBIX TMOJUIOB U JAPYIMX TaMapTOMHBIX TOJHUIOB (FOBEHUJIBHBIX).
AJICHOMATO3HBIE TOJUIIBI HE COAEPKAT B CTPOME APEBOBUIHO-BETBSIIUECS ITyUYKH
[JIaIKOMBIIIEYHBIX BOJOKOH. FOBeHMIIbHBIE MOJUMBI B OTIIMUKE OT noaumnoB npu CIIE
UMEIOT 0OJIbIIIEEe KOJTUYECTBO CTPOMBI C MPU3HAKAMU OTE€KA U BOCTIAJICHHUS, PACIIUPECHHBIC
JKEJIe3bl, 3aIIOJTHEHHBIE CIIU3bI0, U B HUX MTPAKTUYECKHA OTCYTCTBYIOT IJIaIKOMBILLICYHbBIE
npocnoviku [5, 8]. Ilpm cunmpome KoypeHa BBISBISIOTCS BOCHAIUTEIbHBIE U
runepruiactudeckue moswmmnsl [13, 107].

Ha nepmatomornueckom yposHe CIIE cnenyet nuddhepeHmpoBaTh ¢ KOMIIEKCOM

Kapnu [11]. Tlpunuuns! auddepeHuuanbHON TMarHOCTUKY PUBEACHBI B Ta0uIle 3.
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Tabnuma 3 — Auddepennnansuas nuaraoctuka CIIE [4, 5, 11, 13, 16, 20, 21, 44, 48, 84]

Tun JlenTu-
Cunapom I'en ITomune/KPP Kinuanueckne ocobeHHOCTH
HacJeI0BaHus TUHO3
["amapTomHbIe: [IpenpacnonokeHHOCTh K paKy:
- OoJIpIIIas YacTh IIOJIUIIOB B - HOJIKEITYJOUHOM JKeJIe3bl
Cunnpowm Iletitia- TOHKOM KHUIIIKE - JISTKUX
AP H STK11 AJl Ects
Erepca - )KeIy 10K - MOJIOYHEIX JKeJe3
- TOJICTas KHUIIIKa - IIIEMKU MaTKH, IMIHUKOB
Puck KPP 39% - onryxonu CepTonu
["amapToMHbIE (FOBEHUIIBHBIE),
TUTIEPIUIACTUYECKHE,
[IpenpacnonoxeHHOCTh K paKy:
aJIeHOMAaTO3HEIE:
IOBenunpHBIN TOINUIIO3 SMAD4 AJl - bonbmas 4acts noMIIoB B Her JKenyaka
BMPR1A TOJICTOM KHIILIKE Y
- JKEIyIOK
ya TeneanrnoskTasuu
-TOHKAasI KHUIIIKa
Pucx KPP 38,7%
[IpenpacnonokeHHOCTh K paKy:
- MOJIOYHOH JKeJIE3BI
- SHJIOMETPHUS
- MUTOBHUIHON KeJIe3bl
- IIOYEK
- KOXKH
Cungpom Koynena I'amapToMHBIE
TIOJIUIEI
Makponedanus
Cunnpom bannasna- KEITYTOUHO-KUILIEYHOTO TPaKTa
N PTEN AJl Ectb [ToBpex1eHUS KOKH U CIIM3UCTBIX
Paiinu-PyBanpkaOsl oGOI0UeK:
(BRRYS) Puck KPP 10% ’
- TPUXUIIEMMBI

- TUTIEPTPODHUSI CITU3UCTON 000TOUKHU

JACCCH HJIN A3bIKa
- COCAMHUTCIIPHOTKaAHHBIC HCBYChI
- OIIUACPMAJILHBIC HCBYChI

- IMT'MCHTaNus I'OJIOBKH ITIOJIOBOI'O YJICHA

['unepocTo3sl
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[ToBbIllIeH pUCK Pa3BUTHS paKa:
- IIIATOBUIHOMN JKEJIE3EI
AIeHOMAaTO3HbBIE [OJIUIIBI:
- IEYEeHN
- 0ombIIIasg 4acTh MOJIUIIOB B .
N - TOJDKEITYJOUYHOM JKeIe3bl
N TOJICTOM KHIILIKE
CeMeliHBIN aIeHOMAaTO3 APC - TOJIOBHOT'O MO3Ta
o AJl -XKEITyJI0K Her
TOJICTOH KHIIIKHA JIIK - MaTKHA
JlecMouaHbIe OIIyXO0JIH
OcTeoMbl
Puck KPP 100%
Bpoxnennas runeptpodusi SuTenus
CeTYaTKU
lNuneprutactuyeckue, 3y0Uareie,
aJIEHOMAaTO3HbIE: [IpenpacmnonokeHHOCTh K paKy:
- 0ombIIIasg 4acTh MOJIUIIOB B - JKenyaKa
sathiis TOJICTOH KHIIIKE JII%?(
aCCOLIMMPOBAHHBIN MUTYH AP Her N
-KeIIyJ0K - IMUTOBUIHOM JKeJI€3hI
MOJIUIIO3
-JITK - KOXKH
- MOJIOYHOH JKeJI€3hI
Puck KPP 80%
[IpenpacnonokeHHOCTh K paKy:
- IIIATOBUIHOHN KEJIE3EI
- BO3MO>HBI orryxonu Cepronu
Kommekc Kapuu PRKAR1A Al [Tonumnos HET Ectp Y p
OHAOKPUHHBIE HEOIJIA3UHU
BuyTpucepaeuHnbie MUKCOMBI
["omyOple ASMUTENIMONTHBIE HEBYChHI
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1.9 Jleuenue nanuentoB ¢ cunapomom Ileiitua-Erepca

B mponuioM OCHOBHOM NPUYMHOM CMEPTH B MOJIOJOM BO3pAacTe y IAIMEHTOB C
CIIE Obumn wuHBaruHaiuud TOHKOH kumku [121]. PeTpocnekTuBHBIE JaHHBIC
CBHUJICTEIILCTBYIOT O PHUCKE WMHBArMHAIIMKU M SKCTPEHHOU namaporomuu noutu y 70%
nanueHToB ¢ CIIE B Bo3pacte no 18 mer [62, 77]. B uccnenopanuu Spiegelman A.
CpeaHUN BO3pacT IMepBUYHOM omeparuu coctaBisn 15,0 (2-39) nmer, a Ha OHOTO
nareHTa nmpuxoauiaochk B cpenneM 2,4 omepamuu [109]. Takum oOGpa3oM, OCHOBHOM
3a/la4eil y 3TOM TpyNIbl MAMEHTOB SIBISETCS YMEHBIICHHE KOJMYECTBA IMOJOCTHBIX
oIepanum.

JleyeHue MaToJIOTUM TOHKOM KUIIKHU HA MPOTSKEHUU JECATUICTUMN ObLIO CIO0KHOU
3amadeit. Jlo BHenpenus JIbD yaaneHue MOJIUIOB M3 TOHKOW KHUIIKHA OBLJIO BO3MOXKHO
TOJIBKO ITyTE€M HUHTPAOIIEPAIIMOHHON YHAOCKOUHU, XUPYPTrUIECKUM MTyTEM UM METOJOM
MPOTAIKUBAIONIEH HMHTECTUHOCKONMM B CIIy4yae MPOKCUMAJIbHO PAaCIOIO0KEHHBIX
MOJIUIOB TOHKOW KuIIKW. [losBienne JIBD pacmMpuio JHAarHOCTUYECKUE U
TeparneBTHYeckue Bo3MoxkHocTth [111, 133]. I'myOmHa MakcHMajabHOTO BBEICHUS
HPHTEPOCKONA 3HAYUTENIBHO YMEHBIIAETCS y TNAlKWEHTOB C paHee MEPEHECEHHBIM
XUPYPru4eCcKUM BMENIATEILCTBOM Ha OPIOMIHON MOJ0CTH. CHaeyHBIN MPOIECC MOXKET
MPETSATCTBOBATh CBOOOJHOMY TPOJBMIKEHHUIO ammapara M0 TOHKOW KHWIIKE, BIWSS Ha
riyOuHYy MakcMMaibHOro ocMoTpa [73, 89,101, 111].

B mocnegHee Bpemsi CTaJlo HMCHOJIB30BAThCS COYETAHUE JANapOCKOMUYECKOU
xupypruu ¢ JIb3, HampaBlieHHOE€ HAa ONTHUMU3AIMIO pe3yJibTara MPU MUHUMH3ALUU
CTCTICHU WHBA3MBHOCTH M HEOOXOJMMOCTH MOBTOPHBIX BMermiatenbet [101, 111].
ArpeccuBHBIM noaxonx B JieyeHnu nonunos3a npu CIIE, 3aximrodaromuicss B ITOJTHOM
yAaJIGHUd BCEX  BBISIBICHHBIX TOJUIOB, oOecreynBaeT 0Oojee  IUTENbHBIN
oeccumnromublii nepuos [81]. Oncel M. u coaBT. B cBoei paboTe POIEMOHCTPUPOBAIIH,
YTO MNPU HCNOJb30BaHMM Yy mnanueHToB ¢ CIIE »HAOCKONMMYECKHX CaHAalMil METOI0M
«clean sweep» («uncTod YOOpKM») — YyHaJeHUE BCEX BBISBICHHBIX IOJIMIIOB Ha

npoTsukeHuH 21 roja He MoTpeOdoBaio MPOBeAeHUs MOJI0CTHBIX onepanuii (P=0,01) [90].


https://pubmed.ncbi.nlm.nih.gov/?term=Oncel+M&cauthor_id=15335366
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Marmo C. cooOuiaer, 4To Npu 3HIOCKOMHYECKOM YJAJIECHUN OJUIOB U3 TOHKOM KUILIKH
71% narueHToB U30eKan a0JOMHUHAIILHBIX ONepalfii Ha IpoTshkeHun 6-7 et [83].

Psin aBTOpOB pEKOMEHYIOT YJAJISTh BCE MOJUIIBI Oojiee 1 cM, MOCKOJBKY IIEJb
JICYCHHUsS] COCTOUT B TOM, YTOOBI YMEHBIIMTH OCJIOXHEHUS, BBI3BAHHBIE KPYIHBIMU
NOJIUTIAMH, BKJIIOYas KPOBOTEUEHWE, WHBArWHAILIMIO, HEMPOXOJAUMOCTh M BO3MOXKHYIO
3JI0KA4eCTBEHHYIO TpaHchopmanuto [26, 77, 121].

Br16op MeToza yaneHusi raMapToM UHIMBUIYAJICH U 3aBUCHUT OT JIOKAIU3AIUU U
pa3Mepa nonuna. JHIOCKONUYECKUH, XUPYPTHUECKUIT 1 KOMOMHUPOBAHHBIN MOIXO0/IbI
UMEIOT CBOM JOCTOMHCTBA M HEJOCTAaTKU. DHAOCKonudeckas rnonumdkromus npu CIIE
TpeOyeT OmbITa U JIOJDKHA BBIMOIHATHCS TOJIBKO CIICIUAIMCTOM B 3ToW obnactu |14, 45].
VYyuThiBas, YTO TaMapTOMHBIE TOJIUIBI SBISIIOTCS MHOKECTBEHHBIMH, TO MHallME€HTaM
TpeOyeTCss MHOTOATAIHOE dHI0CKOMUYecKoe aeuenue [131].

Puck mnepdopauny KUIIKKM U HEKOHTPOJIMPYEMOTO KPOBOTEUECHHSI U3 HOKKU
ymanennoro mosmmna npu  CIIE  Beime, yeM 1pu  yJaleHUH  JIPYTUX
TaCTPOMHTECTHHAIBHBIX TONUMNOB [7]. OcnoxuHenus npu [JIBD ¢ momumskTomMuei
BKJIIOYAIOT OTCPOUECHHOE KpoBoTeueHue (2,7%), mnepdopanuto (1,4%) u ocTpsiii
nankpeaTut (2,7%) [102]. [Ipu 5HAOCKOMMYECKOM yAaJCHUH T'aMapTOMHBIX IOJHUIIOB
NPUMEHSIOTCS. METO/Ibl, CHIIKAIOIINE PUCK OCJIOKHEHUM, BKItOUast JUPTUHT CIU3UCTOM
000JI0YKH, SHIAOKIUIICHI, JIATEKCHBIC TN U AJICKTpoXupyprudeckuii Hox [40, 83].

Jlo cux mop HET JAaHHBIX O MHUHHUMAJIHLHOM pa3Mepe TaMapTOMHBIX IOJIMIIOB,
KOTOpBIE CIEAYET yAAIATh W3 JKEIyJKa WM TOJCTOM KHIIKH, HO 3HAOCKOIMHAYECKAs
HOJIUIIAKTOMHS U3 3TUX OPraHOB HECET TAKOU K€ BBICOKUI PUCK OCIIOKHEHHM, KaK U ITPU
yAJICHUH TIOJIUIOB U3 TOHKON KUIIKU. CunTaeTcs, YTo HEOONbIINE MOTUIIBI JKETyIKa U
TOJICTOM KHUIIKK OT 3 10 5 MM He TpeOytoT ynanenus. s 6onee KpynHbIX MOJUIIOB
clienyeT BRIOMpaTh ONTUMAIBHYIO CTPATETHIO: TUO0 YHIOCKOMUYECKYIO MOJUITIIKTOMHIO,
1100 JTanapoCKOMMYECKYI0 KIMHOBHIHYIO pe3ekiuio [40, 77].

B Hacrosimee BpeMsi MNPOBOAATCS SKCHEPUMEHTAIBHBIE HCCIEIOBAaHUSA IIO
UCIIOJIb30BAaHUIO PA3IMYHBIX XUMUOTEPANIEBTUUECKIX ar€HTOB JJIsl MPO(PHUIAKTUKH POCTa
noynunoB. HMccinenoBanuss Ha  MbIIAX —[OKa3ald, 4YTO palaMHUIUH/CUPOIUMYC

(I/IMMYHOI[ereCCEIHT) IIpHU C)KCAHCBHOM IIPUMCHCHHWU B TCUCHUC JUINTCIIbHOI'O IICPHUOJAa
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3(p(PEeKTUBEH B OTHOLICHUM CHMXKEHUS KOJMYECTBA M pa3Mepa IOJUIOB B MBILIMHON
mojzenu CIIE [99]. Taxxke B KadecTBe MOTeHIMaIbHOTO areHTa s jedenus CIIE
U3y4aloT UMMYyHolenpeccanT DBeponumyc. Kuwada S. coobmiaer o mepBoM ombITe ero
ucrionp3oBanus y mamuentoB ¢ CIIE [76]. Onnako uccnenoBanue ObLUIO MPEKPAIICHO B
CBSI3M C BBISBIICHHEM Y MAIIMEHTOB 3JI0KAYeCTBEHHBIX HOBOOOpa3oBaHuii. Tem He MeHEe
3 manMeHTa 3aBepiiniu rojgoBoi kypc yedenus RADOO1 (s3Beponumyc) B go3e 10 mr
HEPOPATBLHO B JIEHb. Y BCEX TPOUX pa3BUiCS CTOMATUT. HUKAaKMX Ipyrux cepbe3HbIX
n000YHBIX 3(PPEKTOB OTMEUEHO HE ObLIO. ABTOpP COXKAaJEET, YTO OBLIO HEAOCTATOUYHO
NAIMEeHTOB JUIsl MPOBEACHUS KAKOTO-IMOO CTaTUCTHUYECKOro aHajau3a. Tem He MeHee
cnocoOHocTh nepeHocutb RADOO1 (3Beponumyc) 0e3 cepbe3HbIX TOOOUHBIX 3P(HEKTOB
MO3BOJISICT MPEANOIOKUTh, YTO €r0 WIN JPyrue MoJ0OHbIE MpemapaTsl MOXHO OyAer
UCIOJIb30BaTh B OyAYLINX KIMHUYECKUX UCHBITAHUAX Y HMalueHToB ¢ cuaapomom CIIE
[76]. Onnako Oojiee 3HAYMMBIC MCCIACAOBAHUSA C COOTBETCTBYIOIIMMHU KOHEYHBIMHU
TOYKAMH HE MPOBOIMINCH, U MO3TOMY (apMaKOJOTHUYECKHE IMpernapaThl AJs JICUCHUs
CIIE moka He MOTYT ObITh peKOMEHI0BaHbI [ 78].

W3 Bcero BBIMIEU3I0KEHHOTO MOXHO CJAETaTh BBIBOJ, YTO 3aJJOTOM YCIEUTHOTO
neuenus nauneHToB ¢ CIIE sBnsieTcs paHHss AuarHocTuka 3a00JieBaHNsl, OCHOBaHHAs Ha
COBOKYITHOCTH KPUTEPHEB (CEMEHHOTO aHaMHe3a, HATNYHS CIIen(UIHON MEITaHHHOBOM
NUTMEHTAIUU, TCHETUYECKOT0 TECTUPOBAHUS), CBOEBPEMEHHOE BBISIBJICHHUE U y/IaJCHHUE
nojumnoB Oosiee 1 ¢cM B AMMETPE 10 Pa3BUTHS YTPOKAIOLIUX KUZHU COCTOSTHUIM.

Jlewenme 3HO y mammentoB ¢ CIIE  npoBoaHMTCS  COOTBETCTBEHHO
OHKOJIOTUYECKUM MPUHITUTIAM.

[TomBoas UTOT, MOXHO KOHCTaTHpPOBaTh, uTo cuHApoM IleiiTia-Erepca — ato
penkoe 3a0oiieBaHWE, KOTOPOE 3HAYMTENBHO BIHMSIET Ha KAueCTBO O KU3HH
naiueHToB. [IpoBeaeHHbIN HaMK 0030p JAUTEPATYPhl TOKA3BIBAET, YTO (PEHOTUNHUYECKUE
nposieneHus: CITE moryT BapprpoBaTh B 3aBUCUMOCTH OT STHUYECKON IPUHAICKHOCTH
NAIMEeHTOB, YCIOBUH OKpYXarolied cpenbl, oOpa3a xu3HM mnanuenta [66]. Taxxke
UMEIOTCSI MOJICKYJIIPHO-T€HETUYECKHE OCOOEHHOCTH YacTOThl U CIEKTpa MaTOr€HHbIX
BapuantoB B reHe STK1l y mnamueHToB U3 pasHbeiXx mnomyssiiuil. OTcyTcTBUE

OTCUYCCTBCHHBIX HCCHGI[OB&HHﬁ, OIMUCBIBAOIINX HWCTHHHYHK KIIMHHUYCCKYIO KapTUHY
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naruenToB ¢ CIIE, mocTositHHO mposkuBaronux Ha Tepputopun PP, moOyamino Hac K
IPOBEICHUIO JAHHOTO OOCEpBAILMOHHOIO HcciiefoBaHusA. OCHOBHOW II€JIbI0 PabOThI
CTajJ0 ONMCAaHWE KIMHUKO-TEHETHYECKOM KapThHbl poccuickux nanueHToB ¢ CIIE wu

OIITUMU3aAlUA MTUAT'HOCTHKH, XUPYPTUICCKOI'O JICUCHUA U MOHUTOPHUHTI Q.
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I'/TABA 2. MATEPHUAJIBI U METO/IbI UCCJIEJOBAHUASA

2.1 O0mas xapaKTepUCTHKA HCCJIeJ0BAHUSA

B ®I'BY «HMMUL] xononpokrosniorun nMmern A.H. Pepxux» Munsnpasa Poccun ¢
saBaps 2011 r. mo nexabps 2023 T. MPOBEAEHO OTHOIEHTPOBOE PETPOCIEKTHBHO-
MPOCIIEKTUBHOE UCCIIeIOBaHKE, B KOTOpoe ObuTo BKiItOYeHO 50 marueHToB u3 44 cemeit,
IPOXOJIMBIIKX J€YEHHE B 3TOT nepuoi. Cpoku HaOIIOAEHUS 3a TAaMEHTaMU COCTaBUIIN
3(2;13) (1-13) rona.

Bce manueHThl COOTBETCTBOBAIM MEXIYHAPOIHBIM KPUTEPHUSM JIJII TOCTAHOBKH
nuarnosa CIIE.

B uccnenyemoii rpynmne namuentoB ¢ CIIE mysxuunn 06110 23 (46%)), sKeHIMH — 27
(54%). Menuana Bo3pacTa MalMeHTOB Ha MOMEHT oOparieHus coctaBuiaa 29 (18;36) (18-
57) ner. PacmnpeneneHue MAaMEHTOB 1O IMOJIy M BO3PacTy Ha MOMEHT IEPBUYHOTO
obopamenus B ®I'BY «HMUILL kononpokronorun umenu A.H. Pepkux» Munzapasa

Poccuu npencrasneHo B Tadbnuue 4.

Tabnuua 4 — Pacnipesienienre mareHToB M0 MOy U BO3PacTy

KomnyecTBO nmamueHToB
Tlon <20 ner | 21-30 ner | 31-40 nmer | 41-50 ner | >50 et | Bcero
My>K4rHBI 10 3 8 2 0 23
JKeHmuHel 5 9 8 3 2 27
(BOMHEIC 15 12 16 5 2 50
JTaHHBIE
N3 nanHbIX, TpuBENCHHBIX B Tabnuie, BuAHO, 4To mamueHTel ¢ CIIE

MPEUMYIIIECTBEHHO JIFOJM MOJIOJIOTO TPYIOCIIOCOOHOTO BO3pacTa.
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2.2 MeToabl IMArHOCTHKH
2.2.1 Coop aHamMHe3a U COCTABJICHHE POAOCTOBHOM

[Ipu nomo3penun Ha CIIE y nanueHTta BbINONHSAIM cOOp >kajno0, aHamHe3a
3a00JieBaHus, B T. Y. XapaKTep paHee MepeHeceHHBIX omnepainuil. B ucroputo 6one3nu
BKJIIOYAJIH CJIeIyIOIIUe TaHHbIE:

— BO3pacT BOSHUKHOBEHHSI MEPBBIX Kao0;

— BO3pAcCT MOSBJICHUS MUTMEHTAIIH;

— BO3pAacT, B KOTOPOM MAIMEHT IePeHeC NEePBYIO ONEPaIUIo;

— XapakTep M KOJUYECTBO MEPEHECECHHBIX PAaHEE XUPYPTUUECKUX BMEIIATEIIbCTB;

— BO3PACT YCTaHOBJICHUS AUArHO3a;

— wuH(popmManus 0 poACTBEHHUKAX 10 JUHUH POJIUTENCH IpobaHaa.

JIIs Ka)K701 CEMBbH COCTABJISUIA TEHEAJOTHIECKOE JePEBO (PUCYHOK 5).

O 310poBas JKeHIIIHA

. Kenmuna ¢ CIIE

/@ YMepmias xeHmuHa oe3 CIIE
' VYmepmias ;xenmuHa ¢ CIIE
] 3I0pOBEIIT My)X4HHA

. Myxunna ¢ CIIE

z YmMepmui myx4nHa 0e3 CIIE
. Ymepmui myx4nHa ¢ CITE

D—O bpak

EE) Cubcol (OpaThs H cecTpsl)

A [TpodaHn (yKa3bsIBaTCS CTPENKOH )

Pucynok 5 — CUMBOJIbI, UCTIOIb3yEMbIE MIPU COCTABICHUU POJIOCIOBHOMN



39
boiio BeIsIBICHO, uTO B 23/44 (52%) ceMbsiX TPOCIEKHUBAICS OTSTOIICHHBIN
ceMeiHbIi aHaMmHe3, 2/44 (5%) malueHTOB HE UMENH JAHHBIX 00 OJHOM U3 POJUTEIICH.
JIOCTOBEPHO YCTaHOBJICHO, 4TO cMepTh 21/23 denoBek MEpBON JUHUH POJICTBA C
noarBepkaeHHbIM jnuarHo3oM CIIE HacTynmmia OT 370KayecTBEHHBIX 3a00JieBaHUMN
pa3IMuYHbIX JoKanu3anui. [IpuHrMas Bo BHUMaHue HEOOIBIIOE KOJTUYECTBO MAIIHEHTOB
C BBISIBJICHHBIMH OMYXOJISIMH, ATH POJCTBEHHUKHU TAKXKE YUWUTHIBAINCH NPU aHAIHU3E

3JIOKa4YCCTBCHHBIX HOBOO6p330BaHHﬁ.

2.2.2 O0muii ocMOTp

Bcem nmanuentam ¢ CIIE Ha nepBUYHOM HpHeMe MPOBOJUIN OLIEHKY OOIIEro
COCTOsIHUS, (PU3MKaIbHOE O00CIe0OBaHUE, BKIIOYAIOIIEE OCMOTP KOXKHBIX IOKPOBOB,
nepuopaibHOM 00JacTH M CIM3UCTOM TOJOCTH pPTa MJsl BBIABICHHUS XapaKTEPHOUH
CIIM3HUCTO-KOKHOW MUTMEHTALMH, OLIEHKY MHIEKCA MAaCChl Tela, NaJbIalNI0 KUBOTA U
nepudeprudeckux TuM(paTHuIecKuX y3JI0B, MajIbIEBOE UCCIEIOBAHUE MPSIMON KHUIIKH U
pekTopoMaHocKkonuio. [Ipu mambreBOM HCCIENOBAHUM MPSIMOM KHUILIKHA OLCHUBAIU
HaJu4ue IOJIUIIOB B JAUCTAJIbHOM OTAEIE IPSAMOM KHUIIKH, ONPENEIAIN HUX pa3Mepsl,
KOHCHUCTEHIMIO, KOJIMYECTBO.

C noMOoUIbI0 pEKTOPOMAHOCKOIMH OCYLIECTBIISUIN BU3YJIbHYIO OLIEHKY COCTOSTHUS
CJIM3UCTON O0O0JIOUKH, HAJIMYME U CTENEHb MOPAXEHUS MOJUNaMH NPSAMON KUILIKU U
JUCTAJIBHOIO OTJENa CUTMOBHJIHOW KUIIKH. DTO MCCIENOBAHUE IO3BOJIUIO MPOBECTH

OMOTIICHIO BBISIBICHHBIX ITOJIMIIOB.

2.2.3 UucTpyMEHTAJIbHbIE METOAbI UCCJICIOBAHUS

J1J1s1 OLIEHKH pacipOCTPaHEHHOCTH MOPAKEHUS ITOJTMITAMH KEITY0YHO-KUAIIICYHOTO
TpakTa TMalMeHTaM TMPOBOAWIN DHIOCKOMUYECKOE HCCICIOBAaHUE, BKIIOYAIONICE
a3o(aroractpoayoaeHockonuto (OI'JIC) m komoHockomuioo. Merogamu BeiOOpa Ipu
o0cne0BaHMM TOHKOW KHILKK ObUIM pEHTreHorpauyeckoe HMCCleIOBaHUE Maccaxa

Oapus mo Toukoi kumike uiu KT-sHTeporpadus, KoTopbie O3BOJSIIN BU3yaTU3UPOBATh
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MOJIUIBl M1 UHBAaruHauuu. B ciaydasix, Korjaa MHBaruHaThl HE BBISBISLUIUCH, TPOBOAMIIN
BUJICOKAIICYJIbHOE  HCCIeqOoBaHuEe.  TpaHCOpallbHYIO  WJIM  TPAHCPEKTaJIbHYIO
MHTECTUHOCKOTIMIO HWCIHOJB30BaIM B KAa4yeCTBE JIEUYCOHO-AMATHOCTUYECKOTO METOJA.
Taxke B 00s13aTeIbHOM MOPSAIKE ManueHTaMm npoBoawin Y3U OpromHoN MooCTH |
Majoro Tasa, peHTreHorpaduio opraHoB rpyaHoil kietku, JKI, ocMoTp TepameBTa,
7a00paTOpHYI0 JUArHOCTHUKY M MOP(QOJOTHYECKOEe HCCICAOBaHUE YAATECHHBIX
IpenapaTos.

Hpu 3II'IC wucnons3oBamu ractpockonsl ¢upMbl  Pentax  (SAnonwus).
HccnenoBanre NpOBOAMIM HATOWIAK I10J] MECTHOM AHECTE3UEH IIyTEM OpOLICHUS
IJIOTOYHOTO KojJpla pactBopoMm JlumokamHa 10% wnu BHYTPUBEHHOW cenaluen
pactBopom IIponodomna 1%. B xozae uccienoBanust oCymeCTBISUIN TIIATEIbHBIA OCMOTP
CIM3UCTON OOOJIOUKH TMHUILEBOJIA, KETY/Ka, BEPXHEH TOPU30HTAIBLHON U HUCXOJAIICH
YacTH JIBEHAILIATUIIEPCTHON KUIIKK HAa MPEIMET BBISBICHUS TAMAPTOMHBIX MOJIUIOB U
COITYTCTBYIOIIIEH MATOJIOTHH.

Menkue nonunsl B xenyake no 0,6 cM B AuaMeTpe MMENN SHIIOCKOIHMYECKYIO
KapTUHY, COOTBETCTBYIOIIYIO THMEPIJIACTUYECKOMY BUIY MOJIUIIOB OJI€IHO-PO30BOTO
1[BETa Ha LIMPOKOM OCHOBAHMH, IMOYHBII PUCYHOK KOTOPBIX COOTBETCTBOBAJ CIU3UCTON
xenynka. Kpynaele nonumnel Obuid Ha cyxeHHOM ocHoBaHuu (0-1S mo Ilapukckoi
KJIaCCH(UKAITIH ), TAMapTOMHOTO BrJa (PUCYHOK 6).

IIpu ko0HOCKONMHU HCTIONB30BaNK anmapatkl Pentax wiu Olympus (Snonus).
HccnenoBanre TPOBOAWIN TMOCIE NPEABAPUTENBHOW MOATOTOBKH, BKIIFOYAKOMIEH
OEJKOBYIO AMETY 3a 3 JHSA JI0 MpOLEAypbl U NPHUEM NEPOPAIBbHBIX CIAOMTEbHBIX
npenaparoB Ha OCHOBE MOJUATHICHIVIMKONS HakanyHe. [lanmentam TtpeboBanach
BHyTpHBEHHas1 cenauus pactBopoMm Ilponodona 1% wu3-3a BbIpa)keHHOro OOJEBOTO
CUHJpOMA, 00YCIIOBJIEHHOTO CIIAa€YHBIM MPOIIECCOM B OPIOIIHOM MOJOCTH B PE3yJIbTaTe
paHee NEepeHEeCEeHHBIX MHOXKECTBEHHBIX omnepanuid. [Ipu KOJIOHOCKOMUU MPOU3BOAMIIN
OLICHKY pacIpOCTPAaHEHHOCTH W pa3Mepa IOJIMIIOB IO OTAENaM TOJCTOM KHILKH,
UCKJIIOYAd HAJIW4YUe 3JI0KaYeCTBEHHBIX HOBOOOpa30BaHMM, MPOU3BOIMWIM 3a00p

MaTepuaiia Juist MOp(hoJIOrH4ecKoro UCCiIeJ0BaHus.



Pucynox 6 — Dunodotorpadus xemyaka. Ocmotp B naBepcud. [lamment 3., 30 net: 1 -
raMapTOMHBIN TOJUI B XKedyake 1,2 cM B TuaMeTpe Ha HOKKE; 2 — MHOYKECTBEHHbIE

THIICPINIACTUICCKUC TTOJINIIBL

JUi aHaJIM3a JOKaJIM3alluY TIOJUIIOB B Pa3JIMUHBIX CETMEHTaX TOJCTONW KUIIKU MBI
YCIIOBHO pa3feIniM €€ Ha 3 oTxena:

1) mpaBelif OTAEN, BKIIOYAIOUIMM CIIEMYyI0, BOCXOJAILIYI0 OOOJOYHYIO U
IPOKCUMAJIbHYIO TPETh MONEPEYHO-00010YHON KHUILIKY;

2) 5eBbId OTAEIN, BKJIIOYAIOIUN CPEAHIO M JAUCTAIBHYIO TPETh MONEpPEYHO-
000/104HOM KUIIKH, HUCXOSAUIYI0 000JOYHYIO KUIIKY U CUTMOBUAHYIO KHIIKY;

3) npsIMyIO KULIKY.

KpynHble mosumel B TOJCTOM KHILIKE ObUIM IUIOTHOW KOHCHUCTEHIMH, UMENN
OyIrpUCTYIO MOBEPXHOCTH SIPKO-PO30BOI0 LIBETA 10 TUITY BOPCUHYATOTO MOJIUIIA, XOPOLIO
BBIPAKEHHYIO JUJIMHHYI0 HOXKY C INPU3HAKAMU HMHBarMHUPOBAaHWS CTEHKU KHILIKH.
SIMOYHBIH PHUCYHOK HX TOBEPXHOCTH HE KJIacCU(UUUPOBAICA, MaKPOCKOIUYECKU
raMapTOMHBIE TOJUMBl omuchiBamuch 1mo ¢opme kak 0-lp/0-Is (BeicTymaromue Ha
HO’KKE/BBICTYMAIOIIME Ha IIUPOKOM OcHOBaHMM) To [lapmxckoil kiaccupukanuu
(pucynok 7). Tumsr 0-Ip u 0-Is xapakrepusyroTcs pOCTOM MPEUMYIIECTBEHHO B TIPOCBET
OpraHa M OTJIMYAIOTCSl HAJTMUUEM «HOXKW». Y ajleHue 00pa30BaHU 3TOrO BUIA MOXKET
COIPOBOXAATHbCA OOMJIBHBIM KPOBOTEUYEHHWEM U3 MUTAIOLIEr0 apTepUAIbHOIO COCYya.

Menkue 1moJmIel ObUIM Ha IMUPOKOM OCHOBAHHUM, IUIOTHORJIACTHYHOM KOHCHUCTCHIIUU,
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MOJIBM)KHBIE, PO30BOTO I[BETA, SMOYHBIA PUCYHOK WX He Kiaccuduimponancs, 0-1S mo

[Tapmxckoit knaccupukanuu.

Pucynok 7 — Dunodororpaduu. ['amapTomHbie HOBOOOpPa30BaHUS TOJICTON KUIIIKH.
[Tarmuent C., 44 roga : A — raMapTOMHBIHN TTOJIMIT B TOJICTOM KHUIIKE: 1 — HOXKKA IOJIUIIA;
2 — TONI0BKa ToJyina; b — raMapTOMHBIN MOJUI B TOJICTOM KUIIKE: 1) SMOYHBIN pUCYHOK

HE KJI1acCuUIpPyeTCst

BungeokancyjibHYH0 3HAO0CKONMIO TMPOBOAWIM C MOMOINIBI0 Karcyisl OMOM
(mpousBoacTBO Kurail) ¢ pexopaepoM (crnenuanbHOE 3alUChIBAIONIEe YCTPOHCTBO). B
CBSI3U C T€M, UTO B JHUTEpaType ObUIM OMUCAHBI CIy4au 3aCTPEBAHUS BHUJICOKAICYJIbI B
KT, Hamu ObLIO MPUHATO PEIICHUE O BBHIIOJHEHUH BUACOKAICYJIbHOIO UCCIEA0BAHUS
MOCJI€ WUCKJIIOYEHHS] Y MalMEHTa TOHKOKUIIECYHBIX WHBATMHAIIMNA METOJAMU JIy4EeBOU
nuarHoctuku.  [IpenBapurtenbHass MNOATOTOBKA TOHKOM — KMIIKM — MPOBOJWIIOCH
NEepPOPAIbHBIMU  CJIAOUTENIbHBIMM ~ MpenapartaMyd  aHaJOTMYHO  MOATOTOBKE K
PEKTOCUTMOKOJIOHOCKONHH. [TalimenT npu nporiaTelBaHUM 3anuBall Bujeokancyity 100
M BojAbl. [Ipy HaxokJeHMM BHUJEOKAICYJbl B IMPOCBETE >Kemylaka Oosiee 2 YacoB
BBINIOJIHSAJIOCh €€ HU3BEACHHE NPH MOMOIIM TacTPOCKONAa M AHAOCKOIHYECKOW IETIN

(pucyHoK 8).



Pucynok 8 — Ounodororpadus. HuzBenenue kancyssl Ipu MOMOIIM racTpoCKona u
sHaockonuueckoi nernu. [lamentka K., 42 rona: 1 — kancyna OMOM; 2 —

OHIOCKOITMYCCKAaA IICTIIA

Bce 3anucannbie Ha pexopaep M300pakeHUs MOCie 3aBEpIICHUs HCCIEA0BaHUs
NEPEHOCUIIM B KOMIIBIOTEPHYIO MPOrpaMMy, KOTOPYIO MPOCMAaTpUBal U aHAM3UPOBAI
cnequanucTt (pucyHok 9). IlpousBoawiv aHanu3 JOKaIW3alMU, pa3Mepa U MOJCYET
MOJIUTIOB B IBEHAALIATUIIEPCTHOMN KHILIKE, TOIIEH KUIIKE W MOJIB3OIIHON KUIIKE.

Cnenyer mMOMYEpKHYTb, YTO MPU BHJICOKANCYJIBHOM SHIOCKOIWU BBISBIISIIN
MHOXkeCTBeHHbIe Menkue 0,2-1,5 c¢cM ramapTOMHbIE TMOJUIBI, HE AUArHOCTHUPYEMBbIE

JIYYCBbIMU MCTOJdaMMU.
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06:36:45 06:37:17 06:42:37

Nonun g0 1,4-1.5cm 8 i Ha CE progress: 60% MNonmn ao 1,8-2,0cm B Al Ma
ANMHHOM TONCTON HOMNE S8 time: 48% ANUMHOK TONCTON HOMKE
CE progress: 60% CE progress: 61%

SB time: 48% SB time: 49%

06:43:55 06:44:48 06:56:37
Nomn go 1,2-1,4 cm 8 fl Ha Nonunet 0,5 cm 8 [l Ha CE progress: 63%
ANHHHON TONCTOM HOXNKE WHPOKOM OCHOBAMMM K SB time: 52%
CE progress: 61% nonun o 2,0 cm s A Ha
SB time: 50% o

CE progress: 61%

S8 time: 50%
06:57:45 06:59:27 07:01:17
Noamn g0 2,0-25cms A Nonwn 0,7-08cms A Moaun a0 2,5-3.0cms A
CE progress: 63% CE progress: 63% CE progress: 64%
SB time: 53% S8 time: 53% SB time: 53%

Pucynok 9 — Dunodororpaduu BuaeokancyibHoro uccineaopanusd. [lamuent @., 47

neT. Buj raMapTOMHBIX TIOJIMIIOB B TOHKOM KUIIKE (YKa3aHbI CTPEIIKAMU)

JIByx0a/uI0HHY1I0 J3HTepockonuio (/ABJ) BHIMONHAIM C MOMOIIBIO THOKOTO
snTepockomna Fujinon EN-450 T5 (Snonus) amunoit 200 cM ¢ 0THOPa30BOi CTEPHUIIBHOMN
HMIMHUpYIOMIeH nByx0amutonHol Tpyokoi Olympus Fujifilm TS-13140 (SImonwust) u nBymst
OalyoHaMH, TIONEPEMEHHOE HaJlyBaHWE M CAyBaHHE KOTOPBIX CIIOCOOCTBYIOT
HPOIBHYKEHHIO SHTEPOCKOIIA.

HccnenoBanue MPOBOAMIM IO/ OHAOTPAXCATbHBIM HAapKO30M B  YCIOBHSX
craioHapa. JIaHHBIA METOJ] TMO3BOJSET BU3yaJbHO 00CIEIOBAaTh TOHKYIO KHIIKY.

OpnHako, yuydThIBasg JJIMHY TOHKOW KHIIKKA A0 5-6 M, IS MOJHOM €€ BU3YyaIM3aluu
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HEOOXOMMO BBITIOJTHEHUE DHTEPOCKONUU (MHTECTUHOCKOIIMU) W3 JIBYX JIOCTYIIOB:
TPaHCOPAJIBHOTO M TPAHCPEKTAIBLHOTO. YUWTHIBAS CJIOKHOCTh TPOBEICHUS JTaHHOMN
npouenypsl, B HameM lleHTpe sHTepockomus mpoBoawiack y manueHtoB ¢ CIIE c
Je4eOHOM 1eNbI0 MPHU BBIABICHUM T'aMapTOMHBIX TOJUIIOB TOHKOW KUIIKH APYTUMHU
metonamu (pucyHok 10). 3a omguH dTam, yYUTBIBasS UIMTEIBHOCTh M CJIOKHOCTH
MPOLIETyPhI, WCTOIB30BAIA TOJBKO OAWH AOCTyN. [loAroToBKa K WHTECTUHOCKOIUU
aHAJIOTMYHA TTOJITOTOBKHU K KOJOHOCKOIMUU. [10JUTIBI OMUCHIBAIMCH KaK AMUTEIUATBHBIE
HOBOOOPA30BaHUs TaMapTOMHOTO BHJA HA HOXKE SPKO-KPACHOTO I[BETA C JIOJIHYATOMN

IMOBCPXHOCTHIO B BUJIC PACIHUPCHHBIX AMOK, HC COOTBCTCTBYIOIIHUX AJICHOMC.

Pucynok 10 — OunodoTorpadun ToHKoN KUITKKA. By raMapTOMHBIX TOJIUIIOB

(YKa3aHbI CTpEJIKaMHu), BBISIBICHHBIX B Mpoliecce nHTecTuHOocKonuu: A — [lamuent Y.,

22 roga; b — Ilamuent C., 46 ner

JlyueBble MeTOABI MCCIeI0BAHUSL (PEHTTEHOrpapUUecKoe HCCIeI0BaHUE
naccaxa Oapus no Tonkoil kumike, KT-sHTeporpadus, ¥V3-uccieqoBanue KAILIEYHUKA)
IPEICTABISIIOT CO00M HEMHBa3WBHbBIE METO/IbI TUAarHOCTUKUA. OCHOBHOM IIENIbIO TaHHBIX
METOJOB HCCJIEIOBAHUS SIBISETCS ONpPEJEICHUE TOHKOKHMILEYHBIX WHBArMHALMM,
HaJIMYM€ TPU3HAKOB KHILEYHOM HEMPOXOAMMOCTH, OIpEAENICHUE JIOKaIU3aluu
ramMapTOMHBIX IIOJIMIIOB B TOHKOW KHIIKE M HCKJIFOYEHHE OITyXOJIEBOIO Mpolecca B

OpraHax-MHUIICHAX.
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Pentrenorpadguyeckoe uccjieoBaHue Maccaka Oapusi M0 TOHKOM KHMIIKe
BBIMOJIHSUIA Ha TUIOCKOMAHEIbHOM, JCTCKTOPHOM PEHTIEHOBCKOM Komiuiekce «ltalray
Clinodigit Omega» wiu mudpoBom pentreHoBckoM Komiuiekce «Italray Clinodigit
Compact» (Uranus) Haromiak 6e3 npeaBapuTeIbHON MOATOTOBKH METOI0M HAOIIIOICHHUSI

3a eCTECTBECHHBIM IaccakeM OapreBoii B3BecH (pucyHok 11).

Pucynok 11 — PeHTrenorpamma, BBITIOJTHHEHHAS IPU UCCIICIOBAHUY TTaccaka 0apus 1o
toHkoi kunike. [Taruent E., 44 rona: 1 — KpymHBIM NOJUI TOHKOW KUIIKH; 2 —

paclIMpeHue MeTeNb TOHKON KUIIIKH

[Topomiok cynbdata 6apust 120 r npeaBapuTeabHo pazBoauiau B 350-400 M1 BObI
KOMHATHOM Temreparypsl 10 oOpazoBanus cycrieH3uu. [lanuenty npennaraiy BbITUTh
300-400 ma cmecu. IlepBoiii cHuMok mipou3Boauin yepe3 30-40 MUHYT, 3aTeM Kaxkibie
30 MuHYT 0 TomanaHusi OapueBOM B3BeCH B TOJICTYIO KUIIKY. [Ipu HeoOxommumocTu
CHUMKH BBITIOJTHSUTHCH Yallle.

B nocneanee Bpemsi mpenmyIiecTBEHHO cTanu mpoBoauTh KT-3HTeporpadguio Ha
kommbroTepHoM Tomorpade «Philips Ingenuity CT» — 128 cpe3oB (Hunepnansr) nocie
IpeIBapUTEIbHON TMOATOTOBKM CIAOMTENbHBIMU MpernapaTaMd, 4YTO aHAJIOTMYHO

IIOATOTOBKE K KOJIOHOCKOITHNH. I[OHOJ'IHI/ITCJIBHO 3a 40 MHHYT 10 MCCJICIOBAHUS ITAllUCHTE
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BBIIIUBAaeT 1 JUTP BOABI C J00aBIeHHMEM B HEro 24 T MOJUATHICHIIUKOJIS.
HenocpenctBenHo nepen uccienoBaHUEeM JabOpaHT 3amojiHAeT MakcuMmalibHo 1-1,5 1
BOJbI TOJICTYIO KHUIIKY, OPUEHTHPYSACh Ha BO3MOXKHOCTHb MAaIlUEHTa YACPKUBATh
KJIN3MEHHBIE BOJIbl, U BHYTPMBEHHO BBOJUT PEHTI€HOKOHTPACTHOE HOACOIEpIKallee
HEUOHHOE BEIeCcTBO 1-3 MII/KT.

IIpu KT-sHTeporpaduu TOHKOKHUIIICUHBIH HWHBArMHAT B TIOTIEPEYHOM CpE3e
BBITJISIAUT B BUJIE «MUILIEHW) WM «IIOHYMKA», a B IPOJIOJIBHOM CPE3E B BUJAE «CIOEHOTO

nuporay (pucyHok 12).

Pucynox 12 — KommnsriorepHasi ToMmorpaMMa ¢ BHyTPUBEHHBIM KOHTPACTUPOBAHUEM.
Koponapnas npoeknusi. A — I[laniuentka b., 47 ner: 1 — TOHKOKHUIIICUHBI HHBArMHAT
(momepeuHslii cpe3); 2 — paclIMpeHue nereab ToHkon kumku; b — [anuent A., 50 net:

1 — TOHKOKHMIIIEUHBI MHBAaruHAaT (MPOJOJIBHBIN Cpe3)

C Touku 3peHUsl MMArHOCTUKH MOJIMIIOB U UHBAarMHATOB peHTreHorpadusi TOHKOU
kumkn u  KT-aHTeporpadusi paBHO3HAYHBI, HO MPEUMYIIECTBO KOMIBIOTEPHOMN
ToMorpaduu 3aKJIIO4aeTcsi B TOM, YTO OHA MO3BOJISIET OLEHUWBATH HE TOJBKO TOHKYIO

KUIIKY, HO ¥ JPyTHe OPTaHbl Ha MPEIMET BBISIBICHUS paka (pucyHok 13).
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Pucynox 13 — KomnsrorepHasi TomorpaMmma ¢ BHyTPUBEHHBIM KOHTPACTUPOBAHUEM.
Koponapnas npoeknus. [Tanuent H., 41 rox: 1 — meTacTassl B ie4eHb; 2 — OMyXOJIb

TOHKOW KHUIIIKHA

Bcem manueHTam Tak:ke BBIOJHSIIA PEHTTeHOTpaduio rpy/IHOM KIETKU B MPSIMO
¥ OOKOBOU MPOEKIUSAX JUTsI BBISIBIICHUS COITyTCTBYIONTUX 3a00JICBAaHUN W MCKITFOYCHUS
0YaroBbIX MOpaxeHU JIETKHUX. UccnenoBanue MIPOBOAUIOCH Ha
peHTreHoguarsoctTuaeckoM komriekce Apelem DX-90 (Opannus).

YiabTpa3ByKoBoO€e HCC/IeI0BAHNE OPTaHOB OPIONIHOW TMOJIOCTH, MAJIOTO Taza H
KHUIIICUHWKA BBIMOJHSJIM Ha YJbTpa3BykoBoMm armmapare Hi Vision Preirus Hitachi
(Anonus), Arietta V70a Hitachi (SImonus) u iU22 Philips (Hunepiaanabl) ¢ momMomisio
JIMHEMHOTr0 JaT4yuka ¢ yactoTou 2,5-5,0 MI'm 1 KOHBEKCHOTO JaTdHhKa ¢ 4yacTtoTou 5,0-
6,5 MI'n. MccnenoBanue npoBOAWIIM HATOIIAK. B mepByI0 ouepeib u3ydalid COCTOSHUE
TOHKOW KWIIKM, HaJWYhMe B HEHl BHYTPUIIPOCBETHBIX HOBOOOpA3OBaHUN W
TOHKOKHUIIICUHBIX HMHBaruHanuii (pucyHok 14). Kpome TOro, OICHHBa M COCTOSHHE
MEYEHU, MOJKETYI0YHOM KeJe3bl, BAYyTPEHHHUX MOJOBBIX OPraHOB, MOYEBOTO MYy3bIPs U
HAINYNAC YBEITWYCHHBIX JUMGPATHICCKUX Y3J0B MO XOMy KPYMHBIX KPOBEHOCHBIX

COCyOB.
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Pucynok 14 — OxorpamMmma ToOHKOKHIIIEUHOTO nHBaruHara. [Tarment H., 38 met: A —

MIPOJIOJIbHBIN Cpe3; b — monepeunsiit cpes

JlaGopaTopHble HCCIeI0BAHUA BKIIOYAIM CTaHAAPTHBIA  TOCHUTAJIbHBIN
komiuiekc. Ocoboe BHHMMaHuE oOpamjaid Ha ypoOBeHb TreMmorjioOuHa, Oeika,
AJIEKTPOJIUTHI.

ITatomopdoaoruyeckoe uccjeI0BaHUE TPOBOAWIM HW3  OMOINCHUHHOTO
MaTepualia, yAaJeHHbIX TOJUIIOB U ONEPAlMOHHBIX IPENapaToB C LEJbI0 BepupuKaIuu
JIMarHo3a U UCKJIFOYEHUS MAJIMTHU3AMU TTOJIUIIOB. Y JaleHHBIN MaTepuan GUKCUpOBaIH
B 10%-M pacTBOpe HelTpasibHOTO hopmanivHa B TeueHue 12-24 yacos, 3aTeM mpenapar
3anuBainy napapuHoMm. C NOMOUIBI0O MUKPOTOMA MPOU3BOJUIN CPE3 TONIIMHON 2 MKM.
[TonyueHHbIE Cpe3bl OKpalIMBald I'e€MaTOKCWJIMHOM U 303WHOM. [locie storo Bpau-
naToMOp(OJIOr BBIMOJIHSI OLEHKY CTEKOJI-TPENnapaToB C MPUMEHEHHEM YBEITUYEHUS
x50, x100, x200 u BeI1aBajl 3aKJIIOUYCHUE.

MouiekyJIsipHO-TeHeTHUYECKOe  HccaenoBanue reHa STKI11  Bxmrowano
Bbiienienne JIHK u3 numdountos nepudepudeckoil KpoBU € MCNOIb30BAHHEM HaOOpa
"ITPOBA-I'C-TEHETUKA" («JIHK-texnonorus», Poccusi), a Takxke € MNOMOIIbIO
aBromatudeckor craniuun MagNA Pure Compact (Roche, Switzerland); nposenenue
cexkBennpoBanus reHa STK11 na cexBenatope Junior 454 («Rochey, IllBeiimapus) u
NextSeq550 (Illumina USA) coriacHo mpoTOKOIaM MPOHM3BOIUTENCH; MOITBEPIKIACHNE
BBISIBIICHHBIX MyTalluii Ha reHeTndeckoM ananusarope ABI PRISM 3500 (Thermo Fisher
Scientific, CIIIA). [Touck myTanuii y 3 naifueHTOB (JBOE U3 HUX — YJICHBI OHON CEMbH)

cpasy mpoBoauics Ha reHerndeckom ananmzarope ABI PRISM 3500 (Thermo Fisher
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Scientific, CIIIA). Jlnst moucka KpymHbIX mepectpoek B reHe STK11 wucmosb3oBaiics
metonq — MLPA (Multiplex Ligation-dependent Probe Amplification). Ilouck
NPOTSHKEHHBIX Aenenuit/ayrukanuil reda STK11 BEIMOTHSIIN C UCTIOIb30BAHUEM CMECH
3ou10B MRC-Holland (Netherlands) SALSA MLPA Probemix STK11 B cooTBETCTBHH C
peKoMeHIanusAMu pousBoauTelns. [IpoaykTel amumndukanuy pa3aensiia ¢ TTOMOIIBIO
dbparmentHoro ananusa Ha cekBeHarope ABI PRISM 3500 (Thermo Fisher Scientific,
CIHIA), ucrionib3ys pa3mepHbiii cranaapt GeneScan™ 600 LIZ™ dye Size Standard v2.0
(Thermo Fisher Scientific, CIIA). IlonydeHHble pe3yJibTaThl AaHAIM3UPOBAIU C
noMoIpio nmporpammuoro obecrneuenus: Coffalyser.Net v.140721.1958 (MRC-Holland,
Netherlands).

[lopsimok mepBuUYHOrO oOOCnenoBaHus Aid ycraHoBieHus: guarnoza CIIE

MPE/ICTaBIICH Ha PUCYHKE 15.

MepBHYHLIA Npyem
(repanesT / kononpokTonor / xupypr /
KIMHWUYECKKWIA TEHETHK)

- cbop wanob
ucTopua 2abonesaHua
cemeliHblii aHamHes
ofwmid ocmoTp

Y

MO O3PEHME HA CME

Y
NuarHocTvyeckue obcnegosaHma:
arac
- KOMOHOCKONKA
obcnegoBaHue TOHKOM KULLKKA
- MopdOonorMyeckoe UCCNeaoBaHue
BbIAB/IEHHBIX NONMNOB
MONEKYNAPHO-TEHETUYECKOS
TecTMpoBaHwWe Ha Hanwuue MB B reHe
STK11

/’\

NOATBEPHKAEHMWE OMATHO3A WCKNHOYEHUWE JUATHO3A

Pucynok 15 — Biok-cxeMa mocTaHOBKU JUarHo3a
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2.3 Xupypru4eckoe JiedeHue

Ilepen BBINIOTHEHWEM XHPYPrHUECKOTO BMEIIATENBCTBA BCEM IAallMEHTaM
Pa3bCHSJICA XapaKTep MPEICTOAIIEH ONEepalny, IPUYUHBI €€ BBIMIOJHEHHUS, a TAKKE K
YeMy MOXKET MPHUBECTH OTKA3 OT BBINOJHEHHUS IUIAHOBOTO XHUPYPIHYECKOIO
BMEIATEeNbCTBA. TakKe MalueHTa UHGOPMHUpPOBAIM O BO3MOXKHOM HM3MEHEHHH XOJa
omnepanuyu U NOTEHUMAJbHBIX OCJIOXKHEHHSAX B MoclieonepaunoHHoM nepuone. Ilocie
Oecelbl BCE MAMEHTHI MOANUCHIBAIN HHPOPMUPOBAHHOE COTIIACHE HA ONEPALIMIO.

IToaroroBky K omnepauusM OCYIIECTBISJIM IIYTEM aHTETPaJHOIO JIaBaxa C
NpPUMEHEHUEM TMpenapaToB Ha 0a3e MONMATUIICHTIIMKOJNSA WIM MUKOCYyJb(aTa HATPHUs

HaKaHYHC OIlcpaluu.

2.3.1 DHaoCcKONUYeCKoOe yAaJleHue MOJTUII0B

DHIOCKOMMYECKOE YAAICHUE TMOJUIIOB B TOHKOW KHIIKE IMPOBOAUIOCH MOJ
KOMOMHUPOBAHHON  aHECTE3MeHl, BKIIOYAIONICH  BHYTPUBEHHYIO  CEJAlUI0 U
DHJOTpaxeajabHbli Hapko3. Ilpu pacnosnokeHuu MNOJUIOB B JABECHAAUATUIIEPCTHOU
KHIIIKE, TOIICH KHUIIKE W MPOKCUMAJIBbHOW TPETH TMOJB3OIIHON KHIIKH BBIMOTHSIN
TpaHCOpalbHOE BBeIeHUE dHTepockona Fujinon EN-450 T5 Ha makcuManbHYyO TITyOUHY
Y TMPOU3BOIUIN SHIOCKOTMYECKUHN TaTya)X CTEPUIHLHBIM, OMOJIOTUYECKA COBMECTUMBIM
kpacurenem BLACK EYE, comepkamuMm BBICOKOOYHIIIEHHBIE YaCTHUIBI YTIIEPOIa, C
nomomelo uHBbeKTOpa (upmbl Olympus u Boston Scientific. Ilpu pacnonoxennun
raMapTOMHBIX TIOJIMTIOB B CpeIHEW W JUCTAIBHOM TPETHU TMOJB3JOIIHON KHUIITKH
HTEPOCKOI BBOJMJIM TPAHCPEKTAJILHO JO YPOBHS TaTyaXXHOM MeTku. TaTyax naer
BO3MOXHOCTh OMPENEIUTh YPOBEHb KHIIKH, JO KOTOPOTrO HEOOXOAMMO BBOAHTH
OHTEPOCKON TMPH TPAaHCPEKTaIbHOM wuccienoBanun (pucyHok 16). Takke mnpu
a0JIOMUHAJILHOM BMEUIATENICTBE TATYaX MO3BOJISIET ONPEACIIUTD YPOBEHD, 10 KOTOPOTO

ObL1a CaHHMPOBAaHA TOHKAsA KHUIIIKA.
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Pucynox 16 — Ougodororpadun ToHkoN Kumiku. Bua 9HIOCKOMUYECKOH TaTya)HOM
meTku kpacureneM BLACK EYE (ykazana crpenkamn). [Tarment Y., 22 roga: A — co
CTOPOHBI CIIM3UCTON TOHKOM KUIIKH; b — cO cTOpOHBI CEpO3HOIT 000T0YKH BO BpEMS

JIAIapOCKOIUU

Bo BpeMsi SHTEPOCKONUH IMPOM3BOJIIN IOJCYCT IOJHUIOB, OMNPEACISIIN UX
JOKaIM3anuio U pazmep. [lepBbIM ATanoM BBINONHSIM yJalieHHEe HanOoyiee KPYIMHBIX
MOJIUIIOB, TPEICTABJISIIONIMX BBICOKHI pPUCK WHBAarvHaIW{, KOTOpPbIE B HaIIeM
UCCIICIOBAaHUH TTPEUMYIIECTBEHHO PACIONAraliiCh B JIBEHAANATUICPCTHON M TOIICH
kutike. Oneparnuio MPOBOAWIN B IMOJIOKEHUM MalieHTa Ha cnuHe. OJIHOBPEMEHHO
yaasuim ot 1 1o 10 raMapTOMHBIX ITOJIMIIOB.

DOHIOCKONMMYECKYIO TIOJUMAIKTOMHIO U3 TOJICTOH KHIIKH BBIMOJNHSUIA  TIO]T
BHYTPUBCHHOM Cealeil B MOJIOKECHUY MAIUCHTA Ha CITUHE.

Bo3MokHBIC BapUaHThI yIAJICHHS TTOJIUITOB:

— OJIHOMOMEHTHAsI YJIEKTPOIKCHU3HUS BBITOJIHICTCS 3HIOCKOMUYCCKOW TMeTIeH
Boston Scientific, coorBercTByIOIICH pa3Mepy MONHIOB. Vcnoiab30BaHUE JTaHHOTO

METOJIa MIO3BOJISIET YAAINATH TOJUIBI 710 3 cM (pHCYHOK 17);



Pucynok 17 — Dunodororpadguu sHI0CKOMUYECKOTO yIaIeHUs] TaMapTOMHBIX
HOBOOOpa3oBauuii Tonctoit kumiku. [lanuentka K., 39 net: — oqHOMOMEHTHas NeTieBas

QJICKTPOIKCIU3UA

— (pparMeHTapHAas JIEKTPOIKCIUU3HUSA BBITOJIHACTCS YHAOCKOMUYECKON METIEN
Boston Scientific 25 mm. /lTaHHBIM METOJIOM yAAJISIOTCS MOJUIIBI JUAMETPOM OoJjiee 3 cM
C TOCJCIYIONIMM KJIMIMPOBAHHEM KpPOBOTOYAIUX COCYJIOB JINOO 0Opa30BaBIIUXCS

OoabIHX 1eeKTOB CIU3UCTON ¢ mpuMeHeHueM Kiutc (pupmbl Olympus unu Endostar)

(pucynok 18);

Pucynox 18 — Dunodororpaduu ¢pparMeHTapHOTO NETICBOTO YIATCHUS
HOBOOOpa3oBaHus ToOHKOM kuiiku. [Tanuent C., 46 net: A — netienas
AIIEKTPOIKCIM3US, b — cBeZIeHHBIE Kpas MOcIeonepannoHHoro aedexra

SHAOCKOIIMYCCKUMH KIHUIICAMU
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— 3JIEKTPOIKCUM3HUS € PeIBAPUTEIbHBIM FeMOCTa30M, [IPU KOTOPOH, B IEPBYIO
ouepesib, YCTaHABIMBAJIM SHAOCKONMMYECKYIO JUratypy (endoloop) Ha HOXKY mojuna
tommuHOM 1,5-2,5 cM m mpomsBoawin ee 3arsaruBaHue. [locime TOTO Kak TMOJUI
pHOOpeTal CHHIOIIHBIH IIBET, €r0 OTCEKAIN dHI0CKOIMHUecKoi netieii Boston Scientific

(pucynok 19).

D

Pucynok 19 — Dunodororpaduu 31eKTPOIKCUU3UU € IPEABAPUTEIBHBIM [EMOCTa30M.
[Tanment B., 34 roga: A — 3JI€KTPOIKCUN3USA [TOJIUIIA TTOCJIE YCTAHOBKH JINTATypPbl, b —

BHJI OCTABIICHCS YaCTU HOXKKH C JINTATYPOU

[Tpu ANEKTPOKOATYJIAINN UCITOJTB30BAITH BBICOKOYACTOTHBIH
anektpoxupyprudeckuii 6ok ERBE vio 300D (I'epmanmusi).

W3 mpocBeTa KHUIIKH, Kak MPaBUJIO, UIT MOPQOIOTUIECKOTO HCCICAOBAHUS
W3BJICKAJICS] OJTUH U3 HanboJiee KPYMHBIX MTPETapaToB.

[Tonuns! u3 JKCIYyAKa B HAICM YUPCKACHHUH HC YAAIAINCD.

2.3.2 IlorocTHBIE OMEepaluK

HpI/I TEXHUUYECKOM HEBO3MOKHOCTHU OHAOCKOIMMYCCKOro yaaJCHHusA raMapTOMHBIX
IIOJIHIIOB WJIM HaAJIN4YNKW TOHKOKHIIICYHBIX I/IHBal“I/IHaI_II/If/'I C 49aCTHU4YHBIM HApYHICHHCM
KUIIISYHOM MMpOXOaAUMOCTH, BBI3BaHHOM KPYIIHBIMHU IIOJIMIIAMH, INMAIMUCHTAM IIPOBOANIIA

IIJTAHOBBIC IIOJIOCTHBLIC OIICpaIlhu. VY Bcex MMaguCHTOB IIPU BBIIIOJHCHUU IHOBTOPHbBIX



95

orepanuii B OPIOIIHON MOJIOCTH MMEJICS CIIa€UHBIN MPOIIECC, BHIPAKEHHBIN B OOJBIICH
uiu MeHbled crenenu. [lociae peBu3uu OpIOIMIHONW TOJIOCTH W aAre3uO0JIM3HUCA,
OIICHUBAJIACh JKU3HECTIOCOOHOCTh WHBATMHUPOBAHHOW KHWIIKH, MAJBIATOPHBIM ITyTEM
Oomnpeaessiach JIOKaau3alus W pa3Mep MOJIMIOB [0 BCEH JJIMHE TOHKOW U TOJICTOU
KHILKU.

XUpypruuecKkre BMEIaTeIbCTBa!

— pacIpaBJICHUE UHBATMHATA, PE3EKIUS YYaCTKa TOHKOM UJIM TOJICTOM KUIIKU IIPU
HapyIIeHUU TpOo(HUKHU TKaHEeH, HOPMUPOBAHUE aHACTOMO3a;

— pacnpaBiiCHHE WHBAarvHAaTa, SHTEPOTOMHS, XUPYPTHUECKOE YIAIECHUE IOJIUIMA
IIyTEM HAJOKEHHS 3aKMMa Ha HOXKKY IOJIUIA, OTCEYEHHUE MOJIUIMA C TMOCIEAYIOIINM

NPOIIMBAHKEM HOXKKH, BOCCTAHOBJICHHUE IIEJIOCTHOCTH KHUIIeuyHOU cTeHKH (prucyHok 20);

Pucynox 20 — Utpaoneparmonnas ¢pororpadus. [lamment A., 50 met: A —

TOHKOKHWIICYHAasA MHBAaruHaIus, b- XUPYPTUUICCKOC YAAIICHUC ITOJINIIA TOHKOM KHIIKH

4gepe3 OHTCPOTOMHOC OTBCPCTUC

— MHOXXCCTBCHHBIC DOHTCPOTOMHUHU, XUPYPIrUu4CCKOC yAAJIICHHUEC ITOJIUIIOB, YIIIMBAHUC
CTCHKHU KHUIIKH. qepe3 OIHO SHTCPOTOMHOC OTBEPCTUC MOIKCT OBITH YAaJICHO HECKOJIBKO

MOJIMIIOB;
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— DHTEPOTOMHSI, BBEJCHUE 4YE€pEe3 SHTEPOTOMHOE OTBEPCTHE WHTECTUHOCKOIA,
SHJIOCKOIMUYECKOE yAICHHUE MTOJUIOB (OAHOKPATHO yAISUIH 10 50 MOJIUIOB), yIIIMBAHUE
CTEHKH KHUIIIKY;

— KOJIOTOMUS, XUPYPTrUYECKOE YJaJCHUE IOJUIIOB, YIIMBAHUE CTEHKU TOJICTOU
KHIIIKY;

— cerMeHTapHas Pe3eKIus TOJICTON KUIITKY TP HATMYWHY KPYITHBIX TTOJIUIIOB OoJee
6 cM B AMaMETPE HAa IIMPOKUX OCHOBAHUSX WJIU TOJICTBIX HOXKKAX;

— WJICOLCKANIbHAS PE3EKIUS PU MHBATMHALIMY TOHKOW KHILKHU B TOJICTYIO.

DKCTpEHHbIE ONEepaluy MO MOBOJY KHUIIEYHOW HEMPOXOJAMMOCTH BBIOIHSIUCH

NnanqueHTaM B CKOPOIIOMOIIHBIX XUPYPIrUiICCKUX CTalMOHApPax 110 MCCTY JKUTCJIbCTBA.

2.4 T11an TMHAMHAYECKOro HA0II0JeHUS

C 1enbro CBOEBPEMEHHOTO BBISIBJIEHUSI TAMAPTOMHBIX IOJIUIIOB U UX yIAJIEHUS IS
IPEeIOTBPALICHUS Pa3BUTHS KUIIEYHON HEPOXOAUMOCTH, a TAaK)KE PAHHETO BBISIBICHUS
3JI0Ka4E€CTBEHHBIX HOBOOOPA30BaHUM PA3NIMYHON JIOKAIM3ALMKM BCEM MAalMEHTaM ObLIO
PEKOMEH/IOBAHO MPOXOXKJeHue oOcinenoBaHus 1 pa3 B roa. MOHUTOPUHI BKIJIIOYa
OI'’IC, xononockonuto, KT-sureporpaduro, KT OpromiHoi mojsocT U Manoro tasza ¢
KOHTPAaCTUPOBAHUEM, BHUCOKAICYJIbHYIO 3HAOCKOIHIO IMPU OTCYTCTBUM IPU3HAKOB
KHAIIEYHON  HENMpPOXOJMMOCTH, peHTreHorpaduio  jerkux. JKenHmmHam  Oblia

PEKOMCHAOBAHA ITOCTAHOBKA Ha I[I/ICHaHCGPHBII\/'I YUC€T Yy 'MHCKOJIOra.

2.5 CraTucTnyeckasi 00padoTKa MoJIy4eHHbIX pPe3yibTAaTOB HCCIe0BAHUS

J_IaHHI)IC MManrCHTOB, BKIIOYCHHBIX B HCCICAOBAHUC, BHOCHUIIUCH B 3JICKTPOHHYIO
tabmuiry Microsoft Excel. CraTucTuueckuii aHaau3 MpOBOIMIM B mporpamme Statistica
13.3 (TIBCO, USA) u RStudio (R v. 4.3.2 (R Core Team, Vienna, Austria)) c
npumeHennem oudauorek PROC, ROCR, ggplot2, survival, survminer, GenBinomApps.
KauecTtBeHHEBIE IMPHU3HAKH OIIMCBIBAJINCH a0COJIIOTHBIMH U OTHOCHUTEIbHBIMH YaCTOTAMU

(n (%)). Bce konmm4yecTBEHHBIC BETMIMHBI MPEACTABIISIIN MEAMAHOW, HIYKHUM U BEPXHUM



o7
kBaptuasimu (Me (Q1; Q3)), ykasbiBan MUHHMAIbHOE U MaKCUMalibHOE 3HaueHus (Min
— Max), moarpymnmsl cpaBHuBasiu U-kputepuem ManHa-YutHu. CTaTUCTUYECKH
3HAYMMBIMHU cuuTany pasnuuus npu p<0,05. [[ng OLeHKM BEPOSITHOCTH HACTYIUICHUS
UCXO0/1a, 32 KOTOPBIN MpUHUMAaNOCh nuarnoctupoBanue 3HO, B 3aBUCUMOCTH OT BO3pacTa
ObLIM MOCTPOEHBI KpHUBBIE BbLKMBAaeMOCTH 1o metony Kamumana-Maitepa. [lns noucka
BO3PACTHOI I'paHUIBl 10 BBISBICHUIO BBHICOKOTO pucka pazsutus 3HO Obul mpoBeneH
ROC-ananu3 ¢ noctpoearieM ROC-kpuBoii ¥ OIIEHKH €€ IUIOIIaan; TOUKY oTceuku (Cut-
off) waxomumu ¢ momompro kputepus HOmeHa, IS KOTOpPOH — ompeaemsuiv
YYBCTBUTEJIBHOCTh U CHELU(PUUHOCTH C yKazaHueM 95% 1oBepuUTENbHOrO MHTEpBaja

(M), paccuntannoro no metony Knonmnepa-Ilupcona.
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I'JIABA 3. PE3VJIBTATBI OBCJEJIOBAHUS MAIIMEHTOB
C CUHJIPOMOM MEATHA-ETEPCA

HccnenoBanne OBLIO OCHOBAaHO Ha HM3YYEHUU PETPOCTIEKTUBHBIX JaHHBIX 50
nanueHToB u3 44 cemeit, Habmonapmuxcs B ®I'bY «HMMUILL komonpokToiorun uMeHu
A.H. Pepxux» Munzapasa Poccun ¢ muarnozom CIIE c sasaps 2011r. mo nexadps 2023r.
CooTHoOlIEHUE MYKYMH U JKeHIIUH coctaBuio 23:27 (1:1,17). IlanuenTsl Obun U3
pa3nuuHbIX pernoHoB Poccum (mpeumymiectBeHHO EBpomneiickoit wactu Poccum). Ha
MOMEHT oOpalleHuss MeIrnaHa Bo3pacrta marueHToB obuta 29 (18;36) (18-57) net. Cpoknu
HaOmoeHus 3a manueHtamu coctaBuwid 3 (2;13) (1-13) roma. Menmana Bo3pacTa

narreHToB npu nocieaHeM oocneaoBannu — 38 (30;45) (18-71) net (tabimna 5).

Tabnuua 5 — KnnHnueckast XxapakTepucTUKA MallMeHTOB

IToka3arenp [TanmeHTsI
[Ton
- MY>KCKOU 23 (46%)
- JKEHCKHH 27 (54%)
Cewmeiinblii anamHe3 (44 cembn)
- €CTh 23/44 (52%)
- HET 19/44 (43%)
- HET JIaHHBIX 2/44 (5%)
Bo3spact nosiBneHust mepBbIX Kajnoo, JIeT 11 (6;18) (0,5-24) *
Bo3spact mpu nocTaHOBKE IMarHo3a, JIeT 23 (15;34) (1-53)*
Bo3spact nepBoii oneparuu, roapl 17 (11;24) (0,5-45)
Hanuune nmarorenHoro Bapuanrta B rene STK11 B 30/44 (89%)
CeMbE
BospacTt npu nocienaeM o0ciIe10BaHUH, JIET 38 (30;45) (18-71)*
[Teprona HaOIFOICHNUS, JIET 3(2;13) (1-13)*
[MIpumeuvanue: *mediana (Q1;Q3) (min-max).

3.1 Xapaxkrepucrtuka xkajod npu cunapome Ileiitua-Erepca

[TepBbie *kanoObl OTMEHATMCh B JeTCKO-toHOMmEckoM Bo3pacTe y 40/50 (80%)
naruenToB u jmimb y 10/50 (20%) — B Bo3pacte crapmie 18 mer. Menuana Bo3pacta

MOSIBJICHUS MTEPBbIX Kanob coctaBuia 11 (6;18) (0,5-24) neT, 4T0 COOTBETCTBYET JIaHHBIM
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MUPOBO# JiTeparypbl. JKamoObl, Kak IpaBWIO, CBSA3aHBI C POCTOM T'aMapTOMHBIX
TIOJIUTIOB U WX TpaBMaTH3alMeH. DTO ObUTM TSAHYIIHME WM CXBAaTKOOOpa3HbIC OOJIM B
xuBoTe y 46/50 (92%) manmmenToB, cnabocts y 32/50 (64%), 00ycioBIIeHHAS] CHUKCHUEM
remoryioouHa o 78 (67;93) (30-112) r/n u3-3a TpaBMaTU3AIMHU MOJUIIOB U CKPBITOTO
KPOBOTEUEHUSI, BBIMAJCHUE TTOJUIOB U3 NpsiMoil kuiiku y 6/50 (12%) u TomnoTta y 9/50
(18%) (pucynok 21). CambIM paHHHM IPOSIBIICHUEM 3a00JICBAHUS SBISUIOCH BhITIaICHUE

ITIOJINIIAa U3 HpHMOﬁ KHIIIKH B BO3PACTC 6 MCCAILICB.

100 %

100 %o 92 %

80

64 %

60

40
18 %

B ITarmMenranaa ™ TommBoTa B0JH B :KHBOTE BrinageEHe moaHmoes M CaadocTh/aHeMHA

20

Pucynok 21 — YKanoOs1, Bo3HuKaromue y nanueHtos ¢ CIIE

[Tpu mepBUYHOM OCMOTpE TAIMEHTOB Ha ceOs oOparana BHUMaHUE MEJTaHHHOBAS
NUTMEHTaIUsl KpacHoW kaitmbl Ty0 y 43/50 (86%) manueHToB, KOTOpas W3HAYaJIbHO
npucyTtcTBoBaia y 100% manuenToB u Bo3Hukaia B Bo3pacrte 1(0;3) (0-14) roga. Y 21/50
(42%) manMeHTOB MUTMEHTAIHs Ty0 BRISBISUIACH ¢ pokaeHus, y 14/50 (28%) marueHToB
BO3HMKJIA HA TIEPBOM TOJly JKHU3HH, ¢ 2 110 5 neT nosBuiach y 12/50 (24%) narueHTos,
2/50 (4%) nmanueHTa OTMETHUIIM TOSIBICHUE MEJIAHWHOBBLIX MATEH B Bo3pacte 7 JieT u 1
(2%) nauuent — B 14 net. MenaHUHOBBIE MSITHA OBLIU OT CBETJIBIX IO TEMHBIX JUAMETPOM
2-5 MM, y HEKOTOpBIX NAIMEHTOB OHU CIIMBAINCH MEXAYy cO000#. JICHTHrHMHO3 HE
compoBoxancsa sxkanobamu, suiib 3/50 (6%) nanuMeHTa WCHBITHIBAIM MOpPATbHBIN
muckoM@opT OT BbIpakeHHOM murmeHtanuu. Tawke y 10/50 (20%) wumenachk
MUTMEHTAIMs cau3ucTon mek, y 3/50 (6%) manueHToB — KUCTEH pyK U cTomax, a 'y 2/50

(4%) manMeHToK — rIa3Horo s00Ka (PUCYHOK 22).
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Pucynox 22 — Buael MennaHnHOBOM murMeHTanuu: A, b — murMeHTanus KpacHOH
KaiiMbl Ty0; B — nurmenTtanus cnusuctoit mek; [' — nurmenTanus nagonei; 1 —

IMUIMCHTAOUA CKIICPHBI, E- IIUIrMCHTauA pa,uyx(Hoﬁ 000JIOYKH TJ1a3a

[Tocne onepanwmii ninn yaanenus monunoB y 21/50 (42%) manueHTa MATMEHTHBIC

nsiTHA TocBeTieny, a 7 (14%) nmanueHToB OTMETHIIH MOJTHOE UX MCUE3HOBEHUE.
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3.2 Cemeiinblii aHaMHe3 y nanueHToB ¢ cuHapomomM Ileiitua-Erepca

B onmmcanny kmuHUYECKUX 0COOCHHOCTEH HACIEACTBEHHBIX 3a00JI€BaHU 0C000€
BHUMAaHHE YCISIOT CEMEHHOMY aHaMHE3y U COCTaBJICHUIO POJIOCIOBHOM.

B namem uccnenoBanuu B 23/44 (52%) ceMbsix MPOCIEKUBAJICS OTITONIEHHBIN
CEeMCHHBIN aHamMHe3, Y 2/44 (5%) manueHToB He OBLUIO JaHHBIX 00 OJTHOM M3 POJIUTEIICH.

[Ipu cocTaBieHHMH TeHeEaJIOrHdyecKoro aepeBa B 24/44 ceMpsiX BBISBIECHO 42
peOeHKa, B OCTaJIbHBIX CeMbsAX JAeTeil He Obuio. [lpum oOcnepgoBanum 19 nereit
MaTOTeHHBIN BapuaHT B TeHe STK11l aHanmoruyHbIil poauTEIHLCKOMY BBIBICH y 15/19
(79%) nereii, 1BOE M3 HUX BKJIIOYEHBI B JaHHOE HMccienoBanue, u'y 4/19 (21%) nereii
naToreHHple BapuaHThl B reHe STK11 orcyTcTBOBanmM, YTO MO3BOJWIIO CUHUTATh UX
3nopoBbiMU. Y 10/15 nereit ¢ IIB B rene STK1l nuarHo3 Obl1 yCTAaHOBJEH Ha
JTOKIMHUYEcKoi ctaguu. Becem aetsim ¢ 1B Obuta pekomeH0BaHa MOCTAaHOBKA HA yUYeT B
CHEIUATN3UPOBAHHBIX  TMEIUATPUUYECKUX  IIEHTpax, OcTalbHbiM  23/42  nereit
PEKOMEHIOBAHO reHeThYecKoe TecTupoBanue s uckiaouenus CIIE.

B kauectBe nprmepa XoTenoch Obl MPUBECTH POJIOCIOBHYIO nanueHTku K., 42 ner,
¢ nuarHo3oM CIIE (pucynok 23). Jlnarno3 manueHTKe ObLT yCTAHOBJIICH B Bo3pacte 24
JIET U TI03KE TOATBEPKJEH TeHeTuYecku. M3 cemeitHoro anaMHe3a U3BECTHO, UYTO OTeIl
cTpajal TOTaJbHBIM [OJUIIO30M KEIYJIOYHO-KUILIEYHOTO TPaKTa, HEOJIHOKPATHO
OTIEpUPOBAH IO MOBOJY KHIIEYHON HEMPOXOAMMOCTH, Ha KpPAacHOW KaiiMe T'y0 y Hero
uMeJiach MUrMeHTanusl. YMep B 35 JIeT OT paka TOHKOW KUIIKH. Y MallMeHTKU UMEETCS
noub 14 net. [lurmenTtanus Ha ry0ax y I€BOUYKM OTMEYEHA C POKICHHUSI. ITO MO3BOJIUIO
Ha OCHOBAaHUM KJIMHUYECKUX KpUtepueB y peoenka 3anoao3puth CIIE. B nanbheitem y
JICBOYKH BBISBJIICH aHAJIOTUYHBINA MAaTOTeHHBIN BapuaHT B reHe STK11. Takum obpazom,
cBoeBpeMeHHas auarHoctuka CIIE mno3Bonwia mMOCTaBUTH [J0Yb MAIMEHTKH Ha

HHCHaHCCpHBIﬁ YUcCT.
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Omneparni 0o IoBoIy
TOHKOKHIIIEYHOI HelIPOX0o{HMOCTIL,
PaK TOHKOII KIIIKH B 35 et 1

I nokoneHIe

Omneparin 1o IoBoILy

II nokomneHIe TOHKOKIIIIEYHOII HEMMPOXOIIMOCTII Y
24,29, 32 roga,

[IaTOTeHHBII BapHaHT B I'eHe STK ]

14 meT, mMIrMeHTALIA ¢ POAKISHII,
III TOKONEHII® | BLIgB/IEH [IATOreHHEII BapHaHT B reHe
STK11 L

Pucynox 23 — PonocnoBnas manmentku K., 33 roga (mpobana ykazaH CTpeIKoi)

3.3 Pe3yabTarhbl MOJIEKYJISPHO-TEHETHYECKOI0 HCCACAOBAHUA Y POCCUMCKUX

nanueHToB ¢ cunapomom lleiTua-Erepca

Panee mpoBeseHHBIE MOJEKYISIPHO-TEHETUIECKUE UCCIICIOBAHMS Y MMAIIMEHTOB C
CIIE npoaeMOHCTpUPOBAIM, YTO B Pa3HBIX MOMYJALUSIX BBISBISIIOTCS pa3IUYHBIC
natorenubie BapwaHThl ([IB) B reme STK1l. B cBs3u ¢ 3TuM OOJbIION HHTEpEC
MPE/ICTABIIACT M3yYEHUE MATOTCHHBIX BapwaHToB B reHe STK11l cpemm poccuiickux
naryueHToB. B pe3ynbrare BBIMOIHECHHOrO HaMu ucciieqoBanus [1B BeisiBieHs B 39/44
(89%) cempsix. Cpemn oOHapyxkeHHBIX [IB B rene STK11l mpeobGnaganmm TOYKOBEIE
BapuanThl y 33/39 (85%) cemeii, 6onpinme nenenuu BbISBIEHBI ¥ 6/39 (15%) cemeit
(rabsuuia 6). beuto ycranoriieno, uto 10/39 (26%) maToreHHbIX BAPHAHTOB BBISBICHO
BIICPBBIE, TaK KaK OHH HE BCTPETWINCh B MEXKIYHApPOIHBIX 0a3ax JTaHHBIX
(www.hgmd.cf.ac.uk, www.ncbi.nlm.nih.gov/clinvar).

Hanbonee wacto BcTpedanuch HeOosblnme aenenuu (9 cemeill) U MUCCEHC-
myTtauuu (9 cemeit). Jlanee mum MyTauuu caiTta-ciuiaiicuHra (7 cemei), KpyIHbIe

nenenuu (6 cemeit), HOHCEHC-MyTaluu (5 ceMeil) u uacepiuu (3 cemMbn).
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Tabnuna 6 — Buasl naTorenHbix BapuanToB B reHe STK11 (kpacHBIM 1IBETOM BBIICIICHbI

MNaTOrCHHBIC BAapUAaHThbI, OIIMCAHHBIC BHepBBIe)

Tun Yucino
. Onucanbl
IIaTOTCHHOI'O IIaToreHusIt BapHUaHT panee HaI_II/IeH”EOB/

BapHaHTa ceMen
C.464+1G>A Ja 1/1
Myramun c.598-1G>A Het 1/1
caiira- c.598-2A>G Ja 1/1
CrTaN IR C.734+1G>A Ja 4/2
€.735-1G>A Ja 1/1
€.863-1G>A Jla 1/1
¢.200T>C p. Leu67Pro Jla 1/1
€.419T>C p.Leul40Pro Jla 1/1
c.443T>C p.Phel48Ser Her 1/1
MucceHc- €.526G>A p.Aspl76Asn Jla 1/1
My TaIiH c.527A>T p.Aspl76Val Het 1/1
€.543C>A p.Asn181Lys Jla 2/2
c.752G>A p.Gly251Asp Ha 1/1
€.909C>G p.lle303Met Jla 1/1
c.126_127insC p.Ala43ArgfsTer120 Het 1/1
WNucepriun c.574dup p.lle192AsnfsTer74 Ja 1/1
¢.803 810dup p.Ser271GlyfsTerl9 Het 1/1
c.109C>T p.GIn37Ter Jla 1/1
Horcerc- c.147C>G p. Tyrd9Ter Her 2/1
MV TALH €.354C>G p.Tyr118Ter Jla 1/1
yrat C.475C>T p.GIn159Ter Jla 11
C.759C>A p.Tyr253Ter Jla 1/1
c.256del p.Arg86GlufsTerl0 Het 1/1
c.597+31 601del Het 1/1
c.650del p.Pro217ArgfsTer70 Jla 1/1
C.747_749del p.Thr250del Jla 1/1
Henennn c.781del p.Tyr261ThrfsTer26 Het 1/1
€.907_915del p.11e303_GIn305del Jla 1/1
c.922del p.Trp308GlyfsTer28 Jla 1/1
¢.933_936del p.Lys311AsnfsTer24 Het 1/1
¢.1010_1011del Ha 3/1

p.Val337GlyfsTer22

del 1 1/1
[IporsikenHbie . 11
del 2-8 2/1
Aeeim del 2-10 1/1
del 7,8 1/1
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B uuciie 0OHapyKEeHHBIX MATOTCHHBIX BapHaHTOB 18 ciy4yaeB Bo3HHKIM € NOVO.
JlBa mpobaHma, KOTOphIE HE pacrojaraid JaHHBIMH 00 OJHOM W3 pOAMTENCH, He
YYUTHIBAIACH. TakuM 00pa3oM, 4acTOTa NaTOICHHBIX BApHaHTOB (& NOVO y MaIMeHTOB ¢
CIIE coctaBuna 49 % (18/37).

[TaToreHHBIC BapWaHTHI, BBISIBICHHBIC Yy HAIIMX ITAIIHCHTOB, JIOKAJIM30BAJIUCh B
reHe STK11 co 109 mo 1011 koxupyrommii HykieoTua. Kak BUmHO U3 JaHHBIX (PUCYHOK
24-25) B rene STK11 Her y4acTKOB, JiJIsi KOTOPBIX ObLI ObI XapakTepeH Oojiee paHHUUN
uim 0oJiee MO3HUN Bo3pacT ManudecTanuu 3adbonaeBanus. Takxke cCpeau YWICHOB OJHOU
CEMbHU, UMEIOIINX OJMHAKOBBIN MATOTCHHBIN BaApUAHT, BO3PACT BOSHUKHOBEHUS TMEPBBIX
XKano0 3HAYMUTEIBHO OTiIWYacTcsa. TakuMm oOpa3oM, HAMH HE BBISBICHO B3aWMOCBS3HU

BO3pacCTa BOBHUKHOBCHUS »Kanoo ¢ JIOKaJIu3aluei maToreHHOTo BapuaHTa.
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Pucynok 24 — Jlokanu3aius maroreHHbIX BapuanToB B reHe STK11 (onnHakoBbIM

[IBETOM OOBE/ICHBI YJIEHBI OJTHON CEMbH)
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25 del 7-8
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del 2-5
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Pucynok 25 — Jlokanuzanus 6onpmux Aeneruil B rene STK11 (uneHs ogHOM ceMbH

0OBE/ICHBI)

[Tockonbky B padote Amos C. I. u coaBt. [28] roBOpHIOCE O TOM, YTO MAIIMCHTHI
C MHCCEHC-MYTallUSIMU HMMEIOT Oosiee MO3/HI0K MaHu(ecTaluuo 3a00JeBaHUs, MbI
pelId CPaBHUTH JaHHBIE POCCHUCKUX OONBHBIX ¢ cuHApoMoM lleiitia-Erepca mo
Me/JMaHe BO3pacTa MEpBbIX Kaio0 Cpeau MAlMeHTOB C MUCCEHC-BapUaHTaMU B I'EHE
STK11 w mnamueHTamMM C HadU4YMeM BapHAHTOB, TPUBOAAIIMX K YKOPOUEHHUIO
KogupyeMoro Oenka. MeaumaHa BO3pacTa IEpPBBIX KAJIOO Yy MALMEHTOB C MHUCCEHC-
BapuanTamu coctaBmwia 11 (5;16) (0,5-24) ner, a y HalMEHTOB C YKOPOUYCHHBIMH
Bapuantamu 13 (7;18) (1-24) neT, 4To ABIsAETCS CTaTUCTUYCCKH He3HaunMbIM (P=0,6).

Takke s TMOMCKAa BO3MOXHOW KJIMHUKO-TEHETHYECKOM KOPPEALUA MBI
POAHATU3UPOBATIM JBYX NanueHToB S37 u S46 u3 HEpOACTBEHHBIX CeMed ¢

OJIMHAKOBBIM IMaTOTeHHBIM BapuanToM C.543C>A p.Asnl81Lys B rene STK11 (pucyHok
26).



66

| [ \ ! 3. A \ F 1 | Y i NN 4
| N 72N NCSNE S - S T SN S T PR SN SR S S, RN PN N SN S S S NN S5 SN

Pucynok 26 — CuxBeHc ¢parmenta rena STK11. Ctpenkoit ykazaH HaciaeACTBEHHbBIN

mucceHc-BapuanT C.543C>A p.Asnl81Lys

VY HHX 3aMETHO pa3inyaeTcsi BO3PACT MOSBJICHUS MEPBHIX Kano0: 24 roa u 5 et
COOTBETCTBEHHO, Korja manmueHT S37 OblI BHEPBBIE OMNEPUPOBAH IO TIOBOIY
KPOBOTOYAIIIMX MTOJIMIOB KENyAKa, a y 0016HOM S46 1o moBOAY KPOBOTEUEHUS U3 HOKKH
CaMOaMITy THPOBABIIIETOCS MOJIUIIA TPSAMOM KUIIKH. Y manueHTa S37 ¢ Bo3pacrta 24 neT B
KETYIKE OIPENEsIUCh MHOXKECTBEHHBIE TMOJUIBI 10 2 CM, B CBA3U C YEM
IPOU3BOAMIIOCH HEOJTHOKPATHOE UX y/IaJieHUe, TOTr/la Kak y namueHTa S46 B Bozpacre 32
JeT umeercss yyTh Oosiee 10 monaumoB kemyJika ¢ MakCHUMalbHBIM pa3MepoM 1 cw.
[TarmenTt S37 0AHOKPATHO ONEPUPOBAH MO MTOBOIY TOHKOKHUIIIEUHON HEMPOXOIUMOCTH B
BO3pacte 27 jeT, a manueHT S46 — 3HaUuTeIhHO paHblle, B Bo3pacte 15 u 25 net, a B 31
roJi y HErO 3HI0CKOIMMYECKH yAaneHo 20 MOJIUIoB 10 3 CM B IUAMETPE U3 TOHKOU KHIIIKH.
[Ipu mocnennem obcnenoBanuu y maruenta S37 B Bo3pacte 39 jeT B TOHKOW KHIIIKE
BELIBIIEHO OKOJI0 20 Menkux monunos 0,3-0,5 cm, a y manmenta S46 B Bo3pacte 32 neT
6omnee 100 mommmor 10 3 cM. KoimuecTBO MOJIMIOB B TOJICTON KHUITKE TIPUOJIM3UTEITEHO
OJINHAKOBOE, OJHAKO POCT MOJIUIIOB Y ManureHTa S46 B TOJICTOM KUIITKE OTMEUEH C 5 JIeT,
a y manuenta S37 — ¢ 27 net. M3 3TOro MOKHO 3aKJIIOYHTh, YTO JAKE y MAIUCHTOB C
OJIMHAKOBBIM TAaTOTeHHBIM BapraHToM C.543C>A p.Asn181Lys B rene STK11 ormeueHbl

a0COJIFOTHO pa3Hble (EHOTUITNYCCKUE MPOSIBICHUs 3a00ieBanus (Tabmuna 7).
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Tabnuna 7 — Xapakrepuctuka nanueHtoB S37 u S46 c [1B ¢.543C>A p.Asnl81 Lys B
rene STK11

3HOy
HasBanue Bo3spacr
KonnuecTBO 11oumos 3HOy | poacrBen-
natoreHHoro | [lamueHT | mepBbIX
BapHAHTA wano6 | Kenyzok | JIIK Toukas | Toscras | mamyeHnTa | HHKOB C
KHIIKA | KHIIKA CIIE
C.543C>A Onyxoib
p.Asni81 S37 24 >100 0 >10 <10 - TOJIOBHOTO
Lys MO3ra
c.543C>A <10
p.Asn181l S46 5 >10 >10 >100 - -
Lys

Kpome Toro,

B HCCIAEAYEeMOW TpYIIe IMallMeHTOB OBUIM BBISBJICHB 2

HepojcTBeHHbIe ceMbH (4 manuenta S19, S19 1, S47, S48) ¢ maroreHHbBIM BapuaHTOM
C.734+1G>A (pucyHok 27).
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Pucynox 27 — CukBenc ¢pparmenta rena STK11. Ctpenkoii yka3aH HaclIeICTBEHHBII

MaTOTEHHBIN BapHaHT caiiTa-cruiaiicuura C.734+1G>A

Cpenu 3TUX MarMeHTOB OTMEYCHBI Pa3InYus B BO3PACTE MOSBICHUSA kaiob (ot 1

70 21 roga) ¥ KOJIMYECTBE MOJIMIOB B )KEIIyA0YHO-KUIIIEYHOM TpakTe. B 1 cembe B AByX

MOKOJICHUSX UMEJICS paK kenyJka (Tabnuua §).



68

Tabnuna 8 — Xapakrepuctuka nanuentoB ¢ [1B ¢.734+1G>A B rene STK11

Ha3zBanue Bo3zpacr 3HO vy
[Tonumsl Onyxomnu y
naToreHHoro [[lanuent | nmepBbIx POJICTBEH-
Toukas | Toncras | manueHTa
BAapUAaHTa xanod | Kenymok | JAIIK HUKOB
KHIIKA | KHIIKa
C.734+1G>A 519 10 >100 >10 >100 >100 i Pak
KEeTyIKa
Cr34ICAl 5191 | 21 | 210 | 210 | 210 | =10 Pa Pa
- KENIyaKa | Keayaka
Teparoma
SAUYHUKA,
¢dudpo- Pax
C.734+1G>A | S47 4 <10 0 <10 <10
aZiecHoMa | JIErKOTro
MOJIOYHOM
KeJle3bl
C.734+1G>A | S48 1 >100 <10 >100 >10 - -

Takum O6p&30M, Ha OCHOBAHHHM BCCX IMPUBCACHHLIX MJAHHBIX HAIICI'O aHAJIn3ad

MOHO 3aKJIIO4YHUTb, YTO Yy pOCCHfICKPIX IMIaqUECHTOB HC BBIABJICHO HaAJIW4YUA KIIMHHUKO-

TEHETUYECKUX KOPPEISALIHHM.

3.4 XapakTepuCTHKA MOPAKEHUSI TAMAPTOMHBIMHU MOJUIIAMH KEJIYI0YHO-

KHIIEYHOI'0 TPAKTa y mauueHToB ¢ cuapomoM Ileiitua-Erepca

OnHrM W3 OCHOBHBIX KiauHWyeckux mposieaeHni CIIE sBnsgercs Hamnuume
ramMapTOMHBIX ITOJIMIIOB B KETYJ0YHO-KUIIIEYHOM TPAKTE 3a UCKIFOYEHUEM MHUILEBO/IA.

[IpoBeneH aHanu3 neproaa BPEMEHU JO KIMHUYECKOIO IMPOSBJICHUS IMOJUIIOB B
JKEITYJIKE, JBEHAAIATUICPCTHOM KHUIIKE, TOHKOM KHIIKE W TOJCTOW Kuike. [Ipu ero
pacueTe yYMTBIBAJICS BO3PACT MEPBOM omeparuy Ju00 BO3PACT MEPBOr0 OOHAPYKEHUS

TIOJIUIIOB JIO oniepanuu (pucyHok 28).
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o Complete + Censored

100% |

75% t

50% t

25% |

0 12 24 36 48 60 72
BpemAa A0 BLIABNEHUA NONMNOE
— Xenyaox 25 (16;40) net

- ANK 33 (21;43) net ]
- ToHkas xwka 19 (12;25) net Mediana (Q1; Q3)

—~ Toncras kuwka 28 (17;36) ner

Pucynox 28 — Bpemsi 10 BOSHUKHOBEHUS MOJIUIIOB B JKEITyI0YHO-KUIIIEUHOM TPAKTE

Panbiie Bcero monumnbl KIMHUYECKHM MaHU(ECTUPOBAIM B TOHKOW KHIIKE. DTO
CBS3aHO C MEHBIIMM JUAMETPOM TOHKOW KHIIKH, YTO TPHUBOAUT K Oosiee paHHEH
OOCTPYKIIMM TPOCBETA KHUIIKKM TaMapTOMHBIM TIOJIMIIOM WJIM HWHBAarMHaIlud ¢
HapyIIEHUEM KUIIEYHOW MPOXOAUMOCTH. Tak y ueTBepTH OOJbHBIX MOJUIBLI B TOHKOM
KHIIIKe OOHApYKUBAIOTCA B Bo3pacte 110 12 net u emie y 25% ManueHToB B BO3pacTe OT
12 no 19 ner. Mennana BpeMEHU 10 BBISIBIICHUS MOJIUIIOB B JKEIIYJIKE U TOJICTON KUIIKE
npubnusuTensHo oguHakoBas 25 (16;40) u 28 (17;36) net cooTBeTrcTBeHHO. Hanbonee
MO3/THUM POCT TMOJIUIIOB MPOUCXOIUT B JIBEHAIIATUNIEPCTHON Kuike. Tak juib y 25%
MAIMEHTOB MOJIUIIBI BBISBISUIMCH B Bo3pacte 10 21lroma u'y 50% naureHToB B BO3pacTe
1o 33 ner.

[Ipu oOpaieHnn B MEIUIIMHCKOE yupexJeHue y Bcex marueHToB ¢ CIIE Obut
MOpayKeH XOTS OBl OJTMH M3 OTIEJIOB TOHKOW KUIITKH. OJHOBPEMEHHO POCT TOJUIIOB BO
BCEX OTJIeJIaX TOHKOM KUIIKH MpU MEpBUYHOM 00ciietoBannu Habmoaancs y 20/50 (40%)

NalKUeHTOoB U B nocieayomiem y 28/50 (56%) nauuenTtoB (Tabmiuia 9).
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B Toncroit kumke B OosbmuHcTBE 38/50 (76%) ciydaeB pOCT TOJIUIIOB
IMPOUCXOJUT B JIEBBIX OTACNax. B TpsAMOl KHUIIKE W30JUPOBAHHO IIOJIMITBI HE
BBISIBIISUTHCH.

Ha ocHOBe mpencTaBIeHHBIX JAHHBIX MOXXHO CJeJaTh BBIBOJ, YTO KOJHMYECTBO
MAIMEHTOB, ¥ KOTOPBIX C BO3PAacTOM Pa3BUBAIOTCS HOBBIC IOJHUIIBI, YBEIUYHBACTCS.
Pa3meps! momImoB Bo Beex OT/enax KelyJOYHO-KUIIIEYHOTO TPaKTa conocTaBuMsl. [Ipu
ITaHOM OOCJIEIOBAaHUM pa3Mep IMOJMIIOB OBUT MEHBIIE, YTO CBS3aHO C WX

NEPUOAUYICCKHUM YOAJICHUCM.

Tabnuna 9 — Pacnipenenenue MOJIMIIOB MO OTIEIAM KEJIyA0YHO-KUIIEYHOT O TPAKTa

Tonxas kuika Toscrast KuIIKa
Kemynok K Tomras ITons3mom- [IpaBsbie JIeBbIE [Ipamas
KHIIIKa Hasl KUIIKa OTIEIIbI OTIEIIbI KHIIIKA
[TepBuunoe o6cnenoBanue, N=50
50/50 (100%) 40/50 (80%)
Yacrora 33 (66%)
MOpaXXCHUS 27 (54%) | 47 (94%) 39 (78%) 20 (40%) | 38 (76%) | 19 (38%)
KomnyectBo
MIOJIAIIOB

~mer | 17 (34%) | 23 (46%) | 3(6%) | 11(22%) | 30 (60%) | 12 (24%) | 31 (62%)
<10 | 11(22%) | 18 (36%) | 36 (72%) | 27 (54%) | 18 (36%) | 27 (54%) | 18 (36%)
-10-100 | 22 (44%) | 9 (18%) | 10 (20%) | 11(22%) | 2(4%) | 11(22%) | 1 (2%)
- > 100 0 1 (2%) 1 (2%) 0 0 0

Pasmep 0,3 0,5 0,8 07 1,0 0,5 05

mommor | (0,2;1,0) | (0,3:0,7) | (0,5:1,5) | (0,5:15) | (0,525 | (0,4:1,0) | (0,3:1,0)
min,em | (0,1-6,0) | (0,2-1,5) | (0,3-3,0) | (0,2-40) | (0,3-5,0) | (0,2-3,5) | (0,2-5,0)

Pasep | (o s 0| a %2 g | 30 3,0 38 3.0 1,0
MIOJIAIIOB i0’3,- iO’S,- (1,5;4,0) (2,0;4,0) (1,4;50) | (1,2;4,0) | (0,5;3,0)
max, cM 10,0) 10,0) (0,5-6,0) (0,6-7,0) (0,2-6,0) | (0,2-6,0) | (0,3-5,0)
O6cnenoBanue npu nociiegaeM nocereHny, N=50
50 (100%) 44 (88%)
YacrtoTa

40 (80%)
MOpayKeHHS 38 (76%) | 41 (82%) | 37 (74%) | 25 (50%) | 37 (74%) | 21 (42%)
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KonuuectBo
MTOJTUTIOB
- HET 7 (14%) | 9(18%) | 6 (12%) 10 (20%) 22 (44%) | 10 (20%) | 26 (52%)
-<10 10 (20%) | 25 (50%) | 18 (36%) | 16 (32%) 21 (42%) | 27 (54%) | 17 (34%)
- 10-100 24 (48 %) | 13 (26%) | 20 (40%) | 18 (36%) 3(6%) | 8(16%) | 4 (8%)
->100 6 (12%) 0 3 (6%) 3 (6%) 1 (2%) 2 (4%) 0
Pasmep 0,3 0,4 0,2 0,5 0,5 0,5 0,4
TOJTUIIOB 0,2;,0,4) | (0,3;0,7) | (0,4;0,9) (0,5;0,6) (0,3;0,7) | (0,3;0,9) | (0,3;0,6)
min, cm (0,2-0,6) | (0,2-1,5) | (0,2-1,5) (0,2-1,0) (0,3-5,0) | (0,2-3,5) | (0,2-1,0)
Pazmep 0,6 1,1 2,0 2,0 1,2 1,5 0,6
MIOJTUIIOB (0,3;1,0) | (0,5;2,0) | (1,4;3,5) (1,2;3,0) (0,6;2,5) | (1,0;3,0) | (0,4;,1,5)
max, cM (0,2-35 | (0,3-5,0) | (0,5-7,0) | (0,5-10,0) | (0,1-5,0) | (0,2-8,0) | (0,2-5,0)
[Mpumeuanue: *mediana (Q1;Q3) (min-max); * AIIK — neeHaaiaTUIIEPCTHAS KHUIIKA.

Taxxe IMPOBCACH AaHAJIN3 YaCTOThbl IIOPAXKCHHA TaMApPTOMHBIMHU ITIOJIMIIAMHA

PA3INYHBIX OTACIOB KCJIYJOYHO-KUIICYHOI'O TPAKTA HAIINX IMAIITUCHTOB U ITIALIMCHTOB U3

JPYTUX TOMYJIALUNA. BBISBIEHO, YTO 4aCTOTAa MOPAXKEHUSI JKEITYJIKA, TOHKOW KHILIKU U

TOJICTOM KHUILIKH COMOCTaBUMA C IAHHBIMHU, MOJIyYeHHBIMU y manueHToB u3 OPI" [103] u

HunepnangoB [49] (p>0,05), u cTaTUCTUYECKU 3HAYKMMO BBINIE IO CPABHEHUIO C

nanaeiMu B3 CIIIA [31], Kuras [131] u SInonuu [118] (p<0,05) (tabauma 10).

Tabnuna 10 — Pacnipenenenne noaumnos 1o OTAeIaM Kelly 1I04HO-KUIIEYHOr0 TpaKTa

Crpanbl Poccus OPI Hunepnanbt CIIA Kuraii Snonus
Otnens (N=50) | (N=31) (N=13) (N=75) (N=40) (N=222)
JKKT % nopaoicenus omoenog XKT

Keny ok 80 74 92 23 48 49
p=0,6 p=0,4 p<0,0001 p=0,0013 | p<0,0001

ToHkast KuIKa 100 %0 100 2 28 64
p=0,05 p=1,0 p<0,0001 p<0,0001 | p<0,0001

Toncras KUIIKa 88 I [ 34 55 53
p=0,2 p=0,4 p<0,0001 p=0,0006 | p<0,0001

3.5 XapaKkTepuCTHKA KHIIEYHbIX HHBATUHALMH y NAIUEHTOB

¢ cunapomom Ileiitua-Erepca

IIpu pocte nNOAUNOB MNPOUCXOAUT (HOPMUPOBAHME TOHKOKMIIEUYHbIX (95%

CJIy4aeB) M TOJICTOKHIICUHBIX (5% ciydaeB) uaBaruHanuii [114, 119]. IIpu nepBruaHOM

oOpamennun B Ham Lentp y

16/50 (32%) mnauueHTOB BBHISBICHO HAJIWYUE
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TOHKOKUIIIEYHBIX MHBAIrMHATOB. Bce 3TH maimeHTsl ObUTH paHee onepupoBaHbl. M3 HUX
y 3/16 (19%) nanueHToB ObLUIO BBIABICHO 10 2 nHBaruHanuu (pucyHok 29) u 2/16 (13%)
MAIMEeHTOB 3 WHBArWHAIMKM OJHOBpEeMEHHO, y 1/16 (6%) mamumeHTa TOHKOKHIIECYHAS
WHBarvMHAIMs BO3HHMKJIA B IIpolecce wucciaenaoBanusa, y 2/16 (13%) mnarmueHToB
WHBarMHaNWK ObUIM HHTepMHUTTHPYIOmKE (prucyHok 30).

Takum 006pa3oM, TOHKOKHUIIICUHBIC MHBATMHAIIUU CPEU HAIIUX MAIlMEeHTOB OBbLIN
KaK €JIWHUYHbIE, TaK W MHOXXECTBEHHBIE, a TaKKe MHTEPMUTTUPYIOIIHE, T.€.
dopMupyromecs M pacHpaBISIIOLIMECS CaMOCTOATENbHO. JlaHHBIE TALMEHTHI
NPEABABISUINA KAIOOBI HA MEPUOJUYECKUE TAHYIIHE OOJIM B KUBOTE, MEPHOTUIECKOE
B3/1yTHE ®KUBOTA. Takue CUMITOMBI, KaK TOLITHOTA U 3aJiep>KKa CTyJla y 3TUX MallUeHTOB
OTCYTCTBOBaJM. [[pOKCMManpHOE pacIIMpEHUE MTETENb TOHKOW KUK OTMEYAJIOCH 10 3—
4 cM, 4TO paclEHHUBAIOCh KaK KOMIIEHCUPOBAHHAsI TOHKOKHUIIIEUYHAS] HEMPOXOIUMOCTb.
Menuana anuHbl vHBaruHata coctaBisia 6 (4;10) (2-20) cm. IlanuenTtsl Obuid

MPOOIEPUPOBAHBI B OTCPOUCHHOM MOPSJIKE.

Pucynoxk 29 — KomnerorepHas Tomorpadus ¢ BHyTPUBEHHBIM KOHTPACTUPOBAHUEM.
AxcuanbHas TomorpamMmma. OTHOBPEMEHHO JBa TOHKOKHUIIIEYHBIX HHBaruHata. [lanueHt
M., 27 net: 1 — TOHKOKHUIIIEUHBIA MHBArUHAT MEPBbIN; 2 — TOHKOKUIIIEYHbIA MHBAarUHAT

BTOPOIi; 3 — BHYTPUIIPOCBETHBIE HOBOOOPA30BaHMUS
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Pucynok 30 — KommnbrorepHast tomorpadusi ¢ BHyTPUBEHHBIM KOHTPACTUPOBAHUEM.
Koponapnas npoexnus. [TameHt A., 45 neT: A — TOHKOKUIIIEYHBI HHBAaruHat (yKas3aH
cTpenkaMu); b — Ha ¢poHe mpueMa BoJIopacCTBOPUMOI0 KOHTPACTHOTO BEIIECTBA
TOHKOKHUIIIEYHBIN MHBATWHAT paclpaBUiICs (MECTO paHee ONpeIeiIeMOro HHBaruHata

yKa3aHO CTpEIKaMu)

MuHMMaIBHBIN pa3Mep MOJIMIA, BbI3BABIIErO MHBATMHALIMIO, COCTaBUI 15 MM B
nuamerpe, MakcumanbHbli — 10 cM B numamerpe. Ha ocHoBaHMM 3TOro, 4ToObBI
NpeloTBpaTUTh  (POPMUPOBAHMM WHBArMHAIMK, KOJUIETHANbHO (Cpelud Bpayew,
3aHUMAIOIIUXCSl JAHHOM MAaTOJIOTHMEH) OBLJIO MPUHATO peuieHHe 00 yAaleHUH BCEX
NoJINIIOB JuamMeTpoM oT 1 cM. Ilpu mpuHATHM penieHuMss O MHUHMMAJIBHOM pa3Mepe
YAQISIEMOTO MOJIUIA TAKKE YUUTHIBAJIMCH TAaHHBIE MUPOBOU JuTepaTypsl [121].

ToncTokuIeYHBIX WHBAarMHAIMK TpH oOpaimieHuu MnanueHToB B Ham LleHtp
BBISIBJIEHO HE ObLIO, OJJHAKO paHee MPUYUHON 3KCTpeHHbIX omepauui y 3/50 (6%)
NAl[eHTOB  TOCIY)KWJa  TOJCTOKUIIEYHAs  HEMPOXOJUMOCTh,  OOYyCIIOBJICHHAs
WHBarvHaueu.

B kauecTBe KIMHMYECKOro INpHUMeEpa NpuBedeM ciydaid nauueHtku ., 21r.,
KOTOpasi 00paTuiach ¢ )xano0aMu Ha MEPUOINIECKOE B3AyTHE KUBOTA, TAHYIUE 00N B

)kuBote. M3 anamHe3a HN3BCCTHO, YTO C POXACHHUA Y ITAUCHTKH UMCJIACh IMUI'MCHTALUA
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KpacHO# kaiimMbel Ty0. B 15 mer mosBuwimmch kanoObl Ha pBOTy, ciabocth. [lpu
o0cneloBaHUM 10 MECTY KUTEIbCTBA MPUUYMHBI Kajno0 He BhIsBIEHbl. Hampasiena B
Hetckyto Mopo30oBckyio OOJbHHILY, TAe AuarHoctupoBaH cuniapoM Ileittma-Erepca.
OnepupoBana B 16 jier B oObeMe JanmapoTOMHUU, pacHpaBlICHHUs HHBaruHaTa, JIBYX
SHTEpOTOMHUH C ynaimenuem nosmna 5 cMm u3 JAIIK n monumna 3 ¢M M3 moOJAB3IOIIHOM
KUIIKY. B nanpHEeieM Ha IpOTSHKEHUU S JIET IIIaHOBbIE 00CTIEIOBAHMS HE TPOXOIUIA.
Brimenepeuncnennble xano0bl 6ecrokoaT okoio 1 rozga.

IIpu cOope ceMeiiHOrO aHaMHe3a: OTell MALMEHTKU cTpaaan cuaapomom lleitria-
Erepca, B 21 rog onepupoBaH B 00beMe pe3ekiuu ToHKkoN kummku — 100cm, B 45 net —
IIEPEHEC JIAapOTOMHUIO, JHTEPOTOMUIO, IOJIUIAKTOMHM; J€ NAUUEHTKU CTpaaall
cungpomom IlenTna-Erepca, mepeHec HECKOJIBKO OINEpaldii Ha KHUILIEYHHKE, YMEDP B
Bo3pacte 50 JeT OT paka JIETKUX. Y OTIa U JeJa TaKKe UMeNIach MUTMEHTAlUs KpaCHOU
KaiiMBbI Ty0.

[TaninenTtka Obla oOcaenoBana. [Ipy reHeTHYECKOM TeCTUPOBAHUY Y HEE BBISBIICH
natoreHHbli Bapuant B reHe STK1l: c¢.147C>G  p.Tyrd9Ter. Ilpu OJSI'JC:
MMOBEPXHOCTHBIN raCTPUT, NOJUNIbI ropu3oHTanbHOM yactu JAI1K 1o 1,5¢cMm, Ha Cy)KEHHBIX
OCHOBaHUsAX. [Ipu KOJIOHOCKONNU: B CPETHEN TPETU CUTMOBUIHOM KHUILIKHU ONPENEIISIICS
BBITSHYTBIM IOJMI pa3MepoM 3,5 CM, Ha JUIMHHOM HOXKe, KpacHoro ugera, 0-IP mo
[Tapmwxkckoit knaccupukanuu. PUCyHOK SMOK SmuTenusi ObUT B BHUJAE PACHIUPEHHBIX
kpunt. [Ipu KT-suTeporpaduu B cpemnelt 4actu MOAB3IOIIHON KUIIKH OIMPENEISICs
WHBAarvuHaT MpOTsHKEHHOCTHIO 6¢M. [IlupuHa npocBeTa OTAENbHBIX METENb MOAB3A0MIHON
KUIIKH JIOCTUTAJIa 3CM, YTO PAaCUECHUBAIOCH KaK KOMIIEHCUPOBAaHHAS TOHKOKHIIICYHAS
HEMPOXOUMOCTh (pUCYHOK 31).

YuuTtsiBasg BO3MOXHBIA PUCK JIEKOMIIEHCAIIMY TOHKOKHUIIIEYHOW HEMPOXOJUMOCTH,
OBLJIO  PEKOMEHJOBAHO  XHUPYPTrUYECKOE  BMENIATENbCTBO,  HAMpPAaBJICHHOE  Ha
pacrpaBlIeHE UHBArMHATA, SHTEPOTOMUIO, YAAJIEHUE MTOTUNA.

[TanmenTka  OT  omepanuu  KaTerOpUYeCcKHM  OTKasajacb.  BBINOIHEHO
SHJOCKONMYECKOE YNAIECHUE IMOJUIIA CUTMOBHUIHOM KHIIKW. [Ipu rucrosorunyeckom
VCCJIEOBAHUM: YJAJIECHHBIN MOJUII UMEJN TUIIMYHOE cTpoeHue nonumna llerrna-Erepca

(0e3 mpU3HAKOB AUCIUTA3UU ITTUTEIINS).
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Pucynox 31 — KomnstorepHas Tomorpadus ¢ BHyTPUBEHHBIM KOHTPACTUPOBAHUEM.
TOHKOKUILIEYHBIN MHBAaruHat (ykasan crpenkamu). [larmentka @., 20 net: A —

KOpOHapHas Mpoekius (Ipo10abHEIN cpe3); b — akcuanbHast npoekius (monepeyHblit

cpes)

[Tpu moBTOpHOM 00CTENOBAaHUU CIIYCTS | TOA AJi CHMXKEHUS JIy4eBOW HArpy3Ku
NALMEHTKH BBIIOJIHEHO Y3-UCCIIEIOBAHNUE KHILIEYHUKA, IPU KOTOPOM BBISBIEHO, YTO
TOHKOKHMILIEYHAs] MHBAarMHaIus coxpaHseTrcs. BHyTpu Ko1aOupOBaHHOTO BHYTPEHHETO
CJIOS OTIPEACIISAIOCh SK30(pUTHOE OOPA30BAHKE TUAMETPOM OKOJIO 4 CM, MPOKCUMANIbHEE
IMPUHA IPOCBETA MOAB3AOIIHON KUIIIKK COCTaBJsia 4 CM Ha MPOTSIKEHUHU 0KoJio 20 cM
(pucynoxk 32).

[TanpeHTKE MOBTOPHO pa3bsICHEH PHUCK OTKa3a OT OIE€paluy, CBSI3aHHBIA C
BO3HUKHOBEHUEM JEKOMIEHCAUM TOHKOKMIIEYHON HENPOXOAUMOCTH, BO3MOYKHBIM
HapyIICHHEM KpPOBOCHA0XEHMsI CTEHKH TOHKON KuIIKK U ee HekposzoM. [Ipu DI'C:
nonunsl B JIIIK 6e3 nunamuku B pocte. Ilpyu KOIOHOCKONMMM pocTa HOBBIX MOJMIIOB B

TOJICTOM KHUIIIKE HE OTMEUEHO.



Pucynoxk 32 — OxorpaMmma TOHKOKHUIIIEUHOTO nHBarnHara. [larmentka @., 21 roa: A —
IPOJIOJIbHBIN cpe3; b — monum B mpocBeTe TOHKOKHUIIEYHOTO HHBarnHata (1 — Hoxkka

noJyinma; 2 — roJioBKa moyinmna; 3 — CTCHKYM WHBaruHaTa)

B nnanoBoM mnopsake B Bo3pacTe 22 JIeT manueHTKa onepupoBaHa. Ilpum
WHTpaonepauoHHoN peBu3unu: Ha 30 CM NOpOKCUMalIbHEE WJICOIEKAIIBHOTO YTJia
NaJbIUPYETCs MOJUN Ha HOXKKe A0 1,5 cMm B nuamerpe, Ha 60 cM HpOKCUMallbHEE —
nHBaruHamus, B 20 cM aucrtanpHee cBs3ku Tpeitua — nonun 1o 1,5 cM B [[. MaBarunar
CaMOCTOSTENILHO PACTpPaBUIICS TPH peBH3WU. TpoduKa CTEHKH TOHKOW KHIIKU HE
HapymieHa. B mpocBere KMIIKM B 00JacTH HMHBardHalMM  MaJbIIMPOBAIOCH
NOJIMIOBUIHOE 00pa3zoBanue 10 4 cM B JI. BelnionHeHa onepaiivsi B 00beMe SHTEPOTOMUU
Ha 30 u 60 cM OT MJIEOIEKATIBHOTO YIJIa, TIOJIUIAKTOMUA. Y CTAHOBIIEHO, YTO MPUYUHON
WHBarvHaIuy OBLIN JBA PSIIOM PACIOJIOKEHHBIX MoJuma 10 2-2,5 cM B JI Ha JUIMHHBIX
HOKKax (pucyHok 33). Takke mNalMEeHTKE BBHINOJHCHA HWHTPAOICPAIMOHHAS
MHTECTUHOCKOIUS Yepe3 SHTEPOTOMHOE O0TBepcTHE: Ha paccTosiHUU 30 1 40 cM OT CBS3KH
TpenTua onpenensnucey no ogomMy nonuny A0 0,8 cMm B /[ Ha MMPOKOM OCHOBAaHMHM; Ha
20 cM — noqun 2,0 cM B [ Ha cy’keHHOM ocHOBaHuM; Ha 10 cM — 2 nmonumna o 1,0 cm B /1.
[IpousBeaeHo ux yaanenue. [Ipyu rucToaoruueckoM UCCIeIOBAaHUU: TUITUIHBIC TTOJTHUITBI

[TefiTua-Erepca TOHKOM KUIIKK 0€3 MPU3HAKOB IUCIIIIA3UH SIUTEIHS.
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Pucynok 33 — MnTpaonepanuonnsie potorpaduu. [lanuentka @., 21 roa: A —
pacnpaBiieHHE TOHKOKHUIIIEYHOTO MHBAaruHaTa; b — raMapTOMHBIE MTOJUIIbI, BEIBECHHBIE

4cpe3 SHTCPOTOMHOC OTBCPCTUC

JIaHHBIN KIMHUYECKHUN CITy4ald CBUAECTEIBCTBYET O TOM, UTO Yy MAIIMEHTOB MOYKET
CYIIECTBOBAThH JUIUTEIHHOE BpEeMsi KOMIICHCUPOBAHHAS KUIIIEUHAS HETPOXOIUMOCTh 0€3
KIMHUYECKUX TmposiBieHni. OpHako B 000 MOMEHT MOXKET HacTyluTh
JIEKOMIIGHCAllUA ~ TpOIecca, 4YTO  MOTpeOyeT  AKCTPEHHOTO  XUPYPTUUYECKOTO
BMeEIIIATEJIHLCTBA, KOTOPOE MOKET MPUBECTH, C OOJIBIIION J0JIeH BEPOSATHOCTH, K PE3CKITUU
y4acTKa KWIIKA B CBSI3U C HapyiieHueM Tpoduku Tkanen. [10aToMy MBI pekOMeHyemM
IIPY  BBISBIICHUM TOHKOKUIIEYHBIX HWHBAaruHallMi MPOU3BOJAUTH XUPYPrUUECKOE

BMCHIATCIIBCTBO B OTCPOYCHHOM IOPAAKE, HC JOXKUAASACh PA3BUTUA OCJIOKHEHUI.

3.6 XapakTepHuCcTHKAa 3JI0KAa4eCTBEHHbIX HOBOOOPA30BAHMH Y NALIMEHTOB U MX

poacTBeHHUKOB ¢ cuHapomomM Ileiitua-Erepca

3nokayecTBeHHbIe 3aboneBaHusi Obutk BbIsiBIEHBI y 11/50 (22%) mnanmeHToB.

Menwnana Bo3pacTa BeIsSBICHHS paka coctaBmiia 42 (41;48) (17-59) rona (pucyHok 34).
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Pak nerkmx
2 (9%), 41, 48 1eT

Myscauast 3/23 (13%)
48 (41;59) 1 (13%)

Pax xemynka
1 (4%), 59 net
f

.. MeTaxpoHHBIT PaKk
1-1 pak (2-ii pax)
=11/ 79 “
0=11/50 (22%) n=3/27 (11%)
v

_ Pak TOHKOH KHIIIKH

1(3,7%), 42 roma
Pak moJiKe Ty I0uHO Kene3st
1 (3,7%), 42 Tona
8 A J -
Wentmumst 8/27 (30%) Pak MOJOUHOM Xenezsr o> | Pak MOMOYHOI Kene3b
42 (31:48) (17;52) 2(7,4%), 31 1 48 net 1(3,7%), 39 net
. gepe3 .
Pak 1mreiika MaTKH 10 meT Pak TOJICTOI KHITIKIT
2 (7,4%), 41 u 52 roja 1 (3,7%), 58 ner
27 -
Pak AHYHHKOB epes He: Pak TOHKOH KHITIKH
2(7,4%), 17 u 29 net 1 (3,7%), 56 net

Pucynok 34 — Xapakrepuctuka 3HO y naruenTos ¢ CITE (N=11/50)

3HO cpenu manMeHTOB TMpeodiafaii y KEHIIMH 3a CYEeT OmyXoJiel
pEenpOIyKTUBHON cucTeMbl. CeayeT OTMETHTh, YTO OITyXOJIH KEHCKOHM TOJIOBOM chepbl
BO3HUKAIOT panbiie, yueM 3HO npyrux nokanmuzanuii. Y TpeX MalMeHTOK BBISBIICHBI
METaXpOHHBIE OIyXOJIM Pa3IUYHBIX JIOKaIW3amuidi depe3 8-27 5eT mocie ynajieHHs
NEPBOTO 3JIOKAYECTBEHHOr0 HOBooOpazoBanusa. Cmepts y 7/11 (64%) mnamueHTOB
HACTyIuja OT MporpeccupoBanus 3adosieBanus B Bo3pacte 42 (41;59) (39-62) ner. B
Hacrosmee Bpems 1/11 (9%) manueHT TPOXOAUT JICUCHHE B CHCIHAATM3UPOBAHHOM
IICHTPE IO MOBOY paka Jierkux. M3nedenue npousonuio y 1/11 (9%) nmanmentku ¢ 3HO
an4HUKOB U 2/11 (18%) mauueHToK ¢ alecHOKapUUHOMOM EHKH MAaTKH.

Cpemn 23 Onwxaimmx poactBeHHukoB, ctpanaBmux CIIE, cmepts ot 3HO
pa3IMuHbBIX JIoKanu3anuid Hactynuia y 21 (91%) marmenta B Bo3pacte 52 (35;56) (30-

62) net (pucyHok 35), u 2 ManueHTa NoruOIx Mo APYyTUM MPUIUHAM.
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| Pak TOICTOI KHIIKH
Pax xenymxa 5(33%), 30, 33, 40, 54, 62 mer
1 (12,5 %) [34 rona]

Pak TOHKOI KHIIKH
1 (8 %), 34 rona

Pak MODKETYIOMHOIT JKeTe sl
4(50 %), 33, 52, 56, 56 It

JKermmaer 8/8 (100%) || Myzxunnsr 13/15 (87%) Pak mopkeTy0qHOI Heme3sl
46 (34;54) (33;56) rozia I — 52 (40;56) (30;62) et [ | 2 (15%), 41, 56 net
1 (12,5 %), 40 ner
Pak merxux

3(23%), 52, 57, 62 Toza

Pak nerknx
2 (25 %), 41, 48 met

Pak cm3ucToil Hoca
1 (8 %), 56 roma

Pucynok 35 — Xapakrepuctuka 3HO y ponctennukoB ¢ CITE manuentos (N=21/23)

Cpenu poACTBEHHUKOB y MY>KUMUH MPeodiajall pak TOJICTON KUILIKHU U JIETKUX, Y
YKCHIIMH — PaK IMOJKEITYI0YHOM KeJIe3bl.

Cogubie nanHbie mo pacnpeneneauto 3HO cpenm 11 mamuentoB m ux 21
POJICTBEHHHKY TIpeACTaBieHb Ha pucynke 36. Cpemm 32 TanueHTOB €O

37I0KauyecTBeHHbIMU 0Opa3zoBanusmu 16 (50%) xeHckoro nouia.

30

25%
5 %
3 20 18%  18% 13%
¥ 15 13%
2 9%
S 10 6%
5 I 3% 3%
0 I H B
A S r & > 3
& T T
& é“* & + & f = m"“* &
& & 4 & S

Opraudsl, nopasedHoie 3HO

Pucynox 36 — Pacnpenenenue 3HO mo opranam (* pacmpenenieHre y >KSHIIUH)
p pactp y

VuyuteiBass HeOOJIBIIOE KOJUYECTBO MManqueHTOB, HaMH IIPOAHAIN3UPOBAHLI

XapaKTCPUCTUKHU BPECMCHN BO3HHUKHOBCHHS paKa B O6’beI[I/IHeHHOI71 rpyaric manucHTOB C
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CIIE u ux poacTBEHHUKOB ¢ moarBep:xkaeHHbIM nuarHo3om CIIE, ymepmnx ot 3HO

pazanunbix Jtokanusanui (N=32) (pucynok 37).

3aboneBaHue pakom

Mon =~ MyxunHel = KeHWuHeI

100% A

75% 1

T e A

25% 1

p=0.65
0% 1

0 10 20 30 40 50 60

BozpacT (neT)
S Myxumhei{ 36 36 35 31 21 10 3
C HeHuwHsl{ 35 35 34 29 19 8 0
0 10 20 30 40 50 60

BozpacT (neT)

Pucynok 37 — Kpussie Kamnana-Meiiepa, WILTIOCTPHPYIOIINE BEPOSITHOCTh PA3BUTHS

3HO y My>X4YMH U KEHIIMH B 3aBUCHUMOCTH OT BO3pacTa

JIJst JKEeHIIIUH MeJIMaHa W WHTEPKBAPTUIIHHBIA WHTEPBAl Bo3pacTa 3a00eBaHUS
3HO cocraBuia 45 (37;54) ner, ansa myxuut — 48 (33;56) net. CTaTUCTHUYSCKU 3HAYUMOI
Pa3HHIIBI MEXIY MY>KUMHAMH W KEHIITUHAMU HE BBISBJICHO.

J11st BEISIBIIEHUSI BO3PACTHOU TPAHUIIBI, TPH KOTOPOI BEPOSATHOCTH BOSHUKHOBECHHUS

paka pa3IM4HOM JIOKaJU3alui CTAHOBUTCS BBICOKOM, npoBeseH ROC-ananus (pucyHoOK

38).
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10

06
I

True positive rate

04

AUC = 0,69 + 0,064, 95% CI (0,565; 0,816)
p-value = 0,006

00
I

T T T T T T
0.0 02 04 0.6 0.8 1.0

False positive rate

Pucynoxk 38 — ROC-kpuBas 3aBucumoctu Bo3nukHoBeHus: 3HO ot Bo3pacta

ROC-kpuBasi monyuymwnach craTuctudecku 3Haummoin (P=0,006), omHako ee
wiomaas (AUC) cocraBuma 0,69+0,064, 95% AU (0,565; 0,815), uto roBoput 00
OTCYTCTBHH CBSI3U MEXY BO3PAacTOM M BPEMEHEM BO3HUKHOBEHHS PaKa.

Kpurepuem FOziena Obuta oToOpana Touka otceueHus (Cut-off), cocraBusmias 52
rojaa, Koropasi o0jagaeT BbICOKOU crienupuyHocThi0 B 95% mpu 95% JAU: (83;99) u
HU3KOW 4yBCTBUTEIHHOCTHIO B 41 % mipu 95% JIU: (24;59). B cBsi3u ¢ Tem, 4TO TeCT C
BBICOKOH CIelM(UIHOCTRI0 HanboJiee Mmoje3eH MpH MOJIOKUTEIHPHOM pe3yibTare, ero
MOXXHO HCTONB30BaTh it auarHoctuku 3HO, ogHako CTOMT MMETh BBHUAY HU3KYIO

YyBCTBUTEIBHOCTh TAHHOTO Kiaccudukaropa (pucyHok 39, Tabnuia 11).
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© ©  Sensitivity = 40,6 %, 95% CI (23,7; 59.4)
o ©  “ Specifity = 94,9 %, 95% CI (82,7- 99.4)

3abonesarHue pakom (0 - HeT; 1 - aa)
PI/ICYHOK 39 — TOqeqHBIﬁ Fpa(bI/IK IIyBCTBI/ITe.]'IBHOCTI/I, CHCIII/I(bI/I‘IHOCTI/I B03paCTa

pa3zsutua 3HO npu Touke orceuenus B 52 roaa

Tabmuma 11 — TaGnuna knaccudukamuu s auarHoctuku 3HO B 3aBUCHMOCTH OT

BO3pacTa nmpu Touke orceueHus (cut-off) 52 roma

30710TOM cTaHAApT Bcero
Pak “+” Pak “-”
Cut-off = 52 Pak “+” 13 2 15
Pak “-” 19 37 56
Bcero 32 39 71

Takum o6pazom, ROC-ananu3 He BBIABWI CBSI3U MEXKIY BO3PACTOM U BPEMEHEM

Bo3HHKHOBeHHeM 3HO y manuenrtos ¢ CIIE.
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3.7 CneKTp CONMYTCTBYIOUIUX MATOJOTrHYEeCKHX nmpoueccoB y nauueHTon ¢ CIIE

IloMuMO OCHOBHBIX KIMHHYECKHUX IIPU3HAKOB

3a007€BaHMsl, TaKHX Kak

raMapTOMHBIC IIOJIMIIBI KCIYAOUYHO-KHUIICYHOT'O TpPAKTd, Y HAIOIKUX ITAIIUCHTOB C CIIE

BBISIBJISUTUCH COMYTCTBYIOIIME 3a00J€BaHHUsA, 3a4acTyl0 TPEOYIOIIHE XUPYPrHUeCcKOro

BMeIIaTenbcTBa (Tabnuma 12).

Tabmuma 12 — CriekTp COMmyTCTBYIONTUX NaTOIOTHUECKHX MporieccoB y marueHToB ¢ CITE

Muoma matku 2/27 (8%)

®ubpoageHOMa MOJIOYHON
xenesnl 2/27 (8%)

JKenckast penponyKTuBHas ['enaroOunmapuas | Cnusucras L OlOBHOH MOSE
cucreMa cucrema HOCa (N=50)
(N=27) (N=50) (N=50)
['unepnnasus s3HIOMETPHS
3/27 (11%)
Kucroma ssMuHUKOB: CrapoM
— KHUCTOMa HEYTOYHEHHAas Kibbepa
1/27 (4%) 1/50 (2%)
— 2X CTOpPOHHSIS ) CrEapoM
_ ;gHzfgﬁgzisr;K})/j; /(247/0) [Tosmumel xkemunoro | Ilomumer ApHoJba-
p nysipst 3/50 (6%) | 1/50 (2%) | Kuapu 1/50
(8%) (2%)
— MYLMHO3HAs UCTaJCHOMA K eI IeKAMCHHAS
snuHUKOB 2/27 (8%) 0131
2/50 (4%)

Kak cnegyer u3 Tabmuipbl, Hauboyiee YacCTO BBISABISIOTCS COMYTCTBYIOIIHE

3a00JIeBaHMS KEHCKOM perOﬂYKTHBHOﬁ CUCTCMBbI, YTO CJICAYCT YUYUTHIBATL IIpU

MOHHUTOPHHIC OOJIBHBIX.
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I'JIABA 4. JEYUEHUE U AMBYJIATOPHBIII MOHUTOPUHT MALIUEHTOB
C CUHJIPOMOM MEATHA-ETEPCA

4.1 XapakTepuCTHKA XUPYPru4ecKUX BMeIATEIbCTB, IepeHeCeHHbIX

nanpueHTamu ¢ cunapomom lleiitua-Erepca

OcHoBHBIM KkiMHHYeckUM mnposiieHueM CIIE sBnsercs ocTpas KulleyHas
HEMPOXOUMOCTh, 0OYCIIOBJICHHAs] POCTOM TaMapTOMHBIX TOJUIIOB ¢ (hopMUpOBaHHEM
WHBarvHaIM{ ¥ MPUBOJAIIAS K OKCTPEHHBIM OTIEPAIIHSIM, BCIIC/ICTBUE HECBOEBPEMEHHOM
JMAarHOCTUKH 3a00J1eBaHus. B SKCTpeHHOM MOpsiIKke IepBUUHO ObLIO onepupoBano 32/50
(64%) maruenTa. Y 2/32 (6%) narueHToB 1UarHo3 ObLT yCTaHOBJEH B Bo3pacte 13 u 16
JIeT, OJIHAKO OHU HE MPOXOAWIM PEKOMEHIOBaHHBbIE OOCIEIOBaHUS, YTO IMPHUBEIO K
(hOpMHUPOBAHNIO TOHKOKHIIICYHOW WHBArMHAIIMKA C HAPYIICHHEM MPOXOAUMOCTH CITyCTS
9 u 12 ner. IloBogoM mJig MEPBOM 3KCTPEHHON OMNMEpallUU CIIyKUjda TOHKOKHUIIEYHAs
HenpoxoauMocTh Y 28/50 (56%) nmaIieHToB, TOJCTOKUIIICUHAS HETPOXOIUMOCTh Y 2/50
(4%) manmMeHToB, KPOBOTEUCHHE U3 KPYIMHOIO moJymma g0 6 cMm B J| B xenyake y 1/50
(2%) manueHTa U KpOBOTEUYCHHE M3 HOXKKH CaMOaMITyTHPOBABILIETOCS MOJIUIA TIPSIMOM
kumkd y 1/50 (2%) manmenTta. MenuaHa Bo3pacTta NEpBOM SKCTPEHHOUW omepaiuu
cocraBmia 19 (10;24) (0,5-35) nmetr (pucynok 40). Tombko y 10/32 (31%) manueHTOB
JMarHo3 OBLT yCTaHOBJIEH TOCTE IMEPBOM OSKCTPEHHOW ONepanuy Ha OCHOBAaHUU
MIPOBEICHHOTO MOP(}OJIOTHIECKOTO MCCIICIOBAHUS YIAICHHBIX MONHUMOB. J[Be n Oomee
AKCTPEHHBIEC OTIEPAIIHH T10 TIOBOTY KUIIEUHOH HempoxoaumMocTH repenecin 17/50 (34%)
nanueHToB B Bo3pacte 19 (15;31) (3-40) ner. OnHo¥ marueHTKH 0610 TIpoBeaeHo 10
OKCTPEHHBIX XHPYPTUYECKUX BMEMIATEIBCTB, OOYCIOBICHHBIX TOHKOKHIIICUHOMN
HEMPOXOJAUMOCTBIO, BBI3BAHHON WHBArvHAIUSIMH, HECMOTPSI Ha YCTAaHOBJICHHBIA paHee
JTMArHO3, B CBSI3M C OTCYTCTBHEM OOCIICIOBAHUS M CBOEBPEMEHHOTO SHIOCKOITUYCCKOTO

YAAJICHUA raMapTOMHBIX I1OJIMIIOB TOHKOM KHUIIIKH.



1-1 sKCcTpeHHas omeparst
v 32 (64%) manmneHTOB
[19 (10;24) (0,5-30) met]
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2-5 SKCTPeHHAsA OTIepaIlIst
v 17 (34%) nauneHTOB

Tepes 7 (3;24) (1-29) met

l gepes 5 (1;15) (0,1;30) et

2-1 TIIAaHOBasA OTIEPaIIA
10 manmeHToRB
[32 (24:45) (20-52) met]

3-7 nmmaHoBAasA ONEpAITIA
4 manmeHTa

gepes 5 (3;15) (2-25)aer

3 nIaHOBadA ONepalis
4 malmeHTa
[35 (29:43) (29:45) net]

gepes 6 1eT

4 mIaHoBas OIepaLs
1 manment

[19 (15;31) (3-40) net] 1epes 13 (4:20) (1-20)met [40 (20;56) (14-60) met] [20 met]
ugepes 6 (3:9) (0,1-13) et
3-51 SKCTpeHHAs OMepars 4-5 MIaHOBAS OTEPAIIITA
v 8 (16%) mauneHIOB N 2 marmeHTa
[17 (14:22) (9-33) 7tet] qepes 4, 20 met [20, 36 met]

gepes 7 (5;11) (5-13) met

4-51 SKCTpeHHAs OIepars
v 5 (10%) mauneHIOB
[22 (21:44) (21-46) net]

gepes 1, 6 et

5-51 SKCTpeHHAs OIeparis
v 2 (4%) narmeHToB
[B 15, 25 met]

gepes | rox

11-1 nnaHoBadA onepalls
y 1 mamrenTa
[B 44 roma]

10 3KCTpeHHBIX OIepaLii
v 1 (2%) namienta
[B BO3pacte 16-28 net]

uepes 16 1eT

Pucynox 40 — DkcTpeHHbIE U UIaHOBBIE oreparuu y nanueHtoB ¢ CIIE

B ninanoBoM nopsiake nepsudHo onepuposado 17/50 (34%) nauneHToB B BO3pacte
20 (13;24) (0,5-45) ner (pucynok 41). [1maHoBbIe orneparyivi BHITTOJHSIINCH 110 TIOBOTY
KOMITEHCUPOBAHHON TOHKOKHIIEUYHON HempoxoaumocTu y 10/50 (20%) udenoBek, mpu
HAJIMYUHA KPYTTHBIX, HEYJATUMBIX dHIOCKOMUYECKHA, HOBOOOPA30BAaHUM TOJCTOW KHIIIKU
y 5/50 (10 %) marmenToB u xenyaka y 2/50 (4%) nanuentoB. B nanpHeiem aBym
nanueHTaM 0e3 YCTaHOBJIEHHOI'O JMarHo3a Mociie MEepBOM IUIAHOBOW OIepalnuy Ha
KEITYJIKE U MPSMOU KUTITKE TOTPEOOBAINCH IKCTPEHHBIE XUPYPTUUIECKHAE BMEIIATEIHCTBA
10 TIOBOJYy TOHKOKHIIIEYHOW HEMpOoXOoAuMOCTH. OIMH W3 HUX OBLT ONEpHUpPOBaH B
AKCTPEHHOM TOPSAKE MO TMOBOAY TOHKOKHUIIIEUYHON HEMPOXOIMMOCTH CIycTs 9 jer, a
JIPYTo¥ TPUKbI SKCTPEHHO ONEpUpOBaH uepes 2, S u 13 ner.

JluarHo3 10 TepBOM IUJIAHOBOW oOlepaluv ObLT yCTaHOBJEH Juiib y 9/17
narueHToB. Pa3nmume Bo3pacTa MPOBEACHHS SKCTPEHHBIX M IIAHOBBIX OIEparuit

CTaTUCTUYECKU He3HauuMblI (p=0,42).
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-1 mmaHoBaA onepanns 2-1 3KCTpPeHHad ONepalIt 3-1 1 4-5 SKCTPEHHEIE ONEpaIlII
v 17 (34 %) mamieHTOB y 2 marmieHToB | mareHT
[8 20 (13;24) (0,5-45) ner] depes 2, 9 steT [B 4 u22roma] depes 511 13 jter [2 9 meT m 22 roma]

l wepes 11 (5;25) (4-36) metT

2-11 IUIAHOBAA ONePALIIS
y 11 (22 %) narmmentor
[B 33 (25:40) (6-48) roma)

Pucynok 41 — IlinanoBbIe U 3KCTpeHHbIE oniepanuu y nanueHTos ¢ CI1E

Ho 18 net nepBuuHo 66110 onepupoBano 24/50 (48%) nanuentoB (16 mamnueHToB
— B OKCTPEHHOM MOpsAKe, 8 MAalMeHTOB — B IJIAHOBOM Mopsjzke). Meaunana Bo3pacra
nepBoil omepanuu 10 18 mer cocraBuna 11 (5;14) (0,5-16) ner. IloBTopHO 10
COBepIIIeHHOIETHsI ObUTO mpoonepupoano 12/50 (24%) nanueHToB (8 MalMEeHTOB — B
SKCTPEHHOM TOpsiake, 4 mnanueHTa — B IUIAHOBOM MoOpsake). MeauaHa Bo3pacrta
MOBTOPHOM ornepanuu coctaBuia 13 (6;15) (3-16) ner.

V¥ 50 manureHTOB BBIMOJHEHO 73 SKCTpeHHBIX U 50 MIaHOBBIX onepanuil. Menuana
KOJIMYECTBA OIEPAIU, TIEPEHECCHHBIX OJHHMM MalueHToM, coctaBmia 2 (2;3) (1-11).
[Ipu skcTpeHHBIX omepanusx peserupoBaiock 95 (50;110) (20-180) cM KuIIKH, TpH
ranoBbIX — 10 (0;20) (0-50) cm, paziuuus OblLTH cTaTUCTHYSCKN 3HAUMMBIMHE (p<0,0001)

(rabsmma 13).

Tabnuma 13 — CBoaHbIE JaHHBIE TIO TIEPEHECEHHBIM MTEPBUYHBIM OTIEPAIUIM NaIlHeHTaAMU

¢ CIIE

[Tokazatenu DKCTpeHHbIe onepanud | IlIaHOBBIE OIEepaIiK
N=32/50 (64%) N=17/50 (34%)
Bospact nepBoii oniepaiiuu, JeT 19 (10;25) (0,5-35) 20 (13;24) (0,5-45)

[IprurHBI NEPBUYHBIX

OmEepaluii:

— TOHKOKHIIICYHAs 28/50 (56%) 10/50 (20%)
HETPOXOUMOCTh

— TOJICTOKHIIIEYHAs 2/50 (4%) 5/50 (10 %)
HETPOXOUMOCTh

— KPYIHBIN MOJIHII KETyIKa 1/50 (2%) 2 (4%)

—  €caMOaMITyTUPOBABIIUICS 1/50 (2%)

MOJIMI OPSIMOM KHILKHU
JInuHa pe3ennpoBaHHOU
KUIIKH, CM

95 (50;110) (20-180) 10 (0;20) (0-50)
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[Tpu nepBom o6cnenoBanuu B ®I'BY «HMMUIL] xononpoxronorun umenn A.H.
Pooxux» MunzgpaBa Poccum y  16/50 (32%) mnamueHToB OBUIM  BBISIBICHBI
TOHKOKHINIeYHbIe HHBaruHauuu u 6/50 (12%) mauneHToB KpymHbIE HOBOOOpa30BaHUS
(4/6 B TOHKOM KHUIIKE 1 2/6 B 000J0YHOM KHIIIKE), HEYAaTUMBbIe SHI0CKONMHYecku. Y 3/16
(18,7%) mnanveHTOB TOHKOKHUIIEYHbIE WHBArMHAIMM JUIMHOM 70 5 CM yj;aloch
pacmpaBuTh MPU SFHTEPOCKONUHU C OJJHOBPEMEHHBIM yIaJIEHUEM TraMapTOMHOTO TOJIMIIA,
SIBUBIIETOCS IPUYMHONW MHBAarMHAIIMK, YTO ObLIO MOATBEPKIEHO IPU KOHTPOIHHOM Y 3-
UCCIIEIOBaHNM KuIIeuyHuKa. OcTanbHbIE MalMeHThl ObUIM ONEPUPOBAHBI B TNIAHOBOM
nopsiake. Omepanuu  JOMONHSUIMCH 3HJOCKONWYECKUM YJaJIeHHEM TOJHUIOB 4Yepes

SHTEPOTOMHOE OTBEpCTHE (PUCYHOK 42).

Pucynox 42 — ntpaonepanmonnas gpororpadus. [laruent A., 50 net. Beenenue

9H/IOCKOTIA Yepe3 FHTEPOTOMHOE OTBEPCTHE C MTOMOIIIBIO0 PYYHOTO TTOCOOHS

[Tocne moCcTaHOBKM JHUAarHo3a MPU PETYJISIPHOM OOCIEIOBAHWU OIEpaIldy CTallv
MJIaHOBBIMU, XOTS JO0 BBEJICHHS B KJIMHUYECKYIO MPAKTUKY SHTEPOCKOMUH TPUMEHSIACH
BbIKUJATEIbHAS TAKTUKA. Pa3BUTHE SHIOCKONMMYECKUX TEXHOJIOTUI MO3BOJIUIIO YIAISATh
TIOJIMITBI U3 TOHKOW KUIIKU 0e3 aHTepoToMuu (Tabmuua 14). OMHOKPAaTHO MPOU3BOIMIH

yaanenue ot 1 7o 10 monunoB pazmepamu ot 1 10 6 CM B 1uameTpe.
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Tabmuma 14 — Yacrtora SHIOCKONMWYECKUX IOJUIIKTOMHUN W3 Pa3IUYHBIX OTJICIIOB

JKCIIYJOUYHO-KHUIIICYHOT'O TPAKTa

DHJIOCKOITMYCCKUE IMOJTUITIKTOMUHU
ITokazarenu Jlo mocranoBku nuar"osa | Ilociie moCTaHOBKM AuarHosa
N3 xkemynka
- 1 moaMMmIKTOMUS 2 (8%) 10 (20%)
- 2 MOJMIIPKTOMUU 1 (4%) 2 (4%)
- 3 MOJMIIPKTOMUU - 3 (6%)
- 4 TOUTIPKTOMUU - 1 (2%)
- 5 TOJIUTIIKTOMUN - 1 (2%)
W3 IIIK*
- 1 momummKTOMUS 1 (4%) 10 (20%)
- 2 TOJIUTIPKTOMUHA - 6 (12%)
- 3 OJIUTIPKTOMUHA - 7 (12%)
- 4 MOJUMIKTOMUU - -
- 5 TOJIMTIPKTOMUH - 2 (4%)
W3 TOHKOU KUILKH
- 1 MOJIMIAIKTOMUS - 16 (32%)
- 2 TIOJIUTIPKTOMUU - 9 (18%)
- 3 MOJUIIPKTOMUU - 2 (4%)
- 4 IOJIUTIPKTOMUU - 2 (4%)
- 5 MOJIMIIKTOMUI - 3 (6%)
N3 ToncToi KUIku
- 1 monumIKTOMHMS - 7 (14%)
- 2 MOJMIAKTOMUHU - 13 (26%)
- 3 MOJHUITIKTOMUHU - 1 (2%)
- 4 IOJTUTIPKTOMUH - 2 (4%)
- 5 MOMHUITIKTOMUH 1 (4%) 2 (4%)
- 10 mosMmKTOMUI - 6 (12%)
[Tpumeuanue: * JITIK — nBeHagmaTunepcTHast KUIIKA.

Tpunanuatu mnamueHTaMm, y KOTOPBIX MpHU MepBoM obOcinenoBanuu B DI'BY
«HMMUL] kononpokronoruu umenn A.H. Peixux» Munzapasa Poccun ObUI0 BBISIBIEHO
oT 10 7o 100 monaumnoB B TOHKOM KUIIIKE, MOTPeOoBanach oT 2 A0 5 3TANOB NOJUIIIKTOMUU
C MHTEpBAJIOM 2-3 Mecsua.

[Tocne ycranosnenus auarno3a CIIE u perymnsipaoro odcnenosanus 47/50 (94%)
HAIMEeHTOB YIal0Ch U30eXaTh a0OMUHATIBHBIX Orepaluii Ha npoTsokeHun 8 (4;13) (1-
13) ner. Ocranbubie 3/50 (6%) nmanueHta ObUIM MOBTOPHO ONEPUPOBAHBI B CBSI3U C

(I)OpMHpOBaHHCM TOHKOKHWIICYHBIX I/IHBaFI/IHaLII/Iﬁ B IIJIAHOBOM ITOPSIKC.
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[IpuBeneM KIMHUYECKUN IPUMED, B KOTOPOM MPOCIIEKUBAETCSI BCE MHOT000Opasue
XUPYPruYeCKNX BMEIIATENIBCTB, NepeHocumbix nanueHtamu ¢ CIIE, n ocioxHeHui,
CBSI3aHHBIX C ONEPALUIMH.

[Tanmentka /., 43 ner, o6parunack B ®I'BY «HMMUL] kononpokToaoruu uMeHu
A. H. Peoxux» MunzapaBa Poccun B 2021 roay c xano0amMu Ha TMEPUOIUYECKUE
CHacTHYECKUE U TAHYIIHE OOJHM B KUBOTE, HEO(POPMIIEHHBIN CTYJ C MPUMECHIO KPOBH,
c1aboCTh.

N3 anaMHe3a yJanoch BBIICHHTB, YTO C POXKACHUSA Yy MALMEHTKH HMEIACh
MUTMEHTAIUST KPacHOW KaiiMbl TyO, ¢ 13 7eT W Ha MPOTSHKEHUHM KU3HU OTMEUanach
aHeMusl C aJICHUEeM YPOBHS reMOrjio0rHa BILIOTh 10 47 1/11.

B 15 mer mamueHTKa BIEpBBIE ONEPUPOBAHA IO IOBOAY TOHKOKHMIIIEYHOU
HEMPOXOJUMOCTH B 00BbEMeE JIanapoTOMuH, Ae3uHBaruHanuu. CIycTs 2 HeJenu Mmocie
omnepanuy, y HEE BHOBb pa3BWIACh KAPTHHA TOHKOKMIIEYHOM HEMPOXOIUMOCTH.
BrimonHeHa penamaporomMus, AE€3MHBarvuHauus, SHTEPOTOMUSA, HOJUIDBKTOMUA. [locie
TUCTOJIOTUYECKOTO MCCIEAOBAHUS TMOJIMIIOB YCTAHOBIIEH AWArHo3 cuHapoma lleiitua-
Erepca. C 15 no 28 ner manuentka nepenecina 10 omeparuii mo moBoay TOHKOKHIIIEYHOM
HEMPOXOJUMOCTH, OOYCIIOBIICHHOW WHBarMHamuei. Taxke oHa OblIa  TPYOKIBI
ONEPUPOBaHa MO MOBOAY PAHHEW CIIA€YHON TOHKOKHIIIEUHOW HEMPOXoauMocTh. OHa u3
omepanuii  3aKkoHYMWIAach  (OPMHUPOBAHMEM  HWJIEOCTOMBI  C  BBIMOJHEHHEM
PEKOHCTPYKTUBHO-BOCCTAHOBUTEJIBHOIO BMeNIaTeNbcTBa CciycTss 3 rojga. Hauwmnas c
Bo3pacta 32 yer Ha npoTshkeHHH 10 JIeT manuMeHTKe MEpPHOINYECKH MPOU3BOAMIOCH
OHJOCKOIIMYECKOE yAAJICHUE TMOJHUIIOB W3 TOJCTOM KUIKK. IIpm mocinennem
TUCTOJIOTUYECKOM HCCIENOBAHUM B OJHOM W3 YAQJIECHHBIX MOJIMIOB TOJCTOW KHIIKH
3aMo0I03peHa aJCHOKAPLIMHOMA C WHBA3WEl B IOJCIM3MCTBIA CIOW. B CBsI3M ¢ 3TUM
oonpHast HampaBieHa B PI'BY «HMMUIL konompokrtomorun umenu A.H. Pvokux»
MunsapaBa Poccun. IIpu KOHCynbTalMy THCTOJIOTMYECKUX MPENapaToB: TaMapTOMHbBIE
nosmnsl Thna Ilentoa-Erepca, nanneix 3a 3HO He nonydeHo.

Taxkxe mamueHtka nepeHeciaa B 37-JI€THEM BO3pacTe YJaJ€HHE MYLUHO3HOU
LACTAICHOMBI JIEBOTO SIMYHUKA.

CemelHbBIM aHaMHE3 HE NPOCIeKUBaeTcs. Jlereil He umeer.
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[Tpu ocMoTpe: KOXKHBIE TOKPOBHI U BUJMMBIE CIIM3UCThIC Oneanbie. [lurmenTanus
KpacHO# KaiiMbl Ty0 M CIM3UCTOM IEK cinabo BbIpakeHa. IlaliMeHTKa MOHUKEHHOTO
nutanus (poct 164 cMm, Bec 48kr). [Ipn ocMoOTpe )KUBOTA TTOCIICONIEPAIIMOHHBIN PyOeT] 110
cpeauHHOM auHUK 30X5 cM, B HUXKHEW TPETU KOTOPOTO OTMEYAETCS PACXOKICHUE
amoHEeBpO3a, IYMOK OTCyTcTByeT (pucyHok 43). JXuBOoT HE B3IyT, MSITKUH,
6e30one3HeHHbId. [lo MaHHBIM 1a0OPATOPHBIX HCCIEAOBAHMM HMMEETCS CHIDKCHHE
remoryioouHa 10 90,6 r/n, obmero 6enka a0 44 /1, ankOymMuHa 110 26 1/11, Kaaus 1o 3,7

MMOJIb/JI.

Pucynok 43 — ®ortorpadus xxuBoTa nanuentku ., 43 rona

[TareHTKE BHIMIOJIHEHO KOMIUIEKCHOEC HHCTPYMEHTAIBHOE 00CIIeIOBAaHUE.

OT'IC: B kenyIKe ONpeIesIOTCs MHOKECTBEHHBIC AMUTEIHATbHBIE 00pa30BaHuUs
o 0,4 cm B amametpe, dhopmupyromue "KoBep', B Teye XKemyaka — 2 TaMapTOMHBIX
nosrna g0 1,5 cm B JI. B JIITK umerorcs 20 snurenuansHbIX 00pa3oBanwmii 10 1,0-2,0 cm
B JIMAMETPE HA CY>KEHHBIX OCHOBAHUSX, KOHTAKTHO PAaHUMBI, «TaMapTOMHOI'0» BHUJIA.

KomoHOoCKommMs: BO BCEeX OTJHENax TOJCTOM KHIIKU BBISIBICHBI MHOKECTBCHHBIC
nonunel oT 1,5 10 4 cM B JauaMeTpe Ha JJIMHHBIX HOXKaxX C (opMHupoBaHUEM
KOHIJIOMEpaToB. B JHUCTanbHOW 4YacTH CUTMOBHJHOM KHUIIKM HMEKOTCS YYaCTKH C

MHO>KECTBEHHBIMH PYOIIaMH (COCTOSTHUE TIOCIIE IHAOCKOIMMYECKUX MOJTUITIKTOMHUI).
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KT-suTeporpadusi: Ha ypoBHE ABEHAAIATUICPCTHON KHUIIKH, METENb TOIICH U
IPOKCUMAJbHBIX OTAEJIOB TMOJB3JOIIHOM KHIIKM OTMEYAIOTCS MHOTOYHMCIIEHHbIE
BHYTPUIIPOCBETHBIE o0Opa3zoBanusi pasmepamu oT 0,9 cm mo 4,3 cm. Tak xe
BU3YAJIM3UPYETCS TOHKO-TOHKOKMIIEYHAs MHBaruHauus 3a CBA3kod TpeiTua
MPOTSHKEHHOCTHIO 10 5,9 cm. [IpocBeT netens TOHKOW KUIIKK HEPAaBHOMEPHBIH OT 1,3 cMm
710 3,9 cm (pucyHok 44). B 000/109HOM KHUIIIKE, 3aII0JHEHHON PETPOrpaHo, OTMEUYAOTCS
MHO>KECTBEHHBIE BHYTPUIIPOCBETHbIE 0Opa3oBaHus pazMepamu oT 0,9 cm mo 3,5 cwm.
[Ipocser paBHOMEpHBIN 10 4,5 cM. YUnThIBas HAIMYKME NHBAarMHALMN, BUICOKAIICYJIBHOE

HCCIICAOBAaHUC HE BBIIIOJIHAIOCH.

Pucynoxk 44 — KomnerorepHas Tomorpadus sHTeporpadusi ¢ BHyTpUBEHHBIM

KOHTPACTHUPOBAHUCM (TOHKOKI/IIHGIIHaﬂ HHBAIrnHAallWA — YKa3aHa CTpeJ]KaMH).

[Tarmmentka /., 44 roga: A — kopoHapHas mpoekius; b — akcuanbHast IpoeKIus

[Ipu Y3-uccnenoBanuu: ¥Y3-npu3HaAKd OYaroBOM KUPOBOU AUCTPODUU TICUCHH.
Huddy3Hble U3MEHEHUs MOJHKEITYAOYHOM XKeye3bl. Y 3-MPU3HAKKM aHTMOMHOJIUIIOMBI
npaBoi o4yku. [IpocThie KUCTHI TOYEK. Y BeNnYeHHE 3a0PIOIIMHHBIX TapaaopTAIbHBIX U
Me3eHTepuaabHbIX JUM(DOy310B. Muoma marku 16x10 mMm. Kucroznoe oOpazoBaHue
paBoOro sIMYHUKa (BEposiTHO, TepaTroma). ['mapocanbnuHkC crpaBa. JIeBbIH SUYHUK

yaaneH. Y3-Npru3HaKu CIa€yHOTO MPOIECCa B MAJIOM Taszy.
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HpH MOJICKYJIAPHO-TCHCTUICCKOM HCCIICA0OBAHNHN BBIABJICH MaTOTr€HHBIN BApPpHAHT
B rene STK11 €.735-1G>A.
HpI/IHI/IMaH BO BHHMAHHUC MHOXCCTBCHHBLIC XHPYPIrUiCCKUEC BMCIIATCILCTBA B
AHAMHC3C, CHACYHBIN Imponccc B 6pIOIIIHOﬁ IIOJOCTH, JICHCHHMC Ha4YaTo C
BHHOCKOHHHCCKOﬁ ITOJIMIIDSKTOMMHH nus3 KCITy JOYHO-KHUIICYHOT O TpaKTa. HpI/I

WHTECTUHOCKOIIUY UMEJINCh MHOKECTBEHHbBIE MOJUITBI TOHKOW KUIIKU (PUCYHOK 45).

Pucynox 45 — Ounodororpaduu Tonkoi kumku. [Tanuentka .: A, b — Bun

raMapTOMHBIX ITOJIMIIOB, BBISIBJICHHBIX B ITPOICCCE MHTCCTHUHOCKOIINU

[TanmenTka nepeHecna 5 3TaNnoB 3HAOCKONUYECKOro yaaneHus 30 monumnos 110 4
CM M3 TOHKOM KUIIKHU U 7 3TanoB 3HAO0CKonuYeckoro yaanenus 50 monumnos ao 1,5 — 4
CM U3 TOJICTOM KHIIKHU (PUCYHOK 46).

IIpu rucronormyeckom wuccienopanuu: 1) momunel Ileditua-Erepca HIIK ¢
XpPOHUYECKUM BOCHAJICHHEM B CTPOME; 2) TMOJUIBI TOHKOM H TOJCTOM KHIIKH

MpeACTaBICHbl TUTMYHBIMU raMapToMHbiMuU nonunamu [leittia-Erepca (pucynok 47).



Pucynok 46 — ®otorpadust yaaaeHHBIX OJJHOKPATHO MPU SHTEPOCKOMUU TaMapTOMHBIX

nosunoB. [lamuentka /1.

Pucynox 47 — Tunmanoe mopdoaornyeckoe CTpoeHne TaMapTOMHOTO TIOJIUTIA TIPU
cunapome [leiitia-Erepca (okpacka reMaTOKCHIMH U 303UH, X5): APEBOBUIHO
BETBSIIUECS IMyYKH TJ1aJJKOMBIIIEYHBIX BOJIOKOH (yKa3aHbl cTpesnkamiu). [Tarmentka /1.,

44 rona

[Ipy mnocmegHedl 3HTEPOCKONMU CHOYCT 2 TrojJa OT Hadaja JIeYEHHUs
opueHTHpoBOYHO Ha rpanune JIIIK wm TOwEeld KWIIKM BBIABIEHO 3 KPYMIHBIX
KOHTJIOMEpaTa MPOTSHKEHHOCTRI0 OT 6 10 15 oM, 3aHMMaronmx a0 1/2 OKpyKHOCTH
KULIKK, OCHOBaHUS 00pa30BaHUI HE BU3YaJU3UPOBAIUCH. BBLIO pEIIeHO BBHIMOJIHUTH

IJIAHOBOC XUPYPIru4eCKOC BMCIIATCIIbCTBO JIAIIapOTOMHBIM JOCTYIIOM.
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[Ipu peBu3MM OTMEUAETCA BBIPAKEHHBIM CHACYHBIA IPOLECC, TOHKAS KHUIIKA
paciipeHa, HauOOJIbIINN ee TUaMeTp Ha YPOBHE CBSI3KU TperTiia COCTABIISI OKOJIO 6
CM, TJIe OTpEEesSeTCs TOHKOKHUIIeUHAs WHBAaruHamus, pukcupoBaHHas cmaiikamu. Ha
BCEM IMPOTSHKEHUH TOHKOW KHIIKMA NalblaTOPHO ONPEACISUINCh MHOKECTBEHHBIE
OTAEIBHO pacnoiiokeHHble noaumnsl ot 0,5 10 3 cm B /I, a Takke 8 KOHIIIOMEpPATOB OT 5
no 15 cm B nuamertpe. [locie anre3nonv3uca BBINOJHEHA JE3MHBArMHALNS KUIIKH. B
00J1aCTH MAIBIIUPYEMOTO KOHTIIOMepaTa Mo MPOTUBOOPHIKECUHOMY KPato TOIIECH KUIIKU
BBITIOJTHEHA HHTEPOTOMMS: BHU3YyaJIM3UPOBAH KOHTJIOMEpAT, COCTOSIIIMN U3 TOJHUIIOB
paszHoro nuamerpa — oT 5 MM 70 5 cM (pucyHok 48). Ilpu momomm yabTpa3ByKOBOTO
CKAJIBIIEJNS, & TAKKE IIyTEM NEPECECUEHNUS Ha 3a)KUMax C NPOLIMBAHUEM HOYKKH TIOJIUIIOB

BBIITOJIHCHO UX YAAJICHUC U3 YKaSaHHOﬁ 30HBI TOIHCﬁ KHIIIKH.

Pucynok 48 — UnTpaoneparmonnsie potorpaduu. [Manuentka /1., 44 rona: A —
KOHIJIOMEPAT raMapTOMHBIX IIOJIMIIOB HA YPOBHE CBA3KM 1penTtna; b — peBnusus
KoHIIoMeparta; C — yaaneHre raMapTOMHBIX IIOJIMIIOB YEPE3 S3HTEPOTOMHOE OTBEPCTHE

C MIOMOMIBIO TAPMOHHUYCCKOT'O CKAJIBIICIIA

Yepes YHTEPOTOMHOE OTBEPCTHE  BBINOJIHEHA  HMHTpAOINEpalMOHHAs
MHTECTUHOCKOMNMS. DHAOCKOI TPOBENIECH A0 YPOBHS TEPMUHAIBHON YaCTH MOIB3OIIHOMN
KULIKA C TOMOIIBI0 py4yHOro mocobus. Ha BceM mpoTskeHMHM OCMOTPEHHOM YacTu
TOHKOW KHILIKH BU3yaJIU3UPyETCA 8 KOHINIOMEPATOB pasMepoM 10 8 cM B /I, cocTosmmx
U3 IOJIMIIOB HA HOXKaX, ramMapToMHOro Buja. Taxke omnpexpensinoch 10 monaumnos

anajornyHoro Bujma 10 3,0 cm B JI Ha HOxkax pasmepamu ot 0,7 mo 1,5 cm.
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[TocnemoBaTenbHO BCE BBISBICHHBIE HOBOOOpa3zoBaHus pazmepom Ooiee 1,0 cMm Oblm
OTCEUEHbl JHJIOCKOMMWYECKOM TMeTiel MeToaoM (parMeHTapHON 3IIEKTPOIKCLUU3UH,
CTPYIIBI CHhOPMHUPOBATIUCH XOPOIIIO, KPOBOTEUCHHUI HE OTMedaiock. Hanboiee kpyrHbIe
nedeKTbl YKPBIThl 3HIOCKOMWYECKUMH KiurcaMu. [loaunoBugHbie HOBOOOpPa30BaHUS
ramaptomHoro Buga ot 0,5 go 1,0 cM B JI He ynmanmsiauch B CBSI3U C OOJBIIOM
TPaBMaTHYHOCTHIO OIEPALMA W HU3KMM PHUCKOM HHBaruHauuu. llociie wu3BieueHus
9HOCKOMA JMe(EeKT B CTEHKE TOIIEW KHUIIKU YIIUT ABYXPSAIHBIM mIBOM. JlanapoTomHas
paHa yImTa 4epes BCe CIIOU.

Ha 12 cyrkm y mnamueHTKH OTMe4YeHa pBOTa IBeTa KodeitHoi rymm. [lpum
AKCTPEHHOM TacTPOCKONHUM B JKEIYAKE BBISIBICHO OOJBIIOE KOJIUYECTBO KPOBSHBIX
CTYCTKOB, MPH JETAIBHON PEBU3UU HUCTOYHUK KPOBOTECUCHHSI YCTAHOBUTH HE YAAJIOCh.
VYuuTeiBas Haau4yMe MPU3HAKOB IPOJOJHKAIOLIETOCS KPOBOTEUYEHUS, MAIIMEHTKA
omnepupoBaHa B 00beMe peanapoTOMHUM, PEBU3UH, PU KOTOPOU SHTEPOCKOM MPOBEICH
3a CBsI3Ky TpeWTia, rae ompeaeisics sS3BEHHBIM aedekT, 6e3 MpHU3HAKOB aKTUBHOTO
KpoBOTeueHUs. B 30Hy s3BeHHOro nedexra BBEJACH T€MOCTATUYECKUN pacTBOP
['emo06mok. [Ipu nanpHeiieM NpoABHKEHUU YHTEPOCKOIA U3MEHEHHM HE BBISIBIICHO.

Ha 14 cytku y OonbHOM BHOBb MOSBHJIACH PBOTA I[BeTa KO(EHHON TyIIH.
[TanieHTKE  BBINOJHEHA  pENAnapoTOMUs,  Pa3lElIEHHE  CHAaeK, OJHTEPOTOMUS,
HHIOCKOMUYECKAasi PeBU3USI TOHKON KHUILIKH, MPU KOTOPOM B 0OnacTu cBsizku TpeiTia
OTpENeNsUIOCh HOBOOOpa30BaHME Ha TOHKOM HOXke pasmepoM 0,9 cM, mioTHOMN
KOHCHUCTEHIIMU, TOJHOCTBbIO TMOKpPHITOE HajleToM (UOpPUHA CO CTYCTKOM KPOBH.
BrinonHeHa 3KCTpakuuys CryCcTKa MPU MOMOIIM 3HAOCKONMUYECKOW METIH, MOCIE YETO
HAYyaJIoCh aKTUBHOE KpoBoTeueHue. HoBooOpazoBaHue ObUIO YyJalI€HO MPU MOMOIIU
’HAOCKONMUYECKOUW metriu B pexume Forced coag, cTpynm copmupoBaics XOpollo,
JOCTUTHYT TeMOCTa3. 3aTeM Ha JIOKe YJAJICHHOT0 HOBOOOPA30BAaHMS YCTAHOBJICHBI 2
AHAOCKOMNYECKHUE KIIUIICHL. B mociienyomem nocieonepaiioHHOM IIEPUO/IE TPU3HAKOB
KPOBOTEYEHHUSI HE OTMEYAIIOCH.

Ha 25 cytku nociie nepBoi onepauuu BoisiBieHa 3BeHTpanus. C 1enblo aganTanuu
KpacB paHbl U €€ 3aXHUBJIEHMS, ycTaHoBieHa VAC-cucrema ¢ OTpULATEIbHBIM

nasineaneM 100 MM pr. cr. (pucyHok 49). Ha 30 cyTkum OTMEUYEHO yMCHBIICHUC B
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pa3mepax aedexra JJanapoTOMHON PaHbl, YTO MO3BOJIMIIO HAJIOKUTh BTOPUIHBIC IIBHI C
MMOBTOPHBIM ycTaHOBIIEHHEM V AC-CUCTEMBI, CMEHA KOTOPOX MTPOU3BOAUIIACH KAXKbIE 3-

4 nas. Ciycts 2 HefeNnu MalueHTKa ObuTa BRIMMHCAaHAa Ha aMOyJIaTOPHOE JOJICIMBAHNE.

Pucynox 49 — ®otorpaduu nocneonepanmonHoi pansl. [lanmentka /1., 44 roga: A —

aBeHTpaIus Ha 25 cytku; b — Bun pansl ¢ VAC-cucremoii; B — coctosiame

ITOCJIEONEPALTMOHHON paHbl IIPHU BBINTACKE HA 39 CyTKu

AHanmu3upysi UCTOpuIO 3a0oJjieBaHMs TalueHTKu [l., clienyer OTMeTUTbh, 4TO
4acTOTa oTepanui ¢ Bo3pacra 15 mo 28 et o0ycinoBieHa TeM, 9TO €il He POU3BOIUITUCH
IUTAHOBBIE OOCJEIOBAaHUA C BO3MOXHBIM JHJIOCKOIMUYECKUM YyJIaJCHUEM TOJIHUIIOB
HECMOTps Ha ycraHoBieHHbIN auarHo3 CIIE B Bospacte 15 ner. Takxke y manueHTKH no
MECTY >KMTEJIbCTBA MPHU TMCTOJOTUYECKOM HCCIIEOBAaHUH Oblja OmHrO0OYHas TPaKTOBKa
MOpP(OJTOTUYECKOH KapTHHBl YJAJICHHOIO TIOJMIA, YTO MOTJO TPHUBECTH K
runiepauarsoctuke 3HO ¢ BrITeKaronmM 0TCI0/1a 00HEMOM OTIEpaIuu.

B npoTHBOMOJIOAKHOCTH BBILIEU3T0KEHHOMY KIMHUYECKOMY CIIy4ar0 MpPHUBEIEM
KIIMHUYECKUNM TIpUMEp TMalMeHTKH Y. Takxke 0e3 cemeitHoro anamuesa. /luarnos CIIE
OBLT 3amo/I03peH B Bo3pacTe 24 JeT Ha OCHOBAaHMHM HMMEIOIICICS MUTMEHTAINHA TY0 U
HOJTBEPK/ICH BhIsiBIeHHeM Oosbioi aeneruu (del 7,8) B rene STK11. [TanuenTtka panee
He Obl1a onepupoBana. [Ipu sng0ocKkonueckoM o0caea0BaHUM BbIsIBIIEHO 10 MOJIUIIOB 10
3 cM B /| B ToHKOM Kuiike 1 3 mionumna A0 4 cM B /| B Toscroi kuiike. [TpousBeneHo ux
SHJIOCKONMHUYECcKoe ynaineHue. Mopdooruueckas KapTHUHA YJAJCHHBIX TOJUIIOB
COOTBETCTBOBaJIa raMapToMHbIM nosmnam lledtma-Erepca. Ilpm  kKOHTpOJBHOM

MCCJICIOBAaHUM CITYCTS T'OJl B TOHKOM Kuike onpenenserca 10 monumo g0 0,6 cm B /1, B
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TOJICTOM KHWIIIKE TOJIUIOB HET. TakuMm 00pa3oM, MpU CBOCBPEMEHHOW JIMAarHOCTHKE
3a00J1€BaHUsl E€JUHCTBEHHBIM METOJOM JICUCHUSI MOXET CTaTh HJHJAOCKOMUYECKOE

YAAJICHUC TaMapTOMHBIX ITOJIMIIOB U3 KCJIYJOYHO-KMIICYHOI'O TpaKTa.

4.2 XapakTepucTHKA OCJI0KHEHUH, CBA3aHHBIX C XUPYPIrUYeCKUMH

BMeELIATEeIbCTBAMM, Y MalUeHTOB ¢ cuHapomoM Ileiitua-Erepca

[IpoBeneHa olieHKa OCIOKHEHUM TOCIIE XUPYPIUUECKUX BMEIIATEILCTB (Tabiuiia

15).

Tabnuua 15 — YacToTa OCI0KHEHUN MTPU PA3IMYHBIX ONEparusax

Bunbr onepanmit YacToTa OCIIOKHEHU I
Okcrpennsbie onepanuu (N=73) 7 (9,6%)
[TnanoBeie onepanuu (N=50) 2 (4%)

QHHOCKOHI/I‘{CCKOG YOAJICHUC ITOJIUIIOB

(N=272) 5 (1,8%)

Haubonpimas yactora OCIOXKHEHHUN OTMEUEHA IOCJIE JKCTPEHHBIX Omeparui
(rabauma 16).

B ux cTpykrype ObuiH:

1) paHHSS chacyHas TOHKOKHINIEYHAS HEMPOXOJUMOCTh Yy 4 TAIMEeHTOB,
noTpeOoBaBIlas aIre3u0JIU3UCa;

2) HECOCTOSITEILHOCTh TOHKOKMIIIEYHOTO aHAacTOMO3a y 2  MAalMeHTOB,
COMPOBOK/IAIOIIASICA TIEPUTOHUTOM, MPUBEAIINM K PAa300IIEHUI0 aHACTOMO34;

3) Me3eHTepUaNbHBIA TpoMO03 y 1 marnuenTa, norpedoBasmmii pezekiuu 180 cm
TOHKOM KUIITKA U POPMHUPOBAHUST EFOHOCTOMBI.

[Tocne mmaHOBBIX XUPYPTrUIECKUX BMEIIATEIIHCTB OTMEUEHBI OCIIOKHEHUS TOJIBKO
y | manyeHTKu B MO3JHEM MOCJIEONEPALMOHHOM IEPUOAE B BUJIE KPOBOTCUEHUS M3
ocTaBIierocs noymna auamerpom 1,0 cm, BeposiTHEE BCEro, TPAaBMUPOBAHHOTO BO BpEMs

MHO>XECTBEHHOM HHTpaOHepaHHOHHOﬁ MOJIUIIAKTOMMHU U3 TOHKOU KHWIIKW, 1 9BCHTPAILINH,
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CBSI3aHHOM C MHOI'OKPATHBIMHU  JIAIIAPOTOMHUSAMHU, J[ICPCHCCCHHBIMU HaHHeHTKOﬁ,

0COOEHHOCTIMH YHIMBAHUA 6pIOIHHOﬁ CTCHKH, OIITMCAHHBIMH HAMMH BBIIIIC.

Tabnuua 16 — CriekTp OCIOXKHEHUN PU Pa3IMYHBIX OMEPAIHUSIX

DKCTpCHHBIE [TnanoBbIC OHIO0CKOMUYIECKOE
Xapaxkrep
OCITOKHEHI orepanuu orepanuu yAaJIeHUe TTOJIUIIOB
(N=73) (N=50) (N=272)
1) nepdoparnus
- xxenynka 1 (0,4%)
- AIK 1 (0,4%)
- CHTMOBHTHOH
WuTpaomnepa- xumku 1(0,4%)
ITUOHHBIC - _ 2) KpOBOTEUCHHE
- U3 XKeIyJKa
1 (0,4%)
- U3 TOLIEU KHUIIKU
1 (0,4%)
1) pannsisi cnaeyHas
HEMPOXOAUMOCTS 4
(5,5%) 1)  kpoBoTecueHHE
[Tocneomnepa- | 2) HecocTosATenbHOCTH| 1 (2%)
IIUOHHBIC | TOHKOKHIIIEYHOTO 2)  3BeHTpaus
aHactomo3sa 2 (2,7%) | 1 (2%)
3) Me3eHTepuaIbHbIN
Tpom603 1 (1,4%)
YYalIEeHHBIN CTYJI 10
Otnanennsle | 4-6 pa3 B cyTku 4 _ _
(5%)

[Ipy SHOOCKONMUYECKUX BMEIIATEIBCTBAX MPOU3OIUIA HUHTPAONEPALIMOHHbBIC
OCIIOXHEHUS. B cTpyKType ociokHeHHid ObLIH 1Mo oHOoM niepdopanun xemyaka, 1K,
CUTMOBUJIHOM KHIIIKH M HEKOHTPOJUPYEMOE KPOBOTCUCHHE IMPHU YIAJCHUM TOJIUIA U3
YKEJTy/IKa U TOHKOW KUIIIKU, IPUBEAIINE K BBITTOJHEHUIO SKCTPEHHBIX OMEpaIiuii.

Takum 00pa3oM YacToTa OCJIOKHEHUW TMPU IHAOCKOIMUYECKOM yAaJIeHUU
raMapTOMHBIX IMOJIMIOB OblLTa MeHbIle U cocTaBuia 1,8% (5/272) npotus 9,6% (7/73)
IpU IKCTPEHHBIX XHUPYPIHUYECKUX BMEIIATEIbCTBAX, YTO SBIISIETCS CTATUCTHUYECKU
3HauuMbIM (p=0,0047), 1 He oTIMYasach OT YAcCTOThl OCJIIOXKHEHHI NIpPHU IUIAaHOBBIX

Xupyprudyeckux memarenbcts 4% (2/50) (p=0,3).
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Ha ocHOBaHWU BBIIIEHU3IOKEHHOTO CIIEAYET OTMETHUTh, YTO BCE OCJIOKHEHHUS,
BO3HHKIIIKE y MAIMEHTOB BO BPEMS W IIOCIE OIEPATHMBHOIO JICUCHHS, MPHBEIH K
BBITTOJIHEHHIO SKCTPEHHBIX XUPYPTrUIeCKUX BMEIIATeIbCTB. OHAKO JCTATbHBIX HCXO0/I0B
Cpe/iv TMaIMeHTOB He OBLITO.

B otnmanennsie cpoku y 4/50 (8%) marmeHToB, mepeHecmux Oojiee 3 onepaiuii,
COITPOBOXKIAIOIINXCS PE3CKIMI OOMIMPHBIX CETMEHTOB KHIIKH, OTMEYAIOCh yJallleHUE
cTyna 0 6-8 pa3 B cyTku. OJHAKO CHHIPOM KOPOTKOH KHIIKH, XapaKTCPH3YIOUIHICS
pa3BUTHEM MaJbJAWTCCTHH M MalbaOCOpOIMH, MOTepeil Beca, y HAIUX MAIlMEHTOB HE

HaAOJII01a€TCH.

4.3 Mopdoaornyeckasi XapaKTepUCTUKA YAAJEHHbIX IMOJHUIIOB

PeTpocniekTuBHO MPOAHAIU3UPOBAHBI pe3ybTaThl MOPGOITOTHYECKUX
UCCJICIOBAaHUI OWOINTATOB M yAAJEHHBIX MOJUIOB, mpoBeAeHHBIX B PI'BY «HMMUI]
koJioripokTosioruu umenn A.H. Peoxkux» Munzapasa Poccun.

Ha srane o6cnenoBanus Obu1o U3yueHo 22 OuonTaTa U3 Kenyjaka, 31 OuonTar u3
JAIIK u 32 Ouwontara W3 TOJICTOM KHIIKH, TOJYYCHHBIX MPH IHIAOCKOMUYECKHUX
uccinenoBanusix. OOcneqoBaHUE TOHKOM KHUIIKU BBIMOJHSJIOCH HEWHBAa3MBHBIMU
METOJaMHU, YTO HE MO3BOJSJIO MPOU3BOJUTH 3a00p Marepualia U3 MOJMIOB TOHKOU
KUIIKKM. Hanuune TaKoMBIIIEUYHbIX ITYYKOB, XapakTEepHbIX i nonunoB lleiiTua-
Erepca, onpenensiiocs B 2/22 (9%) pparmenTax OMONICUHHOTO MaTepualia U3 KelyaKa u
B 10/32 (31%) dparmeHTax OHWOICHMHOrO MaTepuajla M3 TOJCTOW KuImkd. Hwuskas
4acTOTa BBISIBJISIEMOCTH TJIAJIKOMBIIICUHBIX IYYKOB B OHOINCHMHOM Marepuale
CBHUJICTCIILCTBYET O TOM, UTO B OOJBIIMHCTBE CIIy4yaeB OHUOINCHUS  SBJISIETCS
HEUH(OPMATUBHOM.

[Ipu >HIOCKONMMYECKOM YJAJCHUU TOJUMOB U3 KEIYJOYHO-KUIIEYHOIO TpaKTa
JUISL CHIDKEHMSI TpaBMATH3allMM CTEHKM KHILIKKA MPU MHOTOKPATHOM MPOXOXKJIECHUU
anmapatoM HU3BJIEKAJCS TOJIBKO OJIMH HauOoJiee KPYIMHBIA TOJHUI C TIOMOIIBIO
SHJIOCKONIMYECKON TMETJIM «Ha BBIXOJIE», TaK KaK JUAMETP aCIHUpPAlMOHHOIO KaHala

9HAOCKOIIa MCHBIIC AWMAMCTpa YAAJISACMBIX ITOJIMUIIOB. HpI/I 9TOM YYUTBIBAJIN HU3KUI
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npouent aucrutazuu/atunuu (0,24%) raMapTOMHBIX TIOJIMIIOB MO JIAHHBIM JIMTEPATYPbI
[69]. TIpu xupyprudeckux BMEIIATEIbCTBAX U3YUaIUCh BCE yAaJICHHBIC TOJIHUIIBIL.
Bce wuccnmenoBaHHBIC MOMUIBI UMETH THUIUYHYIO MOP(GOJIOTHYECKYI0 KapTHUHY,

XapaKkTEpHYIO JJIs TaMapToMHBIX nosunoB [leiria-Erepca (pucynok 50).

Pucynox 50 — Tunmanoe mopdomoruueckoe CTpoeHne raMapTOMHOTO TTOJIUITA TIPU
cunapome [leditiia-Erepca (okpacka reMaTOKCHJIMH U 303WH, X5): APEBOBUIHO

BCTBAIIUCCA ITYYKH I''TAAKOMBIIICYHBIX BOJIOKOH (y'KaSaHBI CTpeJ'IKaMI/I)

OOpazoBaHusi ObUIM TPEICTABICHbI BETBSIMIMMUCS MyYKaMU TJIaJKOMBIIIEYHBIX
BOJIOKOH B  ()UOPO3UPOBAHHOW CTPOME, TIOKPBITBIX KHIICYHBIM  DIUTEIHEM,
COOTBETCTBYIOIIMM OTJACNY KHUIICYHHKA, U3 KOTOPOTO YIAJSUICS TOJHIM, C OOJBIINM
KOJIMYECTBOM OOKAJIOBUIHBIX KJIETOK, KieTkamu [lanera, rpynnamu neopMupoBaHHBIX,
KHCTO3HO-PACIIUPEHHBIX KPUTIT O€3 TPU3HAKOB TUCTUIA3HH.

bruio uccnenoano 27 moxumno JAIIK, 255 nonumnoB Toako# kumiku, 100 moaumnos
TOJICTOW KHIIKH (Tabmuma 17).

Ouaru sposuit umemuch B 2/27 (7%) nonunax, yaanenneix u3 JIIK, B 27/255
(11%) — Tonxoit kumku u B 13 (13%) u3 TONCTON KMILIKH. DTO, BEPOSITHEE BCETO,
00YCIIOBJIEHO TOBBIIICHHON MOABUYKHOCTHIO TOJIMIIOB B CBSI3M C HAJIMYHMEM JJIMHHBIX

HOXKCK.
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Tabmuna 17 — Mopdonorudeckass KapTiHa MOJIUIIOB KETYJOYHO-KHUIIIEYHOTO TPaKTa y

nammenToB ¢ CIIE

JIIK ToHkas kuIka Toncras kumka

[Tokazarenu (N=27) (N=255) (N=100)

Ilomune! IlenTHa-

Erepca 27 (100%) 255 (100%) 100 (100%)

Quaru spo3uil 2 (7 %) 27 (11%) 13 (13%)

Ouaru mu3koit (low
grade) nucmnazuu
SIUTENNUS B
noyimmax [lefTia- 2 (7%)
Erepca
Ouaru BbICOKOH
(high grade)
IUCIIIA3UHU

SIUTENNUSA B -
noymmnax Ilenrmna-
Erepca

JIvme B 2 monumax JAITK y ogHo# narueHTKH ObLIM BBISABIACHBI odarn low grade
nucrutazuu anutenust. Ouaros high grade nucnnasuu, a Takke aTUIUU HE OOHAPYKEHO.

JIa 3HO Ttonkoi 1 ogHo 3HO ToJCTOM KHUIIKH B HAIIEM HCCICIOBAHUH OBLIN
npeCTaBiIeHbl yMepeHHO nuddepeHupoBaHHON ajieHOKapIMHOMOM. [Ipu 3TOM Henb3s
OBLTO OIPEICIUTh, BOSHUKIIN JIH OMYXOJIU M3 TaMapTOMHBIX TIOJUIIOB WK de NOVO.

Hcxoas u3 BEIIEU3IIOKEHHOT0, MOKHO CAEJIaTh 3aKJIFOYSHUE, YTO TOJIBKO ITOJTHOE
yaajieHue u MophoIornueckoe UCCaeJOBAaHUE TTOJIUIIAa MOXKET TTIOMOYb B YCTAaHOBJICHUM
nuarnosa cuaiapoma llertna-Erepca, B CBSI3M € 3TUM MBI HE PEKOMEHIYEM BBINOJIHATH

OMOIICHIO, & TPOU3BOIUTH MOJUIIIKTOMHUIO.
4.4 Knuaudecknii MOHUTOPUHT namueHToB ¢ CIIE
B Hactosiiiee Bpemsi B Hamied CcTpaHe OTCYTCTBYIOT PEKOMEHJAIMHU IO

monutopunry mnamueHtoB ¢ CIIE [21]. Cxpununr mnamuentoB ¢ CIIE gomxken

MpeCjaca10BaTh ABC LCJIN:
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1) BbIIBIEHHE KPYHHBIX I'aMapTOMHBIX IOJIMIIOB, KOTOPHIE MOTYT MPUBECTU K
WHBarvHaIMy U KUIIEYHOU HEMPOXOAUMOCTH;

2) oOHapy>KEeHHE 3710Ka4eCTBEHHBIX HOBOOOPAa30BaHUI HA PAHHEH CTaIUU.

[Tocne ycTaHOBIIEHHS AUarHo3a v jeueHus Bce Hamu nanueHTsl ¢ CITE npoxoannm
obcnenoBanus 1 pa3 B 1-2 roja, BKIIOYAKOIIME HE TOJIBKO HMCCIEIOBAHUE KTy J0OYHO-
KHIIIEYHOr0 TpakTa, HO U cKpuHUHT 3HO paznuunbix nokanuzanui, Tak kak npu CIIE
MOJKET MOpaKaThCs 1000 opraH, COAEPKATUN ATUTEIIHA.

Menunana npocnexxeHHocTH 50 manueHToB coctaBmia 3 (2;13) (1-13) roma ot
MomeHTa obOpamienus B ®I'bBY «HMMUIL] komomnpokronorun umenu A.H. Peokxux»
MunzapaBa Poccun. [lo noctmwkenus 18 net 48% nanueHTOB MepeHecan XOoTs Obl 0JHO
XUPYPruyecKOe BMEMIATENBCTBO 110 MOBOAY KMIIEYHON HEMPOXOAUMOCTH, a enie y 25 %
MAlIUEHTOB MOJIUIBI TOHKOW KHIIKU KIMHUYECKH MPOSBWIKNCH K 25 TOJlaM, 4TO TaKkKe
noTpedbOBaI0  XUPYPrudecKoro BMemarenbcTBa. llociie MOCTaHOBKM — JIMArHoO3a,
€KETOJHOT0 OO0CJIEeIOBaHUS M JIHAOCKOIMWYECKOTO YJAJICHHS TOJIUIIOB HU Y OIHOTO
HAIIeTo MalKeHTa He ObUIO BBIMOJHEHO SKCTPEHHOTIO0 XUPYPTrUYECKOTO BMENIATeIbCTBA
B OTVIMYKE OT JABYX MAIIMEHTOB C YCTAHOBJIICHHBIM JIMArHO30M, KOTOPbIE HE MPOXOAIH
pekoMeHoBaHHbIe oOcneaoBanus. OHU ObUIM ONMEPUPOBAHBI B SKCTPEHHOM IOPSIKE
crnycts 9 u 12 ner nociie nocTaHOBKHU JIUArHO3a.

Ha  ocHOBaHMM  BBIIIEH3TIOKEHHOTO  CIEAYET  PEKOMEHAOBaTh  BCEM
COBEpUICHHOJIETHUM TMalMeHTaM ¢ ycTaHoBIeHHbIM nuarHo3oMm CIIE mnnaHoBoe
o0clieIoBaHUE JKEIIyJJOYHO-KUIIIEYHOTO TpakTta 1 pa3 B roxa, Bkitouaromiee I JIC,
kononockonuto, KT/MPT-saTeporpaduio ¢ BHyTpHBEHHBIM KOHTpacTupoBaHueM. [1pu
OTCYTCTBUU TOHKOKHUIIIEYHBIX WHBArMHATOB MOKA3aHO BBITIOJTHEHNE BUACOKAIICYIHLHOTO
uccae0BaHust Jjisi 00Jaee TOYHON TMarHOCTUKY JIOKAJIM3AlUK U pa3MepoB noyumnoBs. [Ipu
BBISIBJICHUW TaMapTOMHBIX TOJIMIIOB JuaMeTpoM Oosiee 1 cMm, MpeaCcTaBISIONIUX PUCK
WHBAarvHaIMU U CKPHITOTO KPOBOTECUEHHUSI BCIAEJACTBUE TPaBMATH3ALIUH, TIPOU3BOUTH MX
HHIOCKOMUYECKOE YIaJIEHUE B MJIAHOBOM MOPSJIKE.

Cnenyer otrmerutb, 4to mnpu KT/MPT wuccnegoBaHusix TOHKOW KHIIKA
CKaHUPYIOTCS HE TOJIBKO TOHKAsI KMIIIKA, HO U OpraHbl OPIOUTHOM MOJIOCTH U MAJIOTO Ta3a,

YTO MO3BOIAET BBIABILATE 3HO BHEKMIIEUHON IOKanu3auuu. B HameM y4upex1IeHuu npu
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IUTAHOBBIX 00CIICAOBAHUAX OBLIM BBISIBIICHBI HA MO3AHKMX cTafausax y 4/11 manuentos 3HO
KETyIOYHO-KUILIEYHOrOo Tpakra: | pak xemyaka B Bo3pacte 59 ner, 1 pak
MIOJIKEITyT0YHOH JKeJie3bl B Bo3pacte 42 net, 1 pak TOHKOM KUIIKU B Bo3pacte 42 net u 1
METaxXpOHHBIN paK TOJCTOW KMIIKH B 61 rox. KpaliHe Ba)XHO MOJYEPKHYTh, YTO BCE
BBISIBJICHHBIE PAKU SBUJINCh MHTEPBAIbHBIMU, PA3BUBLIUCH B TeueHue 1 rona. B cBs3m ¢
BBINICH3JI0)KEHHBIM, HaunHast ¢ 40 JeT, Mbl pekoMeHayeM BeIMoaHATE MPT OpromHoit
MOJIOCTH U MAJIOTO Ta3a ¢ KOHTPACTUPOBAHUEM 2 pa3a B Iof.

Takxke BceM mNalUeHTaM IMpU IUIAHOBBIX TOCHUTAIU3ALMIX IPOBOAMIIACH
peHtreHorpadus gerkux. OJIHaKo 1Mocie rOCIUTAIN3aluu B TeUeHne oqHoro rogay 2/11
nanueHToB ¢ 3HO Ob1 BBIABICH pak Jerkux B Bo3pacte 41 u 48 jer ¢ oTnaneHHbIM
MeracrazupoBanueMm. [loaromy mirst nuarHoctukun 3HO Jerkux Mbl pEKOMEHIYEM BCEM
nanueHTaM mnocie nocranoBku guartoza CIIE BeimonusaTs ¢ 18 ner pentreHorpaduio
nerkux 1 pa3 B rox, a ¢ 40 ner 2 pa3a B roj, Npu COMHUTENbHBIX pe3ynbTaTax — KT
JIETKHUX.

VY 19/27 (70%) nauuentok ¢ CITE nmenach natonorus >keHCKUX penpoayKTUBHBIX
OpraHoB, BKJIIOYAIOIIAs HE TOJBKO JOOpokauecTBeHHbIC 3a0oneBanust y 13/27 (48%)
MAIMEHTOK, HO M 3JI0KAYECTBEHHbIE HOBOOOpa3oBaHMs: SUYHUKOB y 2/27 (7,4%)
nanueHToK B Bo3pacte 17 u 29 ner, meiiku matku —y 2/27 (7,4%) nauuentok B 41 u 52
roya, MojiouHou sxene3nl — 2/27 (7,4%) B 31 u 48 ner. [loaToMy BceM marmeHTKaM,
HayuHas ¢ Bo3pacTa 18 neT ¢ ycranoBineHHbIM quarao3oM CITE HeoO6xoauMo rmocTaHoBKa
Ha y4YeT Yy THUHEKOoJora ¢ o00s3aTelIbHbIM €KEroJIHbIM O00CIIEIOBAHUEM COIJIACHO
KJIMHUYECKUM peKoMeHJanusM 1o BbisiBieHH0 3HO SUYHUKOB, IMIEMKH MAaTKH,
MOJIOYHBIX JKeJie3, BKIItouaroliee Y 3-ucciieJoBaHuE MaTKU C MPUJATKAMH U MOJIOYHBIX
Keles, OmpeneneHne ypoBHsS oHKomapkepoB PDA, CA-125, nwuronormueckoe
ucciegoBanne Ma3koB ¢ mreku MaTtku. C 40 netr Y3-uccienoBaHne MOJIOYHBIX JKEJIE3
3aMeHsieTCs MaMMorpadueil.

Hamu ObUTO NPUHATO pelIeHne HE TPOBOJUTh CKPUHUHT IPYTUX OPraHOB, TaK Kak
4acTOTa pa3BUTHS paka MHOM JIOKAJIM3ALUK KpaliHe MaJla ¥ MPAKTUYECKH HE OTINYAETCS
OT YacTOThbl Pa3BUTHUs B o0mmIed nomynsiuu. OJHAKO MPHU BBISIBJICHUU B CEMEHHOM

aHaAMHE3€ CJIy4aeB 3JI0KAYECTBEHHBIX 3a00JIEBAHUM JPYTUX PEAKUX JIOKAIA3alUi
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(roJIOBHOrO MoO3ra, CIM3UCTOM HOCA M Jp.) MBIl PEKOMEHAYEM COOTBETCTBYIOIIEE
o0cneoBaHue y CIENUAIMCTOB-OHKOJIOrOB 3a 5 JieT 10 Bo3pacta auarHoctuku 3HO y
KPOBHBIX POJICTBEHHHKOB.

Onyxonu smuka u3 kierok Cepronu y nauueHtoB ¢ CIIE cocrtaBmsor 9% mo
naHHbeIM tuTepatypsl [ 130]. B HaiieM ucciieoBaHUM OHU HE BCTpEYaauch. TeM He MeHee
myxxunHbl ¢ CIIE nomksbl HabmogaThest y yposioroB. Omnupasch Ha peKOMEHAAlUU
EBpormeiickoro o6miecTBa JIETCKOW TacCTPOIHTEPOJIOTHH, TE€NaTOJOTUU U THUTAHUS
(ESPGHAN) 2019 roga Y3-uccnenoBanue ssM4eK oKa3aHo MPOBOJUTH C Bo3pacTta 4 jiet
Kaxpie 2 roga [77].

Pexomenanmu o Bo3pacty u BugaMm oociegoanus aetet ¢ CIIE nomxHbI OBITH

pa3paboTaHbl IeUaTPaAMU.
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3AK/IIOYEHUE

B Hacrosiee BpeMsi, HECMOTPSL Ha Pa3BUTUE MEIUIMHCKUX TEXHOJOTHM, OCTPO
CTOUT MpoOJieMa JUArHOCTUKH, MOHUTOPUHTA U JICYCHHUS MAIMEHTOB C CHUHAPOMOM
[TenTua-Erepca.

Hanmnuuwe nump eAMHWYHBIX MOyOJMKAaIMd B OTEYECTBEHHOM JIMTEpaType,
MOCBSIIICHHBIX B OCHOBHOM HM3YYEHHUIO KIMHUYECKHX CIIy4aeB OOJBHBIX CHHIPOMOM
I[lefitua-Erepca, moOynunu Hac K MPOBEACHUIO COOCTBEHHOI'O KIIMHUKO-T€HETUYECKOTO
uccnenoBanuss S50 mammentoB ¢  CIIE, oOpatuBmuxcs B DIBY  «HMUL
kojonpokrosiorun nmeHu A.H. Pepkux» Munznpasa Poccuu B nepuon ¢ ssuBaps 201 1.
no nexadpp 2023r. Mennana Bo3pacta NallMEHTOB HA MOMEHT NIEPBBIX KaJI00 COCTaBUIIA
11 (6;18) (0,5-24) ner, na momenT rnepBoit omeparuu — 17 (11;24) (0,5-45) ner, yto
COOTBETCTBYET JJaHHBIM MHUPOBOM JUuTepaTtyphl. OTHAKO MeuaHa Bo3pacTa Ha MOMEHT
MOCTAHOBKH JMAarHo3a y Hammx nanueHtoB Owbuia 23 (15;34) (1-53) met, Toraa xak 1mo
nanHbeiM Salloch H. u coaBT. cpeqnuil TaTEHTHBIN MEPUOJT MEXTY MOSBICHUEM TEPBBIX
cuMnToMOB M noctaHoBkor auarHo3a CIIE cocraBnsnm 2 roga. [lpu stom Hanmuue
NEPUOPAIIBHOM  NUIMEHTallMM,  CEMEWHOro  aHaMHe3a B COYETaHUU  C
raCTPOIHTEPOJIOTHYECKUMU JKaJI00aMU, aHEMUEH JTOJDKHBI OBLITM HaTaJIKUBATh Bpada Ha
Mbicib o cuHapome Ileittna-Erepca. Tem Ooiiee, 4TO MeTaHMHOBAs MUTMEHTAIIHS,
sBistoascs kimmHndeckum Mapkepom CIIE, 6su1a BeisiBiiena y 100% Hammx naiueHToB,
a ceMmMelHbIM aHaMHe3 mpociexuBaics B 52% (23/44) cemeii. HecBoeBpemeHHas
MOCTAaHOBKA JIMAarHO3a MPHBENIa K TOMY, YTO B AKCTPEHHOM TMOPSIKE MEPBUYHO OBLIO
npoornepupoBano 64% (32/50) mamueHTOB. A TIOBOJAOM JIJIsi TIEPBOM DKCTPEHHOMU
omepaluy CIyXKuJia TOHKOKHUIIEYHas Hemnpoxoaumocth y 28/50 (56%) mnanueHToB,
TOJICTOKUIIIEYHAsI HETPOXOAUMOCTh Y 2/50 (4% ) manmeHToB, KPOBOTEYEHUE U3 KPYITHOTO
noynuna a0 6 cMm B J| B xenyake y 1/50 (2%) manueHTa M KpOBOTEUYEHUE W3 HOXKKHU
caMOaMIyTHpOBaBIIErocsi mojuna mpsmond kumku y 1/50 (2%) mamumenrta. Taxxe
ClIelyeT OTMETUTh, YTO TOCJE TUIAHOBBIX ONEPAIMi HA KEITYJIKEe W MPSIMOW KHIIKE 2
NalKUeHTaM ¢ HEYCTAHOBJIEHHBIM JUArHO30M MOTPEOOBAIUCH IKCTPEHHbBIE OMEPAINU 110

moBOay TOHKOKMIIIEYHOM HCTIPOXOJUMOCTH.
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W3 anmamHe3a manueHTOB OBLIO YCTAaHOBJIEHO, YTO B HAIllEeM HCCIIEIOBAHUM B
Bo3pacte 710 18 ner 6nu10 onepupoBano 48% (24/50) manueHToOB, YTO HUXKE YACTOTHI B
uccnenoBannu Hinds R. u coasr. (68%). IloBTOpHO 10 COBepmIeHHONETUS OBLIO
npoonepupoBano 24% (12/50) manmeHToB, Toraa kak B uccienoBanuu Hinds R. u coaBr.
— 39% [62]. D10 MOXHO 00BsICHUTH TeM, uTo Hinds R. Opai nanHbie o manuenTax 3a 70
JIeT, KOTJa eIie He ObUIM Pa3BUTHI DHIOCKOMWYECKUE TEXHOJOTHMH U MPUMEHSIACH
BBDKHIATENIbHAS TaKTUKa. TeM He MEHee C JIaHHBIM 3a00JIeBaHHEM TMEPBBIMU
CTaJKUBAIOTCS MEIUATPbl U OT HMX MPABUILHOM TPAKTOBKH CHUMIITOMOB 3aBUCHUT
MOCJIeyoIas Cy/1b0a marueHTa.

Jlns BBIABJIICHUS TPYNN pHCKa o0s3aTeleH cOop CceMeWHOro aHaMHe3a U
COCTaBJICHUE peructpa. B Haliem uccieIoBaHUM ITPU COCTABICHUU POJOCIOBHOM B 24/44
ceMbsx BbIsABICHO 42 pebenka. [Ipu oOcnenoBanuu 19 nerelt maToreHHBIM BapuaHT B
reHe STK11 ananoruusslii poauTenbckomMy BbisiBieH y 15/19 (79%) nereid, u y 4/19
(21%) nereit maroreHHsie BapuaHThl B reHe STK11l orcyTcTBOBamM, YTO TMO3BOJIMIO
cuutaTh uX 310poBbIMU. Y 10/15 nereti ¢ I1B B rene STK11 auarso3 Obl1 yCTaHOBIICH Ha
JTOKIMHUYEcKoM ctaguu. Becem aetsim ¢ 1B Obuta pekomeH0BaHa MOCTaHOBKA HA yUYET B
CIICIMAIM3UPOBAHHBIX ~ NEAUATPUUYCCKUX  IIEHTpaX, OCTalbHBIM  23/42  aeTsam
pEeKOMEHI0BaHO TeHeTndyeckoe TectupoBanue s uckinroueHus CIIE. Takum oGpazom
CBOEBpEMEHHas nuarHoctuka cunjpoma Ileitia-Erepca u oOcneqoBaHue malueHTOB
MOTYT TIO3BOJIUTh UM M30€KaTh SKCTPEHHBIX XUPYPIrUUECKUX BMEIIATEIIbCTB.

Hcxons W3 BBIMIEU3IOXKEHHOTO cieayeT, uro npu noao3penur Ha CIIE mis
NOATBEPKACHUSI JUarHo3a CJleAyeT pEKOMEHAOBaTh MPOBEACHUE MOJIEKYISIPHO-
reHeTH4YecKoro TectupoBaHusi reHa STK11 BHe 3aBUCMMOCTH OT BO3pacTa MallUCHTA,
MOCKOJIBKY pa3fIn4HbIe MaTOreHHble BapuaHThl B TeHe STK11 oOHapyXuBaroTCs OYTH B
90% cemeii. Cnenyet noguepkHyTh, uto 10/39 (26%) I1B Hamu onucaHbl BIEpBBIE, UTO
pacIIMpuiIo CIEKTp paHee 0OHAPYKEHHBIX MaTOreHHbIX BapuaHTOB B reHe STK11. Oto
NOATBEPKAACTCS TEM, YTO BbIsiBIICHHbIE HaMu [1B He BcTpeTuinch B 6a3ax IaHHBIX T€HOB
yenoBeka (Www.hgmd.cf.ac.uk, www.ncbi.nlm.nih.gov/clinvar). Baxxuo ormMeTuTh, 4TO
B 3apYOEKHBIX UCCIEAOBAHUIX KPYIHbBIC JIeJeUU COCTABMISAIOT 10 30% OT BBISBICHHBIX

[1B B rene STK11, Torna kak B Hamei rpyrmnme NarMeHTOB WX YacToTa coctaBuia 15%.
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Tem He MeHee BBISIBIICHUE KPYITHBIX JCJICIUA TOBOPUT O HEOOXOAMMOCTH BKIIFOUCHHUS B
pyrunnyto JJHK-auarnoctuky merona MLPA.

B xoxe uccienoBanus NaTOreHHbIE BAPUAHTHI, BO3HUKIIWE (€ NOVO, BBISBICHBI Y
49% (18/37) marmenToB, uTo BhIlIe 25-45% maHHBIX MHUPOBO# nuTeparypsl [28, 39, 93,
103].

[IpoTuBOpeunBbIC JaHHBIE O HAJUYHE KIMHUKO-TEHETUYECKUX KOPPENSIHi B
3apyOexHou aurepatype [28, 46, 57, 86, 121] moOyauau Hac MPOBECTH COOCTBEHHBIM
aHam3. [Ipy TEHeTHYeCKOM TECTUPOBAHWM HAIMX IMAIIMCHTOB YCTAHOBIICHO, YTO
naToreHHble BapuanThl B TeHe STK11 nokanuzoBanuck co 109 mo 1011 xomaupyromuit
HYKJICOTH/I, ¥ HEe OBLTO BBISBIICHO CBSI3M BO3pacTa MaHU(peCTauu 3a00JIEBaHUS C TEM MU
WHBIM Y4acTKOM TeHa. KpoMe Toro, HamMu He BBISIBJICHO Pa3Iuduil MEX Iy TMalMeHTaMHU C
MHUCCEHC-BapUaHTAaMU U TAallMeHTaMUd C HaJIUYUEeM BapUAHTOB, MPUBOAIIUX K
YKOPOUCHHUIO KOJIUPYyeMOTo Oelika, B oTiauuyue ot uccienoBanuss Amos C. |. u coasr.
Bospact manudecramnun 3adoneBanus B 3Tux rpymmnax cocraswi 11 (5;16) (0,5-24) ner
u 13 (7;18) (1-24) mer COOTBETCTBEHHO, UTO SIBJISETCS CTATUCTUYECKH HE3HAYHMMBIM
(p=0,6). Taxke cpeau WICHOB OJHON CEMbH U CPEIM HEPOJCTBEHHBIX MAIMEHTOB, HO
UMEIOIIMX OJIMHAKOBBIC TATOTCHHBIE BapUaHThI, OMHCAHO CYIIECTBEHHOE pa3lInyue
BO3pacTa MEePBhIX KaJT00 U APYruX GEHOTUITUICCKUX MTPOSBICHHH 3a001eBanusl. IMEHHO
9TH (aKThl MPOBEJACHHOTO HAMH aHAIM3a TO3BOJIMIIN CAENATh BBIBOJ 00 OTCYTCTBUU
TeHETUKO-()EHOTUITUYECKON KOPPEISIIIUU Y POCCHICKUX MAIlUEHTOB.

«30JI0TBIM CTAaHAAPTOM» 00CIICTOBAHUS SBJISIOTCS HHBa3UBHBIC SHIOCKOTTMICCKUE
METOJIbI, TIO3BOJIAIONIME MPOU3BOAUTH 3a00p Mmarepuana s MOpP(OIOTHIECKOTO
uccienoBanus. [Ipy OMOTICMM HaTWYKME TIAJIKOMBIIICYHBIX ITyYKOB, XapaKTEPHBIX JJIS
nonunoB Ileittina-Erepca, onpeaensuiocs aumib B 2/22 (9%) gparmeHTax MojaunoB u3
xemynka u B 10/32 (31%) dbparmentax monumoB u3 TojicToi kuiku. Huskas dacrtora
0OHapyKCHHS TJ1aJIKOMBIIICYHBIX MTYYKOB B OMOIICHITHOM MaTepHalie CBUJICTEILCTBYET O
TOM, 9TO B OOJIBIIMHCTBE CITy4aeB OWOICHs SBJsieTCs HemHpopMmaTtuBHOU. Mcxons u3
3TOr0, MBI CJIENalld BBIBOJA, YTO TOJBKO TOJHOE YyAAJICHHE U MOP(OIOTHIECKOe
WCCJICIOBAHME TIOJIMIIA MOYKET IIOMOYh B YCTAHOBJICHWHW JMarHo3a cuHiapoma IleriTia-

Erepca. IloaToMy Ha 3Tarne o0ciieJoBaHUSI Mbl PEKOMEH]IyEM BBIIIOJHATh HE OMOIICHIO, a
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IPOU3BOIUTH TOJHOIIEHHOE yIaJieHue nonuna. Bpauam-maromopdonoram He00X01UMO
TIOMHUTH O SIBIICHUU «TICEBJIOMHBA3UW» B raMapTOMHBIX ronumnax [leitia-Erepca n naxe
py HEOOIBIIMX COMHEHUSX JIJIs1 UCKITtoueHus runiepanarnoctuku 3HO pexomeHnoBaTh
BBITIOJIHEHUE [TUTOJIOTMYECKOTO UCCIIEIOBAHUS JUIsl HCKIIIOYEHUS! aTUITUHU KIIETOK.

[Ipu ob6cnenoBanun Hamwmx nanueHToB ¢ CIIE ycTaHOBIIEHO, YTO 4YacToTa
MOPaXEHUs OTMAEIIOB >KEIIyJOYHO-KUIIIEYHOTO TPaKTa HE OTIUYACTCS OT €BPOMEHCKUX
narnueHToB (p>0,05) u 3HAYMMO BBINIE MO CpaBHEHUIO ¢ maiMeHTaMu u3 CeBepHOi
Awmepuku u FOro-Bocrounoit Asuu (p<0,05) [31, 49, 103, 118, 131].

IIpu mnepBom o6OcnenoBanuu B Hamem Ileatpe y 16/50 (32%) panee
OTICPUPOBAHHBIX  TAIIUCHTOB  BBIABIICHBI  TOHKOKHIIICYHBIC  WHBAarWHAIlMM  C
KOMIICHCUPOBAHHOMW TOHKOKUIIIEUHOU HempoxoauMocThio. Y 3/16 (18,7%) marueHToB
WHBarvHaIlMu J0 5 CM YJaloCh paclpaBUTh 3HAOCKOIMUYECKH C OJHOMOMEHTHBIM
yAaJeHUEeM TaMapTOMHOIO T[IOJWIa, NPUBEINIEr0o K HWHBarMHanuu. PacnpaBiieHue
WHBaruHaTa OBUIO TOATBEP)KIEHO MPH KOHTPOJIHLHOM Y 3-HCCIIEIOBAHUU KHUIIICYHHKA.
Octanbubie 13/16 (81,7%) namueHTsl ObUIH MPOONIEPUPOBAHBI B TUIAHOBOM TOPSIKE B
o0beMe JarapoTOMUU, PACTPABICHUS WHBArvHATA, YHTEPOTOMHH, MOJIUMIKTOMHUHU C
npUMEHEHUEM dHJ0cKona. Hu ogHOMY marueHTy u3 3TOW TpyMIbl HE MOTPEOOBAIOCH
pe3enupoBaTh YYacTOK KHIIKH. MUHHMaJIBHBIH pa3Mep IIOJIMIA, BBI3BABIIETO
WHBarvHaIMo, COCTaBWI 15 MM B TUaMeTpe, 9TO COOTBETCTBYET JAHHBIM UCCIIEIOBAHUS
van Lier M. u coaBT. Mbl MOJIHOCTBIO COTJIACHBI C BBINICYITOMSHYTHIM aBTOPOM, YTO
HEOOXOIMMO yJaJIeHHE BCEX MOJUMNOB Oojiee 1 ¢M, MOCKOJBKY LENbIO MOJIUIIIKTOMUU
SIBJISICTCS TIpEIOTBpaIieHre nHBaruaanuu [121].

brnaromapsi sHIOCKONMMYECKOMY yaalieHuto monunoB 94% (47/50) mamueHTOB
yIaJa0Cch U30eKaTh a0JOMUHAIBHBIX onepaliuii Ha npotsokenuu 8 (4;13) (1-13) ner, a 6%
(3/50) mnamueHTOB OBUTM TOBTOPHO OINEPUPOBAHBI B CBS3U C (HOPMHUPOBAHUEM
TOHKOKHIIICYHBIX WHBAarHHAIUH.

Bceero y 50 nanueHTOB BBINOJHEHO 73 AKCTpPEHHBIX M 50 IUTAHOBBIX OIEPALIAM.
Menuana KoquyecTBa onepanuuii, NEPEeHECEHHbIX OAHUM MalMEHTOM, cocTaBuia 2 (2;3)
(1-11), yto cootBeTcTBYeET AaHHBIM Spigelman A. D. u coaBT., B UCCIICIOBAHUHA KOTOPOT'O

Ha OJTHOTO MaIlUeHTa MPUXOoAMIOCh 2,4 oneparuu [109].
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Hanmenbimias yactoTa 0CI0OKHEHUN OTMEYaIach IPH YHIOCKOITUYECKOM YIAICHUH
raMapTOMHBIX MOJUTOB U cocTtaBuia 1,8% (5/272) npotus 9,6% (7/73) npu SKCTPEHHBIX
XUPYPrUUECKHX BMEIIATEIbCTBAX, YTO SBISETCA CTATUCTUYECKH 3HAUUMBbIM (p=0,0047),
U HE OTJIWYalach OT 4YacTOThl OCJOKHEHMM TIPU IJIAHOBBIX XUPYPTUUYECKUX
BMmematesnbcTB 4% (2/50) (p=0,3). DTo CBUACTENBCTBYET O TOM, UYTO IHIAOCKOMUYECKOE
BMEIIATEIHCTBO JIOJDKHO OBITH OOJIee MPEMOYTUTEILHBIM METOIOM Y IaJICHUS TIOJUIIOB,
U TOJBKO MPU HEBO3MOXXHOCTU IHIOCKOMUYECKOTO YyJIaJCHUsl MOJUMOB HEOOXOIUMO
NPOBOJUTh  IUTAHOBBIC  A0JOMHHAIBHBIE  BMEIIATEIHCTBA, KOTOPBHIC  JIOJDKHBI
COTPOBOXKIATHCS SHTOCKOTTMYECKUM yIaJIEHUEM MaKCUMAJIbHOTO KOJIMYECTBA MOJIUIIOB
4yepe3 SHTEPOTOMHOE oTBepcTHe. [10 TaHHBIM THTEpaTyphl OCIIE TOBTOPHBIX OTICPAIIHA,
COIMPOBOXKJIAIOIIMXCA PE3EKUUEN YUYaCTKOB KHIIKHA, y 25% TMAIlMEHTOB BO3HUKAET
CHHIPOM KOpOTKO# Kutiku [43, 77, 84, 109]. YV HammX MareHTOB BO BPEMS SKCTPEHHBIX
omneparuii pesenupopanoch 95 (50;110) (20-180) cm kumiku, mpu maHoBsix — 10 (0;20)
(0-50) cm, paznmmuust Obu cTaTHcTHYeCKH 3HAUMMBbIMHE (p<0,0001), oTHaKO HH Yy OJTHOTO
nanyeHTa CHUHApPOMa KOPOTKOM KHUIIKKM He HaOmromanock. Tem He menee 8% (4/50)
NalUEeHTOB, MepeHecnx Oosee 3 oneparuii oTMeuasncs yJameHHbI cTya 10 6-8 pa3 B
CYTKH.

Crnenyer Moa4epKHyTh, YTO TMOCIIE MMOCTAHOBKH MAIIMCHTOB HA YYET, PETyJIIPHOTO
o0cneI0BaHms U CBOEBPEMEHHOTO YHOCKOTMYECKOTO yAaJIEHNSI TaMapTOMHBIX TTOJTUTIOB
He OBUTO 3aUKCUPOBAHO HU OJHOTO DMH30/1a OCTPOU KUIIEYHOU HEMPOXOJIUMOCTH WU
OCTPOTO  KHIIEYHOTO KPOBOTEUYCHHS, BBI3BAHHOTO TaMAapTOMHBIMH  IIOJUIIAMH,
NOoTpeOOBABITUX SKCTPEHHOT'O XUPYPTHUESCKOTO BMEIIATEIHCTBA.

Takum 00pa30M OCHOBHBIM METOJIOM JICUCHUS JaHHOW KaTETOPUH MAIlUCHTOB MPH
CBOEBPEMEHHOM MOCTAHOBKH JIMATHO3a MOKET CTATh SHIOCKOTTUYECKAS MTOJUITIKTOMHSI.

[Ipu >TOM creayeT MOMHUTH, YTO IHAOCKOIUYECKOE yNalieHhe TramMapTOMHBIX
MOJIUTIOB ~ OTJMYACTCS OT OOBIYHOW TIOJUIDKTOMUU H3-3a  MOP(]OIOrHYecKux
0COOEHHOCTEH CTPOCHUS TaMapTOM, UMEIOIINX JUTMHHYIO TOJICTYIO HOXKY C HAJTMIUEM
TJIaJIKOMBIIIICYHBIX BOJIOKOH, HCXOJIAIIUX W3 COOCTBEHHOW MBIIMIEYHOW TIIACTHHKU
CITM3UCTON O0OJIOUKH, U KPYMHBIX COCYZ0B. Takas 0COOEHHOCTH TOJUIIOB MPUBOIMUT K

BBICOKOMY PHUCKY Tepopariy CTEHKH KUIIKU UIH KPOBOTCUEHHIO MPH MOTHIIIKTOMUSX.
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Sakamoto H. u coaBT. Taxke OTMEYAIOT YBEIMUYCHHE YaCTOThI OCIOXKHEHUHN Ha 6,8% mpu
SHJIOCKONIMYECKOM YJIAJICHUU TMOJUIMOB W3 TOHKOM kumku y nauueHtoB ¢ CIIE mo
CPaBHEHHUIO C JPYTMMH NAlUMEHTaMU B CBSI3M C TEM, YTO OJHOBPEMEHHO YIAJSIETCS
HECKOJIbKO KPYITHBIX «TEXHUYECKHU CIIOKHBIX» NoJunoB [102]. Ha ocHOBaHMH 3TOTO, MBI
CUMTAEeM, YTO TaMapTOMHbIE MOJIMUIbBI JOHKHBI YAANATHCS B CHELHAIA3UPOBAHHBIX
MeaunuHCKuX [lenTpax.

Btopoit ocHOBHOM 1po0JIeMON JaHHON TPyNIbl OOJIBHBIX SABJISETCS MOBBIIIEHHOE
pasButue 3HO paznuuHbix JoKanu3anuii. B Hamem wuccimenoBaHuu Jiisl SKEHIIWH
Menuana Bo3pacta 3aboseBanus 3HO cocrasuia 45 (37; 54) nert, s myxunH — 48 (33;
56) uer, 4YTO SBISETCS CTATUCTHYECKH He3HaunmMbiM (p=0,65). B pa3indnbIx
UCCJIEIOBAHMUSIX CPEIHUN BO3pacT MpHU IEPBOM JHMATHO3€ paka oTiaudaercs. Tak B
rOJIJIAaHJCKOM MCCIICJIOBAaHUU CPETHUM BO3paCT IpHU MepBoM pake Obl1 45 mer [121], B
HemerikoMm — 40 net [103], B kuTaiickom — 40 J1eT, OHAKO y MAIMEHTOB, POIUBIINXCS
nociie 1980 roga, pak ObUT AMArHOCTUPOBAH B Oojiee paHHeM cpeaHeM Bo3pacte — 30,5
aet [126], B kopetickom 41 roa (muanaszon 21-67 ner) [43], B ypyrBaiickom — 45 net
[114]. HecMoTpst HA COBPEMEHHBIC TEXHOJIOTUH, cMepTHOCTh OT 3HO cpemu O0bHBIX
CIIE coxpansiercst BbicOKO#. Tak cpeau Hamux naiueHToB cMepTh y 7/50 (14%) yenoBek
HACTYyMHJIa OT MPOTrpeccupoBaHus 3a0oseBanus B Bo3zpacte 42 (41;59) (39-62) ner u y
21/23 (91%) ponctBennuka B Bo3pacte 52 (35;56) (30-62) net. BaxxHO OTMETUTH, 4TO
3HO o0nagaroT BEICOKOM CTENEHBI0 arpecCUBHOCTH. Cpeiu MarueHTOB, BKIIFOUEHHBIX B
JTAHHOE HCCIeOBaHUE, MEHee 4eM 3a | roja pa3BWINCh MECTHO-PACHPOCTPAHEHHBIE
onyxonu: 1 pak xenynka B 59 ner, 1 pak mojkenyaouHol kenessl B 42 rona, 1 pax
TOHKOM KHUIIKY B 42 rona, 2 paka jierkux B 41 n 48 ner u'y 2/11 nanueHTOB METaxXpOHHBIN
pak ToJCTOM KMIIKK B 61 rox u mMosouHou sxene3bl B 39 ner. Takum o6pazom, 3HO
SBIIAIOTCS. OCHOBHOM TPUYMHON CMEPTH OTOM TPYIIbl MAlMEHTOB C OOmIeH
BBDKHBAEMOCTBIO HIDKE, YeM y HaceseHus B meiaom (p<0,001) [135].

BrisiBnennsle knuHHYeckue ocobeHHoctu y OonmpHeIX ¢ CIIE mo3Bomwmum
pa3paboTath COOCTBEHHBIE PEKOMEHAAIIMM TI0 JHArHOCTUKE U amMOyJIaTOPHOMY
HAOJIIOIGHUIO 3a Takoro poga mnanueHtamu. OpHako B JajbHEWIIEeM HEOO0XOIUMO

MMPOBCACHNUC MCKIUCHUIINIMHAPHOTIO 34CCAaHUA C BKIIHOUYCHHCM IICAUATPOB JIA Oonee
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YETKOTO OINpEeNIEHUsI BO3pacTa, METOJOB U PETYJSIPHOCTH OOCIEeI0BaHUS OPTraHOB-

muiuenen s 3HO npu cunnpome Ileiitia-Erepca.
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BbIBO/1bI

1. Cpenu Bcex pOoCCHMCKUX MAMEHTOB ¢ cuHAPOoMOoM llelta-Erepca umenace
MeJaHMHOBAasi MUTMEHTAIMsl KpPacHOM KalMbl Ty0, pOCT TaMapTOMHBIX IOJIMIIOB B
xenynke ormedeH y 80% (40/50), B Tonkoii kutike - y 100 % (50/50), B TOJICTOM KHUIITKE
-y 88% (44/50). YactoTa mopa)xeHHsl KTy I0IHO-KUIIISYHOTO TPaKTa COIOCTaBHMa C
JAHHBIMU, TOJy4YeHHbIMU Yy manueHToB w3 @OPI' m Hwupepnmanmos (p>0,05), wu
CYILIECTBEHHO BbIlI€ 10 cpaBHeHUIO ¢ naHHbIMU u3 CIIA, Kutas, Anonun (p<0,05).
OcHoBHOoe ocnoxHeHue CIIE - TOHKOKMIIEYHbIE HWHBarMHalMd C HapylIeHUEM
KHUIIIEYHOW MPOXOJUMOCTH, SIBUJIMCHh MPUUYMHOW mepBoil omepamuu y 76% (38/50)
MalUeHTOB.

2. Y 22% (11/50) mamumentoB u 91% (21/23) poACTBEHHHMKOB HMENHCH
3JIOKAYECTBEHHbIE ~ HOBOOOpA3OBaHUsS, CPEIU  KOTOPHIX  MPEBAIMPYIOT  pak
noKeryJouHoM xene3bl (21%), pak Tonctoit kuiiku (18%) u nerkux (18%). Y xeHmun
JMAarHOCTUPOBAH pak MIeWku MaTku (25%), monouHoii xkene3bl (19%), suunnkos (13%).

3. YacroTa BCTpeuaeMOCTH MATOTeHHBIX BapuaHToB B reHe STK11 cocraBuna
89%. ToukoBble BapuaHThl ompeneiaeHsl y 85%, Oonbmme aenenuu — y 15%.
OO6HapykeHO JecaTh MaTOTeHHBIX BapuaHTOB B reHe STK1l, paHee He ONUCAHHBIX B
mupe: ¢.598-1G>A, ¢.443T>C, ¢.527A>T, c.126 _127insC, ¢.803 810dup, c.147C>G,
c.256del, ¢.597+31 601del, c.781del, ¢.933 936del. YcTanoBiaeHO OTCYTCTBUE KIMHUKO-
TEHETUYECKUX KOppersiuuil y poccuiickux nanueHtos ¢ CIIE.

4, YactoTta OCIOXHEHUH TpPHU SHIOCKOMHYECKOM YIAICHHH TaMapTOMHBIX
nounoB coctaBuia 1,8% (5/272), uro 3nauumMo Menblie (p=0,0047) o cpaBHEHHIO C
9,6% (7/73) npu 3KCTPEHHBIX XUPYPTrUUECKUX BMEIIATENIbCTBAX M HE OTJIHWYAIach OT
YaCTOTHI OCJIOKHEHUW TpH TUTAHOBBIX XUPYypruueckux BMmematenbcTBax 4% (2/50)
(p=0,3).

o. [IpuopuretHeiM  Buaom xupypruyeckoro jedenuss CIIE  sgBusgercs
9HIOCKOMUYECKAas TTOJUIPKTOMHUS, TIO3BOJIAIONIAS N30€kKaTh a0JOMUHAIILHBIX OTepaIui
y 94% (47/50) nanuentoB. I[Ipu HEBO3MOXHOCTH BBITIOJHEHHUS JHIAOCKOMUYECKOM

IMOJIUIISKTOMHHU ITOKA3dHO XUPYPIrUICCKOC BMCIIATCIbLCTBO.
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TOHKOKMILIEUHYI0O HHBarMHalui0 Oe3 HapylIeHUs KHUIIEYHOW MPOXOJUMOCTU
BO3MOKHO JIMKBUIAMPOBATh IYTEM JHAOCKONMUYECKOTO pACIPABICHUS WHBArMHATA C
ylaJeHHeM TIOJIMMa WIH C [OMOILIbI0  a0JOMUHAIBHOTO  BMEIIATEIhCTBA,
COIIPOBOYKAAIOILErOCs paclpaBlIeHUEM MHBaruHarta, 0e3 pe3eKUuu y4acTKa KUIIKU IpU
OTCYTCTBUM HapyUICHUSI MPU3HAKOB KPOBOCHAOKEHUS MHBArMHUPOBAHHOIO ydacTKa U
YAAJIECHUEM ITOJIMIA YEPE3 SHTEPOTOMHOE OTBEPCTHE.

AOnOMUHAIBHBIE ONEpalUd pPalMOHAIbHO JOMOJHATh  HHIOCKOMHYECKUM
YAQICHUEM MAKCUMAaJbHOIO KOJMYECTBA IIOJIMIOB W3 TOHKOM KHIIKM 4Yepes
HYHTEPOTOMHOE OTBEPCTHE.

6. BceM CcoOBepHIEHHONETHUM MAlMEHTaM IIOCJHE YCTAHOBJICHUS JUAarHo3a
cunapoM Ilelitna-Erepca HeoOX0AMM MOHUTOPHMHI, BKIIIOYAIOMIMK  €KEr0HOE
BBIMIOJJHEHUE TaCTPOCKONUHU, KOJOHOCKONHH, OOCIIEJOBAHME TOHKOM  KHIIKH.
[IpeanodTUTENbHBIM METOJIOM JISI BU3YyaldU3allMd FaMapTOMHBIX IOJIMIIOB B TOHKOM
KHILKE SIBISAETCS BUACOKAICYJIbHAS 3HAOCKONUS, KOTOPYIO CIEAYET BBIIOIHATH IOCIIE
UCKJIFOYEHHs TOHKOKMILIEYHBIX MHBAarnHauui nmytem nposenenust KT-sHTeporpadpuu niu
V3-uccnenoBaHus KAILIEYHUKA.

st ooHapyxenust 3HO BHEKUIIEUHOM JIOKAIM3aIIMN Ha paHHUX cTaausx ¢ 18 et
HeoOxoaumo nposenenne KT/MPT ¢ koHTpacTupoBaHWEM OpraHOB OPIOIIHON MOJIOCTH,
MaJjioro Tasa, peHrrenorpadun jerkux 1 pa3 B rom, a ¢ 40 et — 2 pa3za B roa. JXKeHmmHam
¢ ycraHoBJeHHbIM AuarHo3oMm CIIE HeoOxonnMMo MocTaHOBKa Ha y4yeT y TMHEKOJora ¢
00s13aTENbHBIM €XKErOJJHBIM O0CJIEIOBAHUEM COTJIACHO KIMHUYECKUM PEKOMEHAALMIM
no BbisiBIeHNI0O 3HO AMYHUKOB, MIEHMKHM MAaTKW, MOJOYHBIX kene3. Ilpu BbIsiBIEeHUU B
CEMEHHOM aHaMHE3€ PaKOB JIPYTUX PEIKHUX JOKaIU3aui (TOJI0OBHOIO MO3Ta, CIM3UCTON
HOCa U JIp.) PEKOMEHyeTCsl 00CIeI0BaHUE Y COOTBETCTBYIOIIUX CIEUATNCTOB 3a 5 JIEeT

110 AuarHoctupoBanus B ceMbe 3HO naHHON TOKaIM3aIUN.
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IMPAKTUYECKHUE PEKOMEHJIALIMN

1. Bcem mnammentam ¢ nogo3penuem Ha CIIE (Hanmuuue nepuopaibHOM
MEJaHMHOBOM MUTMEHTalUU 0€3 CeMEMHOro aHamHe3a) JJIA MOATBEPXKICHUS TMarHo3a
PEKOMEHAYeTCsl HAauyMHATh JUArHOCTUKY C TPOBEJCHHUS MOJEKYJSIPHO-TEHETHYECKOTO
tectupoBaHusi Ha BbIsBiIcHUE [IB B rene STK1l BHe 3aBHCHMOCTH OT BO3pacTa,
MOCKOJIBKY pa3JIMUHbIC MMaToreHHbIe BapuaHThl B reHe STK11 oOHapyXKHUBarOTCs MOYTH B
90% cemeit. Ilpu wuccnenoBanmu rteHa STK11l HeoOXoauMo WCHOIB30BaTh Kak
cekBeHHpoBaHue mo Merony Cosnrepa, Tak u merogq MLPA. ¥V Bcex manueHToB ¢
OOHapy>KEHHBIMH HACJICICTBEHHbIMU BapuanTamMmu B TeHe STK11l HeoGxomumo
o0clieIoBaHNE KPOBHBIX POJICTBEHHUKOB M BKIIOYEHUE B TPYNIy pHUCKAa HOCUTENEH
AHAJIOTMYHBIX T[AaTOTCHHBIX BapuaHToB. llpu oTpunarensHom pesynbrate JIHK-
JUArHOCTUKHM TIOKa3aHO IOJIHOE OOCIEOBAHUE JKEIIYJOYHO-KUIIIEYHOTO TpakKTa, IS
BO3MOXXHOTO  BBISIBJICHHSI ~ TaMapTOMHBIX  TOJUIOB €  MOP(OJIOTHUYECCKUM
MOATBEPKICHUEM JUArHO3a.

2. BceM coBepilleHHONETHUM MalMeHTaM C MOATBEPKIECHHBIM JTHarHO30M
CIIE pexomennayercs BoimonHATh OI'JIC, komonockonuio 1 pa3 B roa. O6cienoBanue
TOHKOH KUIIIKU TSI BBISIBIICHUS TTOJIMIIOB U UCKITFOUCHUS TOHKOKHIIICYHBIX MHBArMHAITUH
nenaecooOpa3Ho HauumHath ¢ Y3U KullleuHWKa, OpPU COMHHUTEIBHBIX pe3yJibTaTax
METOJ0M BBIOOpA MOXKET OBIThH KT-sureporpadus/MPT-suteporpadust/
PEHTIEHOJIOTHYECKOE UCCIIe0OBaHNE TyTeM naccaxa 0apust 1 pas B roa. [Ipu orcyTcTBUM
MPU3HAKOB TOHKOKHUIIEYHON HEMPOXOJUMOCTH W HHBAaruHallMM PEKOMEHYETCS
MIPOBEJICHNE BHUICOKAIICYILHON IHAOCKOIHUH.

3. [Ipy BBISIBIEHUM JAEKOMIICHCUPOBAHHOM KHUIIIEYHOW HEMNPOXOJIUMOCTH,
BBI3BAHHOM TOHKOKWIIEYHHIMA WHBArMHAIMSAMHU, TTOKA3aHO IKCTPEHHOE XUPYPTrUUECKOe
BMEIIATEIHCTRO. NHTtpaonepalinoHHO HE0OXO0IMMO IPOBECTHU OIICHKY
YKU3HECITOCOOHOCTH KHUILIKHU B 30HE MPETMSITCTBUSI, ONPEACIUTh MOKa3aHUsI U TPaHUIIbI
PE3EKINH, a TAK)KE BBITIOJIHUTH MaJbIATOPHYIO PEBU3HIO TOHKOW M TOJICTOM KHUIIIKW Ha
npeaMET BBISIBICHUS APYTUX KPYIMHBIX FAaMapTOMHBIX MOJHUIOB ¢ UX yaaienuem. [Ipu

HaJINn4nn KOMHGHCHpOBaHHOﬁ KUIISYHOM HCTIPOXOAUMOCTH METOAOM BBI60pa MOXET
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OBITh UHTECTUHOCKONHUS C yJajJeHHUEM raMapTOMHBIX IOJIUIIOB, SIBUBIIUXCS MPUYUHON
WHBarMHAIIWH, THOO TNIAHOBOE XUPYPrUUECKOE BMEIIATEIHCTBO B 00bEME JIaapOTOMHUH,
pacmpaBieHHs] WHBarMHALWWA, SHTEPOTOMHUH, yAajdeHHUs moaumnoB. [lpu mmaHOBBIX
XUPYPrUYECKUX BMEIIATENICTBAX IOCJE BBIMOJHEHUS SHTEPOTOMUU PEKOMEH]IYETCS
NPOBEJICHUE OJHTEPOCKOMA/KOJIOHOCKONA  dYepe3  OSHTEPOTOMHOE  OTBEPCTHE C
IPUMEHEHUEM PYYHOTO MOCOOUs s yAajJeHHs OJUIIOB Ha BCEM MPOTSKEHUH TOHKOU
KHILKH, YTO B JIaJIbHEHIIIEM TIO3BOJIUT MPOAJIUTH O€30NEPAIIMOHHBIN TIEPUOI.

4. [Ipu BBISIBJIEHUM HOBBIX MOJHUIIOB IHaMeTpoM Oosiee 1 cM peKOMEHI0BaHO
UX JSHAOCKOnMYeckoe ynanenue. Ilo maHHBIM 3apyOeXHBIX aBTOPOB, MHUHHMAJIbHBIN
TIOJTUTI, BBI3BABIIMN WHBarmHaIuio ObLT 1,5 cM, 4TO OBLIO MOATBEPKACHO B HAIIeM
uccienopanuu [121].

5. VY4uThIBast CI0KHOCTH 00CIIEIOBAaHUS MAIIMEHTOB, HAIMYUE CTICIIMPUIECKOM
anmapaTtypbl sl oOcienoBaHus  (BUIEOKArCyJia, HHTEPOCKOI), OCOOECHHOCTHU
HHJIOCKOMHMYECKOI0 yJajleHHUs TaMapTOMHBIX IIOJMIIOB, BCE MAllMEHThl JIOJKHBI
KyMYJIMIPOBAThCA B ClieMaTM3UpOBaHHbIX LleHTpax.

6. [Ipu BbisBiaeHMn y nanueHToB 3HO HeoOXOAMMO MPOBOIWTH JICUCHHE

COIJIaCHO OHKOJIOTMYCCKUM IIPpUHOUIIAM U IIPUHATBIM MCTOJHUKAM.
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CIIMCOK COKPAIIIEHUM U YCJIOBHBIX OBO3HAYEHU

AJl — ayTOCOMHO-JOMUHAHTHBIN

AP — ayTOCOMHO-PEECCUBHBIN

BKD — BugeokancynbHasi 3HIOCKOIUS

JIBD — nByx0amioHHas YHTEPOCKOIHUS

JAW — noBepUTEIbHBIA HHTEPBAI

JIHK — ne30xkcupuOOHyKIENHOBAs KUCIOTA
JIIK — nBeHaauaTunepcTHas KAIIKa

KKT — ey 104HO-KUIIIEYHBIA TPAKT

3HO — 310KxauecTBEeHHbIE HOBOOOPa30BaHUs
KPP — kosopexranbHbIil pak

KT — xomnerotepHas Tomorpadus

MPT — marautHO-pe30HaHCHAsI TOMOTpadus
[IB — maToreHHbIN BapyuaHT

CIIE — cunnpowm Ileiita-Erepca

VY3U — ynbTpa3ByKOBOE UCCIIEIOBAHUE

OT'IC — 330(aroracTpo1yo 1€ HOCKOIIHUS
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