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FEMNATOJNOlIHA ¢ HAYKA - NPAKTULY

M.B. lllep6uHuHA, a.M.H., npodeccop, Meanumtckuit uentp ambynaropHoro obcnyxuBaHus aetei U B3pocnbix, r. JlHenponetposck

o

Hacneqcmeenkbie Xonecmamuyeckue
dabonesanus | B3pocnbix

CornacHo aanHbiM BO3 3a nocnepHue 20 net Bo Bcem mupe HOMETUNACh OTYETIMBAS TEHAEHLMUS K POCTY Yncna 3abonesaHuit
neyeHu, 06YCNOBNMBAIOLMX BbICOKYIO CMEPTHOCTb HaceneHusi. CerogHsa B MMpe KONUUYECTBO JIUL, CTPAAAIOLLUX TEM WUITU UHBIM
3a6oneBaHuem neyeHum, npeebiwaet 2 mnpa. Knaccudpukaums xporuueckoro renaruta u umpposa neuenu (Jloc-Anpyxkenec,
1994) nocTpoeHd No 3TMONIOrMYECKOMY NMPUHLMIY, TUK KUK MPOrHO3 U MNOAXO0AbI K IEYEHUIO 3TUX 30601EBAHUI CYLLLECTBEHHO
3aBUCAT OT Bbi3biBaloWmux ux ¢pakropos. U3 astnonornyeckux ¢pakropos B knaccudpukaumm BoipesieHbl BUPycHbie uHeKuum,
ayTOMMMYHHbIE HOPYLUEHUS, JIEKAPCTBEHHbIE NOPCKEHUS U HACNEeACTBeHHAs natonorus. AAMarHocTuka nocnegHen
npeacraBnseT onpepaeneHHble TpyaHocTU. BonblunHcTBO Bpayeii 06bI4HO He NpeAnonardioT HacNeACTBEHHYIO 3TUOJOIUIO

NpU NOCTUHOBKE AUArHO3d Y B3POCAbIX. ITO CBA3AHO CO CKPOMHbIMU 3HAHUSIMU B 0610CTU MeQULMHCKOW FeHeTUKU, HU3KOM
YACTOTOM BCTPEUAEMOCTH TUKMUX 3a6051eBAHUIA B NONYNSLMY U UX KITMHUYEeCKUM nonumopdusmom. Mog knuHuueckum
NoAUMMOPPU3IMOM MOHUMAIOT PA3JIUYHBIM BO3PACT HAYAJA 3060NE€BAHUS Y PA3HBIX JIUL, TEMMbl €0 TEYEHUS,
nocnefoBATENbHOCTb NOSBIEHNS CUMNTOMOB, CMEKTP U CTEMEHb UX BbIPAXXEHHOCTU, UCXOpA, NIeYEeHUs], €ro NPUYMHAMMU IBRseTCs
TecHOoe B3auMMOAeiCcTBMe reHeTUYeCKuX 1 cpefoBbiX GaKTopoB.

B nauane XXI B. Obu1a 3aBepIiieHa MeXIy-
HapoIHast iporpaMma «[eHOM JeIoBeKa», BbI-
MTOJTHEHWE KOTOPOM TIO3BOJIMIIO TTOJTHOCTHIO
pacumdpoBaTh nepBUUHy0 CTpYKTYpy JAHK,
MAeHTU(DUIIMPOBATH BCe TEHBI YeTOBeKa 1 Ha-
YaTh peleHre I00aTbHBIX TPOOJIeM YeToBe-
YecTBa, CBA3aHHBIX C OXPAHOM ero reHO(OoH-
nma. Y genoBeka, 1o gaHHBIM OMIM (amekT-
POHHasl BepCcHsl KaTajora HacleNCTBEHHBIX
MpU3HAaKOB uYejoBeka B. Makkbiocuka),
B HacTosilliee BpeMsi ornucaHo oosee 13 Thic.
HAaCJIeJACTBEHHBIX TPU3HAKOB M TMPUMEPHO
50% w3 HUX COCTaBIISIIOT HACJIEACTBEHHBIE 3a-
0osieBaHMS ¥ BPOXKICHHBIE TIOPOKU Pa3BUTHSI,
13 KOTOPBIX 00Jiee 2 THIC. — 3TO TSDKENbIe MH-
BaJIMIM3UPYIONIe paccTpoiicTBa. M3 3Toro
OTPOMHOTO KOJIMYECTBA HACJIEACTBEHHBIX 3a-
GoseBaHMIA CETOMHSI OKOJIO | THIC. YK€ MOTYT
OBITD BBISIBIICHBI €I1Ie 10 POKICHUS peOeHKa.

I1o o6o6menHoit cBogke BO3, 6raromapst
MIPUMEHEHUIO HOBBIX METONOB AMArHOCTUKU
€XEeroJHO PErrcTPUpyeTCcsl B CpPeaHeM Tpu
HOBBIX HACJIEICTBEHHBIX 3200JIeBaHUS, KOTO-
pbIe BCTPEYaloTCs B MPAKTUKE Bpaya Jr000i
crienuaibHocTu. B 70-x rogax XX B. 00beM
TeHETMYECKOTO Tpy3a (XpOMOCOMHBIE, MOHO-
TeHHBbIe, MHOTO(DaKTOpHBIe 00JIE3HN) Ha BECh
Mepuoj KU3HU deoBeka coctapisii 10,5%.
B 2000 r. aToT rpy3 yBeauumics a0 75% (naH-
Hbple HayyHoro komurteTa IO AEHCTBUIO
aromHoli paguauuu rpu OOH). Ucxons us
3TOT0, MOXXHO TIPEIIOIOXKWTD, YTO B Hayase
XXI B. y Kaxmoro 4eyioBeKa, ITOXMBAIOIIETO
B cpenHeM a0 70 JeT, JOJKEH IPOSIBUTHCS
KaKO¥-HUOYIb HAC/IeACTBEHHBIN Ae(EKT.

B Hacrosiiiee BpeMst MPUHATO, YTO OXHUM
M3 TIYCKOBBIX MEXaHM3MOB ITaTOJIOTHYECKUX
MIPOLIECCOB B TIEYEHU TPHU JIFOOBIX ee Mmopaxe-
HUSIX SIBIISIETCS BHYTPUITEUSHOUHBII X0JIecTas,
KOTOPBIN CO3MaeT YCJIOBUS IS TIOAIePKaHUS
BOCHIAJIMTEIbHBIX PEaKIUid, COACHMCTBYS MX
XPOHM3ALINH, a BIIOCIENCTBUM — COMTPOBOXKIAS
opraHuyeckue HapymeHus. Hamuuue BHyTpu-
MIEYEHOYHOTO XOJIecTa3a HeceT B cebe yrposy
CTUMYJISILIMM TIPOLIECCOB (prOporeHe3a B TKaHU
neyeHn ¢ (GopMUPOBAHUEM ITUPPOTUUECKUX
M3MEHEHUIT B KOPOTKHME CPOKH, a TAKXKE CIIOCO-
OCTBYeT BOZHMKHOBEHMIO PA3TMYHBIX OCITOX-
HeHMii (ocTpasi ToveyHasl HeIOCTaTOYHOCTD,
OCTpbIE 3PO3MBHO-SI3BEHHBIE TIOPAXKEHMST IacT-
POIyoneHaTbHOM 30HbI, KPOBOTEUEHMS U T.IL.).
Ho cBsizaH 11 BHYTPUITEUEHOUHBIN XOJecTa3
¢ KaKUMU-T100 FeHeTMYECKIMU IedeKTaMu?

IMouck B8 OMIM (www.ncbi.nlm.nih.gov/
omim) 1o KaodeBomy ciaoBy cholestasis mpu-
BomuT K 88 pesynsratam. MccaenoBaHus 1mo-
CETHUX JECSITUIIETUI TIOKa3bIBAIOT OIpejie-
JISTIOIIIYIO POJTh TEHETUUECKUX (haKTOPOB B pa3-
BUTUM OOJIe3HEN TIeYeHM, TMPOTEKAIUINX C
CHHIPOMOM xosiecTasa (Tabim. 1). Yxe cerogns

MOXKET OBITh MPOBEAEH N'eHETHUECKUIA aHAJTN3
TAKOW TIATOJOTWM sl TTOATBEPXKACHUS IHa-
THO3a MOHOTEHHBIX M JJISl OLIEHKH MTPeIpacIio-
JIOKEHHOCTH K TTOJIUTEHHBIM OOJIe3HSIM.

MoHOTeHHEbIe U MOJUTeHHbIE OOJIE3HU SIB-
JITIOTCS COCTABJISIIOIIMMM paboyeil Kiaccu-
(ukanum HaciaenCcTBEHHBIX 3a00JIeBaHUM,
npenioxennoir B.M. HMBanoBbiM (2006).
K MoHOreHHBIM (MEH[EIEBCKOrO Hacleno-
BaHUsS) OTHOCAT GOJIE3HU, BBI3bIBAEMbIE MY-
Talyei OJHOro reHa, 31o 2-4% oT Bcex Ha-
CJIeICTBEHHBIX Oose3Heidl. K TMoaureHHbIM
(MynbTH(AKTOPUATIBHBIM) OTHOCST 00JIE3HU,
KOTOpbIe BO3HUKAIOT B PE3yJIbTaTe B3aMMO-
JECTBUST CHCTEMBI TeHOB 1 (DaKTOPOB BHEIII-
Heli cpeibl, OHU COCTaBIAIOT 92-94% Hacnen-
CTBeHHBIX Oosie3Heil. [To muenuto B.. Ma-
HoBa (2006), B 3Ty Ke IPYIITY C IMOJHBIM OC-
HOBaHUWEM CJIeyeT OTHECTH OOJIE3HU COMATH -
YeCKMX KIIETOK (OmmyXojiu) M 3abosieBaHus,
BO3ZHMKAIOIIUE B CBSI3U C MPOLIECCAMU CTape-
HUS OpraHu3Ma.

BHyTpume4eHOUHBII X0JIeCTa3 paccMaTpy-
BalOT KaK CUHIPOM, CBSI3aHHBIN C YMEHbIIIE-
HUEM TIOCTYIJIEHHsI B JBEHAIIATUTICPCTHYIO
kumiky (JAITK) xemuu npu oTCyTCTBUU Mexa-
HUYECKOTO MOBPEXAECHUST U OOCTPYKLIUU Ma-
TUCTPATbHBIX XEeTUHBIX TPOTOKOB. IlaTomo-
TMYECKMIA TIPOIIECC MOXKET JIOKAIM30BaThCS
Ha JI00OM y4yacTKe, OT CHHYCOMIAJbHOM
MeMOpaHbl TenaToluTa 10 JyOAeHaTbHOTO
cocouka. B maroreHese HauOosblee 3Haue-
HME TIPUAAIOT TIOBPEXIEHUIO CEKPETOPHOTO
ammapara Me4eHOYHBIX KJIETOK M SKEeTYHBIX
KaHaJIbLIEB, TPU KOTOPOM IMPOUCXOAUT Hapy-
IIeHWe CeKpelUry XKeldu, peadbcopOuuu
W CEKpeluu XKUIKOCTU W 3JIEKTPOJHUTOB
B KEeJTYHBIX KaHaJbllax. Hajmmdyue takoro xo-
JIECTa3a U ero ypoBeHb (3KCTPaJoOyJISIPHBIiA,
CBSI3aHHBII C TOBPEXIECHUEM BHYTpUIIEUe-
HOYHBIX 3KETYHBIX MPOTOKOB, WM BHYTPH-
JIOJIBKOBBIA: FenaToLe/UTIOISPHBINA U KaHaJIu -
KYJSIPHBIA) OMpeNnensiioTcss MapKepaMHu XO-
JlecTasa. DKCTpayoOyIsSIpHBIN XoJjiecTa3 Xa-
paKTepPU3yeTCsl TOBBIIICHHBIM YPOBHEM Y-
rinyramunrpaHcdepassl (ITT) ¢ nosbieHn-
€M AaKTUBHOCTM IIeJOYHOU ocdaTassl
(II1®) 6omee wem B 3 pasa. [Ipu remaroren-
JIIOJISIPHOM  XOJIecTa3e OTMEYaeTcsl MOBbBIIIe-
Hue ypoBHs Tosibko ['T'T. [ToBbiieHne ypoB-
Hs I'TT u aktusHocTr LD B 1,5-2 pasza cBu-
NIETEIbCTBYET O KaHAJMKYJISIPHOM XOJiecTase.

Huxe mpuBemeHO HECKOJIBKO TPUMEPOB
MOHOTEHHBIX 3a00JIEBAHUI TIEYEHU C XOJIEC-
Ta30M y B3pocCIbIX (Tabauna 1).
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MpY KOTOPBIX HApYIIaeTCsl Xeaueodpa3oBa-
HUE W pa3BUBACTCs T€HEPaJM30BaHHBIN XO-
Jecta3d. Ha cerogHsIIHMIT JeHb BBIACISIOT
Tpu Tuma JPBX.

JAPBX 1 tunma cBsizaH ¢ MyTalueidl reHa
ATP8BI1, xonupytoiero 6esok FIC1 Ha xpo-
mocoMme 18. ATP8B1 npucyTcTByeT B neyeHu,
JKEJTYHBIX TTPOTOKAX, SHTEPOLIUTAX U ITaHKpea-
Tyeckux aruHycax. Hedbuuut ATP8BI, sB-
JISIIOLLETOCS. TPAHCIIOPTepOM aMuHo(ocho-
JIMTIN/IA, TIPUBOIUT K HapylIeHUsIM Ouivap-
HOM CEeKpeLMU CoJiell MEePBUYHBIX KETUHBIX
kucot. [Tonaratot, 4To 3TH XKeT4HbIe KUCIIO-
Thl HAKarJIMBAIOTCS B KJIETKaX MEYSHU U To-
BPEXIAOT UX, HO To4yHasi (PyHKLMs Oeyka
ATP8BI1 u MexaHn3M, IIOCPEICTBOM KOTOPOTO
ero 1eUIINT BeAET K X0JIecTasy, He U3BECTHBI.

Oco6eHHOCTbIO TAOOPATOPHBIX U3MEHEHU I
npu 1 tune APBX sBnsieTcst HU3Kasi akTHUB-
Hoctb I'TT, koTopas siBisieTcss MEMOPaHOCBSI-
3aHHBIM (DEPMEHTOM, JIOKAJTM30BaHHBIM B OC-
HOBHOM B 3ITUTEIUATBHBIX KJIETKaX BHYTPU-
MEYEHOYHBIX XXEJIYHBIX TMPOTOKOB. Bhinene-
Hue ['TT cTuMynupyloT NpeuMyllecTBEHHO
JKEJTYHBIE KUCJIOThI, KOTOPbIE MTPU IAHHOM 3a-
0oJieBaHWM BO BHYTPUIIEYEHOUYHOU XETYHOM
cucTeMe OTCyTCTBYIOT. OJTHOBPEMEHHO C HU3-
koit aktuBHOCTBIO I'T'T oTMewaeTcss HU3KUIA
YPOBEHb XOJIeCTepUMHA KPOBM U TIOBBIILIEHUE
rmokasareyieil Jpyrux MapkKepoB XoJjecrasa,
B ToM unciie aktuBHocTH LM, ypoBHeit mpsi-
Mo (ppakiu OMIUpPYyOMHA M KETUHBIX KUC-
JIOT. YpOBHU TpaHCaMMHa3, KaK MpaBUJIO, HE
MPEBBIIAIOT IBYX HOPM.

JIPBX 2 Tumna BO3HMKaeT M3-3a MyTallMu
rena ABCBI11, xomupyromero 6eioxk BSEP
(moMma 3KcropTa coJjieil KeTYHBIX KHUCIIOT)
Ha xpomocome 2. ABCBI11 npencrasinser co-
0011 OeJIOK-TIEPEHOCUYMK KEITYHBIX COJIeH Ka-
HaJIMKYJISIPHOW MeMOpaHbI, TIpu ero nedu-
IIUTe  TPEUMMYIIECTBEHHO  HapyIIaeTcs
3KCKpelus 4yepe3 KaHaJblLEBYl0 MeMOpaHy
rernaroluTa XeHOIE30KCUXO0IeBOIM KUCIOTHI.
[TaroreHe3 n3MeHEeHU I aHATIOTUYEH U3MEHE-
HusiM Tipu 1 Tume. Tak Kak IPOMCXOIUT Ha-
pYIIeHUE SKCKPELUH TOJIbKO OJHOI TTepBUY-
HOMW XEJTUYHOW KUCIIOTHI, TeYeHUE TaHHOTO
THUMa MEHee TsKeJioe B CpaBHeHUU ¢ | Tu-
oM. JIabopaTOpHBIMU OCOOCHHOCTSIMU TaK-
Ke SBIISIIOTCS HU3Kas aktuBHOCTH ['T'T, Hu3-
KU YPOBEHb XOJIECTEPUHA CHIBOPOTKHU KPO-
BM U TIOBbIIeHUe akTUBHOCTH LIID.

JIPBX 3 turma o0OycioBjieH MyTalueii reHa
ABCB4, xonupyoiiero 6enok MDR (MHo-
JKECTBEHHOI JIEKapCTBEHHON YCTOMYMBOCTH)
Ha xpomocome 7. B Hopme dochonunumb
COCJUHSIOTCS € KETYHBIMU KHUCJIOTaMK
B MULICJJIBI, MPEAOTBpalllasi TOKCUYECKOE
NENCTBUE CBOOOMHBIX KEIYHBIX KHUCIOT Ha
AIUTEIMATBHBIC KJIETKY BHYTPUIIEYEHOYHBIX
KEYHBIX TpoToKoB. [Ipu HapyiieHusx
TpaHcropTepa ¢ochatuanixonuHa ABCB4
B KaHaJIMKYJISIpHO MeMOpaHe (ochoaumu-
bl HE TIOCTYIaloT BO BHYTPUIIEYEHOUYHYIO
XenuHyo cuctemy. OTCyTCTBHE KEITYHOTO
dochonunuoa MO3BOISIET OMIMAPHBIM
JKEJTYHBIM COJISIM TIOBPEXIAaTh KaHAIUKYJISIP-
HYI0 1 OMJIMApHYIO SMUTEINATbHbIC KIETOY-
Hble MeMOpaHbl, YTO MPUBOIUT K BOCIIaje-
HUIO Y pa3pylLICHUIO XETYHBIX MPOTOKOB,
BO3HUKHOBEHUIO TYKTYJISIPHOI mpoJindupa-
My 1 GUbpo3a M CIIyKUT MPUIMHON TTOBBI-
menus yposreii I'TT, IIIM u xonecrepuHa.

M.B. LLlep6uHuHa

M JIPBX xapakTtepHo pa3BuTue Oecrpu-
YUHHBIX KJIMHUYECKHMX SIU30[I0B XojecTa3a
MPOIOJIKUTEILHOCTBIO OT HECKOJBKUX He-
TIeJTb 10 HECKOJIBKUX JIET, OOBIYHO He TPUBO-
JsIIee K HapyIIeHUIo CTPYKTYPBI U (OYHKIIMHA
MevyeHu. beccuMmToOMHBIE peMUCCHU TIPO-
TIOJDKAIOTCSA B cpemHeM 1-2 Toaa, ¢ KpaitHUMK
KoJie6aHusaMu oT 6 Mec 1o 8 Jet. Ob1ee yuc-
JIO XOJIeCTaTUIeCKUX (ha3 MOXKET OBbITh, CyIs
10 HAOTIOAEHUSAM, OT 2 10 27, HO OOBIYHO OT
3 1o 8.

XKenryxa ObIBaeT pa3TUYHON WHTEHCUB-
HOCTH, MHOTIA OYeHb BBIpakeHHasd. OHa
COTNPOBOXIAETCSI TIOTEMHEHUEM  MOYH,
obecIBeYMBaHMEM KaJla M BCeraa MHTEHCUB-
HBIM KOXHBIM 3yI0M. 3y 9aCTO Ha HECKOJIb-
KO HeJIeJIb MPEIIIeCTBYET MOSIBICHUIO XKEeNTY-
xu. OH MOXeT OBbITh eAMHCTBEHHBIM TTPOSIB-
JICHHEM HEKOTOpHIX obocTpeHuii. ObocTpe-
HMSI XOJIecTa3a 4acTo COIPOBOXKIAIOTCS TO-
XyZIeHUEeM, CBSI3aHHBIM ¢ OECCOHHULIEH BCIle-
JICTBHME KOXHOTO 3y/a.

WumusunyansHocts IPBX mipencrasmsiercs
XOPOIIIO YCTAaHOBJIEHHOM C TeX Top, Kak 3a060-
JieBaHue ObL10 onrcaHo Summerskill 1 Walshe
B 1959 1. B xypHane Lancet. Xors JIPBX mosis-
JIIETCSI TTOYTH BCETIa B IETCKOM MIJIM TIOIPOCT-
KOBOM BO3pacTe, MeauaTpuueckKux IyosmKa-
1IMH, KacaroluXcsl ero OMMCaHusl, O4eHb Ma-
110. [lomarator, uro [IPBX Gozee u3BectHa re-
ratojioraMm y B3pocibix. OmHaKo, Kak MpaBu-
110, iposiBiieHust I PBX HaunHarotes no 20 e,
C paBHOMEPHBIM 1 HanboJIee YacThIM pacripe-
JieJICHUEM B TIEPBOM JIECATUICTUM XKU3HU Tia-
LIMEHTOB, HanboJIee paHHee HavYal0 OTMEYEHO
y pebeHka B Bo3pacte 11 mec.

TTpruuHBl 3MM300B Pa3BUTHUS XOJecTasa
npu JAPBX mo cux mop He BeisiCHeHBI. O0CyXK-
JTaeTCsI BO3MOXKHOCTD BIVSTHUST SHIOKPUHHBIX
(akropoB. [1pu 1armapocKommIeckoM 0CMOT-
pe B TIepuoJI TIPUCTYTIA TIeYeHb MaKPOCKOITH -
YeCcKH MMeET BUII M 3eJIEHOBATYIO OKPACKY, Xa-
pakTepHbIe JUIST X0JIecTasa, HO C TJIaIKOM To-
BepxHOCThIO. [Ipn olleHKe OMOITATOB Ieve-
HH, TTOJTYYEHHBIX B 3TOT MIEPUOJI, C TIOMOIIBIO
OOBIYHON ONMTUYECKON MHUKPOCKOIUU OIpe-
JIeNIIeTCsl PacTsSIKeHUe BHYTPUIIEUEHOUHBIX
JKeTYHBIX KaHAJIbIIEB C HATMIMEM TPOMOOB,
0COOCHHO B IIEHTPE JOJBbKW. 3Be3myaThbie
KJIETKM TIeYeHU MOTYT OBITb TUTIEPTPODUPO-
BaHbI M coAepXaT MUTMEHTHBIE TPAHYJISALIAN
B CcBoeii 1uToria3Me. JInmdorucronurapHas
MHOUIBTPALUS TIOPTATBHBIX TMPOCTPAHCTB
yMepeHHast WM oTCyTCTBYeT. HuKorma He BbI-
SIBISIETCSl TIOPTaJbHBI WM BHYTPUIOJIBKO-
BBl (puOpo3. [emarouuTel, Kak MpaBMiIo, He
n3MeHeHbl. OueHb OrpaHUYeHHBIE 30HBI HEK-
pO3a CBSI3aHBI ¢ 3acTOeM XXeTuu. B mepuon pe-
MUCCHM CTPYKTypa TeUeHHW TPeNCTaBIseTCs
COBEpIIIEHHO HOPMAJTbHOM.

Oomag ssomounst IPBX asiasgercsa mo0-
pPOKAueCTBEHHOI, HECMOTPSl Ha TSATOCTHBIC
MPOSIBICHUSI TIPU YaCThIX OOOCTPEHMSIX.
Hu B omHOM HaOmomeHnn He ObLIO OOHApPY-
JKEHO HU DPa3BUTHS TEYEHOUHOUN HemocTa-
TOYHOCTH, HU TTepexo/ia B IIMPPO3 MeYeHHU.

Db PEeKTUBHBIX MEIUMKAMEHTO3HBIX CPEIICTB,
TTO3BOJISIIOIIMX TIPepBaTh MPUCTYIT XOJIecTasa,
0 HACTOSIIEr0 BPEeMEHU HE CYIIECTBYET.
Ipemaparbl ypcome30KCUX0IeBON KHUCIOTHI
(YAXK) ipu JIPBX He oka3bIBalOT ycTONYM-
Boro addekTa. Bompoc o HapyKHOM Kemrd-
HOM JpeHaxke WIM TpaHCTUIAaHTAIluU TIeYeH!
HE CTOUT BBUIY 10OPOKAUECTBEHHOCTH CITIOH-
TaHHOTO TEUCHMSI.
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MoHo2eHHblii Xonenumuas, l]ﬁunllllBIIEHthﬁ
Mymauueii ABCB4

Heduur ABCB4 cBsi3bIBaIOT ¢ Hacaen0-
BaHUEM keluHokamMeHHo# 6osie3Hu (ZKKB).
OrtoT BapuaHT mytaiuu reHa ABCB4 (TpaHc-
ropTepa XeJruu) npeacranisier coboit MOHO-
TeHHYI0 (hopMy XoJeJIuTha3a, KOTopasi UMeeT
omnpeze/eHHbIe (DEHOTUITMUYECKUE TIPOsIBIIe-
HUS. XapaKTepHbI OTSITOLICHHBIN CeMeHBII
aHaMHe3, 1e01oT 3a0oeBaHus 10 40 siet, pas-
HOOOpa3Hble BapMaHThl U30BITOYHOTO CKOII-
JIEHUSI XOJIeCTepUHA B KeJTYHOM ITy3bIpE B BU-
Je ciamka, MUKpPOJIWTHA3a WM KETYHBIX
KaMHel, peluInBUpOBAHNE CUMIITOMATUKKU
rnocjie TPOBEACHHON XOJEUMCTIKTOMUU,
3MU30/Ibl BHYTPUIIEUEHOYHOTO XOJIECTa3a BO
BpeMs1 OepeMEHHOCTH.

Brniepsbie B 1937 1. Obl10 omucaHo, 4TO
yactota 2KKb y poncTBeHHUKOB IIepBOii CTe-
neHu poxctsa, crpamaommx KKbB, Bbire
B 2-3 paza. [1pu uzyyenuu IlIsenckoro 61m3-
HELI0BOTO pPerucrpa, riae Obul MpoBeaeH aHa-
Jn3 43 ThIC. OIM3HELIOBBIX AP, OOHAPYKEHO,
YTO KOHKOPAAHTHOCTb Y MOHO3UTOTHBIX
OJIN3HEIOB BbIIIE, YEM y IU3UTOTHBIX. DTO
MO3BOJIWJIO BBIYUCIIUTD, YTO BKJIAJ T'€HETH-
yeckux daxkropoB B passurue 2KKb cocras-
niseT mopsinka 25%.

Ota dopma xonenutraza 3(PdEeKTUBHO
npenotBpaniaercs npuemoM YIXK. [Tosto-
My CBOEBpEMEHHasl TUarHocTuka aeduuura
ABCB4 MmoxeT 3aiUTUTh HalueHTa ot Gop-
mupoBaHus KKb u/unm HeobxoaumocTu
MO/IBEPraThCsl XOJENCTIKTOMUY C COXpaHe-
HUEM JUCTIETICUYECKUX TTPOSIBICHUIA.

mllﬁl]lll(ll[:IIIIJSHhIE GonesHu nevexu

DuOPOKNCTO3HBIE OOJTE3HN TEUeHU TIpel-
CTaBJIAIOT COOOM Tpyriy 3abojieBaHUM, CBSI-
3aHHBIX C AMOPUOHATIBHBIMUA TIOPOKAMU TTyK-
TaJIbHOM TUIACTUHBI, XapaKTePU3YIOTCS PaCIlIv-
PEHMEM KEJTYHBIX XOJOB U PA3HOil CTEIEeHbIO
(ubposza mnevyeHn. DTo 3aboseBaHMSI, UMEIO-
1€ eMUHBIA TeHETUUEeCKUI Te(heKT — MHOXKE-
CTBEHHOE KMCTO3HOE TIOpaXKEHWE Pa3JIMUHbIX
OpraHoB, BKJItouasi reyeHb. Cpeay HUX — ayTo-
COMHO-JIOMWHAHTHAsI TTOJIMKMCTO3HAs TI0UeY-
Hasi 00JIe3Hb, MOJIMKKUCTO3HASI 0OJIE3HD Teue-
HM, OWJTMapHBIE TAMAPTOMBI, KMCThI X0JIEI0Xa,
BPOXIEHHBII MeyeHOUHbIN (hrdpo3 1 6oe3Hb
(cungpom) Kaposnu. JInarHOCTUKY 1 MOHUTO-
PUHT 3(hOEKTUBHOCTH JICYEHUsT STON TPYIIIThI
3200JIEBAaHUIA TTPOBOJISAT C TMOMOILBIO YJIBTpa-
3BYKOBBIX HccienoBaHuil (Y3U1), kommnbloTtep-
Hoii Tomorpaduu (KT) m MarHuTHO-pe3oHa-
HcHoit Tomorpaduu (MPT).

CriexkTp (hMOPOKMCTO3HBIX O0JIE3HEN TIeue-
HU TMPEACTaB/IsIeT TIOPOKU MyKTaIbHOM Ii1ac-
TUHBI HA Pa3HBIX YPOBHSIX OMJIMAPHOTO TpakK-
Ta. [Ipu OuMapHbIX raMapToMax — 3TO TIOpPO-
KU IYKTaJIbHOM TUTACTUHBI HA YPOBHE MEJIKUX
BHYTPUIIEYEHOUHbBIX XOJIOB, TIPY MOJIUKUCTO3-
HbIX 00JIe3HSIX — Ne(EeKThl BHYTPUIIEYEHOU-
HbIX IPOTOKOB. [Topoku pa3BuTHs HA YpOBHE
KPYITHBIX BHYTPU- U BHETIEUEHOYHBIX TPOTO-
KOB MIPUBOJISIT K 00J1e3HU (cuHapomy) Kaponu
u kuctaMm xojenoxa. O6pa3oBaHUEe UCTUHHbBIX
KHUCT TICYEHU TPOUCXOAMT 3a CUET BOCHAJIU-
TEJIbHOM TUTIepPIUIa3uK KeTYHbIX TyTell B 3MO-
puoreHese ¢ Moceayoneil ux o0CTpyKIneH.
Bo Bpemsi 3MOpHOHaJIBHOTO Pa3BUTHS HE
TMPOUCXOIUT TIOAKIIOYEHUSI OTIEIbHbBIX BHYT-
PUIOJIBKOBBIX TPOTOKOB K OOILEH cucreme
JKEJTUHBIX TMyTel. DnuTeauit abeppaHTHbBIX
JKEJTYHBIX XOJIOB aKTUBHO CEKPETUPYET XU~
KOCTb, B pe3yJibTaTe Yero OHU MpeBpallalTCs
B KUCTY. DTO TOATBEPXKIAETCS OTCYTCTBUEM
JKEJTYM U COOOILEHUSI KUCT C HOPMalIbHBIMU
JKEJTUHBIMM TIPOTOKAMU B TMOAABJISIONIEM
OonblMHCTBe ciydaeB. [Ipu rucronoruvec-
KOM MCCJIeIOBAHUY BITUTEUIN KUCThI UICHTU-
YeH OSIUTEIUI0 KETUEBBIBOASIINX TIYTEH.
JloxxHbIe KMCTBI pa3BUMBAIOTCS TIPU HATUYUU
MaToJIOTMYECKO TEeHETUYECKU OOYCIIOBJICH-
HOW peakIMu TKaHW TMeYeHW Ha BOCTaJieHUue
B pe3yJibTaTe TpaBMbI, OTEepaly WK JAPYTUX
(baxkTopoB, HarpuMep, BO3AECHUCTBUS psijia Jie-
KapCTBEHHBIX MTPETaparoB.

AyTOCOMHO-OMMHAHTHAS TOJHUKHCTO3HAS
noueynas Oogesnnp (AJIITIB) — wHacmen-
CTBEHHas TMpoTrpeccupyiomas 00Jie3Hb
C pacIpocTpaHeHHOCTHIO B Mupe oT 1:400 mo
1:1000 uemomek. Csrimme 85% ciyyaeB
AJIIIIB accoummpoBaHO ¢ MyTalMell TeHa
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PKD1 na xpomocome 16p13, octaibHbie Cty-
yad cBsi3aHbl ¢ Myrauueir reHa PKD?2.
AITIIIB — naTonorust ¢ TSKeIbIMU TIPOSIBIIe-
HUSIMU. XapaKTepU3yeTcsl HaIMYueM MHOXe-
CTBa KHUCT BO BCEX CETMEHTAX Movek. XpOoHHU-
yeckasl MmovyevyHasi HeloCTaTOYHOCTh MPUCYT-
ctByeT y 50% mnauueHTOB MPU JOCTUXKEHUU
Bo3pacta 60 jer. KinuHudeckue CUMIITOMBI
O0OBIYHO MPOSIBIISIIOTCS Y B3pocibix. [1pu nua-
rHoctuke AJITTITB HYXXHO yJ4UTBIBAaTh BBICO-
KYI0 M3MEHUMBOCTh (DEHOTHIIA TMAIIMEHTOB.
KwucTbl meyeHn oObIYHO MOSIBISIIOTCS B OoJiee
MTO3THEM BO3pacCTe, YeM KHMCTHI modek. dak-
TOpaMU PUCKa JIJISl KUCT TIEYEeHU CITyKaT BO3-
pacT, XeHCKUI TIoJ1 U KUCTBI TIovek. [pyrue
niposisiienust AIITTID BkitovyaoT KUCTHI MojI-
JKEJTYIOUHOM XKeJie3bl, TUBEPTUKYJIe3 KUILIeU-
HMKa, BHYTPUYEPEITHbIE aHEBPU3MBbI COCYIOB
U HEIOCTaTOYHOCTh MUTPATLHOTO KJIaTraHa.

[Tepsoiit mar B nuarHoctuke AT —
V3U nmouek. Cpenn pakTopoB prcKa BBIIC-
JIAIOT BO3pacTHble mepuonabl 15-39 u 40-
59 ner. ¥V nui B Bo3pacTe crtapiie 60 jer
B KaXXJIOH MOYKE MOSIBIISIETCST YEThIpe U 0oJiee
KUCTBI. JI7IS TTOCTaHOBKM JAMAarHo3a JI0cCTa-
TOYHO HAJIMUMsI KAK MUHUMYM TPU OJIHOCTO-
POHHUX WJIU TIO IBE KMCTHI B KaXJIOM IOYKE.
JleueHnue, 3amenisitoliee pa3BUTHE XPOHU-
YeCKOW TOYEYHOW HEeAOCTaTOYHOCTU TpU
ANTIIB, He paspaboTaHo. B koHeuHoI1 cTa-
Iuy 3a00J1eBaHUST BApUAHTOM BBIOOpA SIBJISI-
€TCS TPAHCIITAHTALIMS TIOYKHU.

IHommkucro3nas 6ose3ns nevenu (ITBIT) —
penkasi rporpeccupytoliasi 601e3Hb, Xapak-
TepU3yIoLasicss MPUCYTCTBUEM MHOTOYMC-
JIEHHBIX KHCT, paCCeSTHHBIX B TTApEHXUME T1e-
YEHU B OTCYTCTBUM TMOJUKHUCTO3a IOYEK.
IIponomkuTeabHOE BpeMs TMpernosaraiu,
yto [1BIT u AAIIIIB cBa3aHbl heHOTUNTNY-
HBIMU BapMaHTaMM, HO OTKPHITHE TPUYMH-
HBIX TEHOB IMOKA3aJI0, YTO OHU TEHETUUYECKU
paznuuHbl. [1BI1 BbI3bIBAIOT MyTallMU TEHOB
PRKCSH u SEC63. IIBII peructpupyercs
HamHoro pexe, yem AJIIIIDB, xotst uctuH-
Hass MX pacIpoCTPAaHEHHOCTh HEM3BECTHA.
ITBIT yame BeTpevaetcst y skeHIIUH (89%).

BonesHb MMeeT mporpeccupyromiee ecrecT-
BEHHOE TeUeHUE C HETIPEPHIBHBIM YBETMYECHU -
eM pasMepoB KHCT TiedeHU. [Ipemrosaraior,
YTO 3TU KUCTBI SIBJISIOTCS PE3YJIBTaTOM TIPO-
IPECCUPYIONIETO PACIIUPEHMS OMITMAPHBIX ra-
MapTOM U ILIEJIOCTHBI ¢ OUIIMAPHBIM TPAKTOM.
CHUMIITOMBI CBSI3aHbI OOJIBIIIE YacThiO ¢ pa3-
MepOM TIeYeHH U BKITIOYAIOT B3IYTUE, OIBIIIIKY,
aboMHMHANIbHBIE OOJIM Y paHHee HaChIIIEHUE.
W3 ocnoXXHEeHU BBIIEISIOT KPOBOTEUEHHE,
Pa3pbIB 1 MHOUIIMPOBAHUE KUCT. XOTS KUCTBI
HapyIIalT HOPMaJIbHYI0 (HOPMY U CTPYKTYpY
MeYeHW, CUHTeTUYecKas (PYHKIMS OpraHa
COXpaHsIeTCsl Y GOJTBINMHCTBA MALIMEHTOB.

JlnarHO3 OOBIYHO CTABAT Ha 3-4-M IeCATH-
JICTUW XKWU3HU Ha OCHOBAHWU OOHApPYXKEHUS
6osee 20 kuct reuenu ¢ nomoiunsio Y3U, KT
wm MPT. Onnako st mun u3 cemeit ¢ [TBIT
YyeThipe WK 6ojiee TIeYeHOUYHbIE KHUCTBI J0-
CTaTOYHBI JUTsI ArarHo3a. KucTel meyeHn Mo-
TYT U3MEHSITBCS B pa3Mepax oT 1 MM 10 12 cM
ui Gosiee B AMaMeETpe M HE COOOIIAIOTCS
MEXIy COOOIA.

Knunuueckoe nuddepeHMpoBaHue oOT
ATIIB ocTaercst TpyAHBIM, ITOCKOJbKY Ia-
mueHtsl ¢ [IBI1 Moryr Takke mmeTh He-
CKOJIBKO KHUCT TI0YEK, B TO 3Xe BpeMs MalueH-
Tb1 ¢ AIIIITTB MoryT UMeTh MOIMKUCTO3 T1e-
YeHW KaK JOMWHUPYIOIIYI0O OCOOEHHOCTD.
IMoaromy Haumbojee CYIIECTBEHHBIM IS
noarBepxaeHus [1BI1 craHoBuTcs ompene-
JICHUE TIOC/IeIOBATEIbHOCTH KOia 00JI1acTh
renoB PRKCSH u SEC63.

BonpmuncTBo nmanmenTos ¢ I1BIT acumri-
TOMHBI U JiedyaTcss KOHCepBaTUBHO. [1pu 1o-
SIBJICHUW CUMITTOMOB TIPUOETaloT K XUPYpIu-
YeCKOM KOppeKIMW, HampaBIeHHON Ha
yMeHbllIeHne pa3mepa revyeHu. Cambie pac-
MPOCTpaHEHHBIE METONBI BKITIOYAIOT XUPYP-
TMYeCKOe yIaJeHNe WU OCBOOOXIEHNWE KUCT
OT UX CONEePXKUMOTO. BoJbIliie KUCTBI MOTYT
TTOIBEPTaThCsl aCITUPAIIMOHHO-CKIePOTUYIEC-
KOIf Teparmuu win deHecTpauuu. B ciaydasx
3HAYUTEJBHOTO TPOTPecCUpoBaHus 3a060-
JieBaHMS ITOKa3aHa CeTMeHTapHast MeYeHoY -
Hasl pe3eKIMs WIM Jaxe TpaHCIIaHTaIus
neyeHu. JIpyroit anbTepHATUBBI Tepamuu
IIBIT noka He cyuiectByeT. B TO e Bpemsi

o

FENATOJIOlIHA e HAYKA - NPAKTULY

HECKOJIBKO KJIIMHUYECKUX MCCIIEI0BAHUM TO-
Kazajau OJIaronpusiTHOE BO3IEHCTBUE aHAJIO-
TOB COMATOCTaTHHA MTPU MOJIMKKCTO3€ MEUeHU.

Buimaphbie raMapToMbl TakXe WM3BECTHBI
KaK MUKpPOTaMapTOMbl MM KOMILIEKCHI (hoH
MeiieHOepra, SIBISIIOTCS JOOPOKAYeCTBEHHbI -
MU TIOpOKaMM pa3BUTHs TiedeHH. Pacmipo-
CTpaHEHHOCTh OIICHMBAIOT B 6%. bumapHbie
raMapTOMBI COCTOSIT M3 KHCT PACIIMPEHHBIX
KeJTYHBIX X0oB, MeHee 10 MM B amameTpe
u muhdy3HO paccesTHBIX B TTApeHXUME TTede-
HHU. DT 00pa3oBaHMs OTPAaHWYEHBI ONHO-
CJTOHBIM KyOMYeCKUM SITUTEINEM U OKPYXKe-
HBI pa3HbIM KOJJMYECTBOM BOJIOKHUCTOM CO-
eMMHNUTETbHOM TKaHW. [1010CTh pacimpeHHO-
TO JXeJTYHOTO XO/Ia MOXKET cofepKaTh HEMHOTO
JKeJT4u, HO OHa He COeMMHeHa ¢ OMIMapHBIM
TpakTOM. BuianapHble TaMapTOMbI OOBIYHO
OOHAPYXUBAIOTCS Ha BCKPBITUSIX, XMPYPTHU-
YeCKHX OTepallusaxX WIN TpU CIydaifHOM 00-
cremoBaHUU. JInarHo3 MOXeT OBITb TPYIHBIM
M3-3a MaJbIX pa3MepoB 3THUX O0Opa30BaHUI
1 OTCYTCTBUS KITMHWUUYECKUX MTPOSIBIIeHI. bu-
JIMapHbIEe TAMapTOMBI YaCTO HETTPABUIILHO JH-
arHOCTUPYIOTCSI KaK MeTacTa3bl TICUeHU.
Ha MPT OunmapHble TaMapTOMBI IIPOSIBIIS-
forca T1-TurmomHTeHCUBHBIMU ¥ T2-THIIEp-
MHTCHCUBHBIMU ovaramu. [lpu cpaBHeHUU
C MeTacTaTMYeCKUM ITPOIeCCOM OMIMapHbIe
raMapTOMBI OTHOCUTEJILHO OOJIBIIIE TIO pa3Me-
py, ¢ Goiee BBICOKOM WHTEHCHMBHOCTBIO Ha
CHUMKaX, METacTa3bl TIeYeHH SBJISIIOTCS OoJiee
reTeporeHHBIMU 00pa3oBaHMsIMU. OmHAKO
B CJIOXKHBIX CITyJasiX MCKJIIOYeHNE METacTa30B
TpeOyeT BBIMOJHEHWS] OMOTICUM TIEYeHU WA
JIPYTUX JTOTIONHUTETBHBIX cClenoBaHuil. bu-
JIMapHbIe TaMapTOMBbl J0OPOKaYeCTBEHHbBIE
1 6eCCUMITTOMHBIE, OHU He TPEOYIOT JICUSHNST.

Kuctbl xoJemoxa — penkue HaXOOKHU
¢ pacmpocTpaHeHHOCTbI0O oT 1:100 THIC.
mo 1:150 Teic. Hacenenus B EBpome, xots
pacrpoCTpaHEHHOCTh CpeIu HaceJIeHUs
Asun nmoctatouHo BbIcoKa — 1:1 Teic. /[IBe
TPETH MAIMEHTOB C KUCTAMU BBISIBJISIIOTCS 10
10-neTHero Bo3pacrta. KucThl xapakrepusy-
0T KaK pacIIMpeHMs] Pa3IUIHbIX dYacTei
BHYTPHU- W/WJIM BHETICUCHOYHBIX KETUHBIX
XOIOB, KOTOpBIE CBSI3aHBI C OMJIMAPHBIM
TPaKTOM. DTHUOJIOTUS KHUCT XOJIenoXa He siC-
Ha. [Ipenronaraior, 4To OHU SABJISIIOTCST CIE-
CTBUEM TIOPOKOB pAa3BUTHSA OYKTaJbHOU
IJTACTUHBI U, CJIENOBATEIbHO, COCTABIISIIO-
meil GuOPOKMCTO3HBIX 00Je3HEH ICUYCHU.
Mpyroit mpuInHOM (HOPMUPOBAHUS KUCT XO-
JIeoXa CUMTAIOT Pe3yJIbTaT BIUSHUS MOCTO-
STHHOTO pedIIiokca TaHKpPeaTUIecKux dep-
MEHTOB B XOJICIOX, aHOMAJIUU COCTUHEHUS
MMaHKpeaToOMIMAapHOTO XO/1a.

CaMoe Jactoe OCIOXHEHUE — TIepUOI-
YeCcKHUe XOJIAHTUTBI BCJIENICTBUE 3aTPYIHEHUS
OTTOKa Xemun. JIpyrre ocIoXKHEHNsT — MaHK-
peaTuT, cerncuc M TeYeHOYHbIe abCIIeCCHl.
Kucthl xonmemoxa MMEIOT PHUCK 3J10KAavecT-
BEHHOTO mepepoxkaeHus 10 12,5% v moaromy
TPeOYIOT TOCTOSTHHOTO HAOMIONCHUS 3THUX
MaleHTOB.

Buzyanuszanust cBsI3u KMCTBI ¢ OMTMapHOI
CHUCTEMOM CyIIeCTBeHHA JJI TTOCTAaHOBKU
JIMarHo3a, TaK 3TO BaXXHO /IS nudbepeHIn-
pOBaHUsS OT XETYHBIX IMoBpexmeHuii. Y3U
SIBJISIETCST TIEPBBIM METOIOM MCCIIeIOBAHUS,
OITHAKO BO3MOXHOCTH €Tr0 OrpaHUYeHBI. 30-
JIOTBIM CTaHAApPTOM JUIS TUarHo3a KUCT XO-
JIenoxXa B HacTosIIIee BpeMsT pacCMaTpUBaeT-
¢ MarHUTHO-PE30HAHCHAsI XOJAaHTMOTAHK-
pearorpadus.

OnTuManbHBIN BEIOOP JIeUeHUS Y OOJIbIIINT -
HCTBA MAllMEHTOB — ITOJIHAST PE3eKIINST KUCThI
1 remnatoeroHocToMuUs. Llenbio JeuyeHus siB-
Jigercs MpoduIakKTUKa 03J0KaueCTBIECHUS
Y TaKUX OCJIOKHEHW I, KaK XOJIAHTUT U MaHK-
peaTur.

B HEKOTOpBIX ciydasix MOPOKM TYyKTalb-
HOM TUTAaCTUHBI aCCOIMUPOBAHBI C TIPOTPEC-
CUBHBIM pa3pylIeHHeM BHYTPUIIEUEHOUHBIX
JKETIHBIX XOJI0B BCIIENCTBUE Hecrennduyec-
KOTO BOCITAJTUTEILHOTO Tpoliecca. TOT Mpo-
1IeCC, BEPOSITHO, IIPUBOIUT K ABYM KIIMHUKO-
AHATOMWYECKUM COCTOSTHUSIM, W3BECTHBIM
KaK BPOXIEHHBIM TIeUeHOYHBbIN (ubdpo3
u 6one3Hb (cuHapom) Kapoomm.

Bpoxaennblii neyeHounblii puopos (BIID)
sIBJIsIeTCs pasHOBUAHOCTEIO (peHoTuna [1BI1.
Yacto accoummpoBaH ¢ APYTMMU TTOPOKAMU
TeYeHn, TaAKUMHU KaK OWJIMapHbIe TaMapTOMBbI
U KUCTHI XoJiegoxa. Y nanueHTos ¢ BIT® mne-
YeHb 0€3 MaKpPOCKOTIMUYECKN BUIMMBIX KUCT,
HO UMeeT Pa3IuUHYIO CTeTIeHb MEPUITOPTaTb-
Horo ¢ubpo3a u Gpubpo3a XKEeTIHLIX ITPOTO-
KoB. BriepBbie 00JIe3Hb MPOSBISAETCS B JET-
CTBe, 4acTO B (hopMe MOPTaTbHOM TUTIEPTEH-
3WM, B TOM YHUCJIE CTUIEHOMETAINU C TIaHII1-
TOIEHMEN 1 BapUKO3HO PACIIMPEHHBIMU Be-
HaMU TIUIIEBOJA C CAMOTIPOM3BOIBHBIM KPO-
BOTEYEHUEM.

bonesns (cunapom) Kapomm xapakrtepusy-
eTcs pacIlipeHreM BHYTPUIIEYEHOUHOTO O~
JIMAPHOTO TpaKTa. DTOo 3a00IeBaHKE TIPEIIIO-
JIOKUTEBHO SIBJISIETCST YacThio CITeKTpa (e-
HotunoB AJIII1D wim peHoTunyecKuM Ba-
PUAHTOM KHUCT XOJienoxa TpU M30JMPOBaH-
HOM pAacIIMPeHUN OOJBIIMX BHYTpUIIEUE-
HOYHBIX XeJTYHBIX TPOTOKOB. [Ipn cuHapome
Kaponu mpuCyTCTBYIOT KakK BpPOXICHHBII
$ubpo3 meyeHu, Tak U pacIIupeHne MeaIKuxX
BHYTPUITEYEHOUHBIX XKETIHBIX IIPOTOKOB.

K HacnencTBeHHBIM CEMEWHBIM LIMPPO3aM
OTHOCUTCS IUPPO3 IeueHu npu 6oje3Hu Oc-
nepa-Panmio-Bebepa — HacnencTBeHHOI Te-
MOppParnvyeckoi TeJeaHIrModKTa3uu | Tura.
Ilpu 9TOif mMaToJOrMU COeTMHUTEIbHAS
TKaHb TIEYEHM COAEPKUT M3MEHEHHBIE pac-
IIUPEHHBIE COCYIIBI.

Taxum oOpa3oMm, HaKaIlJIMBaeTCsI BCe
Oosbllle 3HAHWI O 3aKOHOMEPHOCTSIX BO3-
HUKHOBEHMSI, (GOPMUPOBAHMS I OCOOEHHOC-
Teil TeYeHUs psiia HacIeACTBEHHBIX X0JIeCTa-
TUYECKUX 3a0oneBaHMil eueHu. OrpOMHBIN
MHTepeC McciaeaoBaTeNeill CeroaHs BbI3bIBACT
reHeTrKa 3a00JeBaHMil TIeYeHU. YUUTHIBas,
yT0 3((PEKTUBHOCTD JEUEHMSI BPOXKISCHHBIX
3a00J1eBaHUIi TIEUSHU 3aBUCUT OT CPOKOB €TI0
Hauaja, ocoOyl0 3HAUYMMOCTh MpHOOpeTaeT
mpobjieMa paHHel AUMAarHOCTUKM. DTO BO
MHOTOM MOXKeT U3MEHUTh TAKTUKY BEICHUS
MalueHTa, a CIeI0BaTeIbHO — IMPOTHO3 Teue-
HUS 3200J1eBaHUSI.

ITo TexHOJOTMM BBLITIOJTHEHMSI TeHETUYEC-
KHWe TeCTbl OCHOBaHbI Ha T€HOTUITMPOBAHUN
OHOTO TeHa; TeHOTUITMPOBAHUU HECKOJIb-
KUX TEHOB; T€HETMYECKOM CEKBEHWPOBAHUU
(ompesenieHre TOCIENOBATEIbHOCT HYKJIe-
OTUIOB B MOJIEKyJie, Hecylleld TeH (TeHBI),
0e3 YTOUHEeHHUs MeTOoAa) WJIM CEeKBEeHUPOBa-
HHUM HOBOTO TIOKOJIEHMsI (Hampumep, 9K30H
WM YCTAHOBJIEHUE MOCeI0BATEIbHOCTH 1ie-
JIOrO TEHOMa).

B Tabauiie 2 nmpuBeaeHb HECKOJIBKO Hayd-
HO-KJIMHWYECKUX €BPOTIEHCKUX IEHTPOB,
B KOTOPBIX MTPOBOMSTCS UCCIAEIOBAHMUS, TT03-
BOJISIIONINE YCTAaHOBUTH T€HETUUYECKHE Map-
Kepbl XOJIECTaTUIECKUX 3a00IeBaHUI.

Ta6nuua 2. HayuHo-KnuHUYECKME eBPONECKHe LIeHTPbI, B KOTOPbIX MPOBOASATCH UCCNEAOBAHNS
N0 BbISIB/IEHMIO FEHETUYECKMX MAPKEPOB XONECTATUYECKUX 3060eBaHMi

TeHbl TexHonorus
ABCB4, ABCB11, ATP8B1 | l'eHeTMueckoe ceKBEHUpPOBAHME
92 reHa CeKBEHMPOBAHNE HOBOTO NOKONEHMS
ABCB11 OnUroHyKneoTUAHbINA AHANK3,

reHeTuyeckoe ceKBeHMpoBaHue

Xonecratuyeckas naHenb

(ABCB4, ABCB11, ATP8B1) | cexBeHupoBaHue

ABCB11

I'euomnuposuuue, reHeTu4yeckoe

leHeTuueckoe CEeKBeHMpOoBaHUE

Jla6oparopus

Otaen KNUHUYECKOM FEeHETUKH,
Axapemuyeckuii MeANLIMHCKUIA LLeHTp,
r. Amcrepaam

HAerckas 6onbHuua,r. Bupmutrem

Orpen ractpoaHTeponorum, YHusepcurer-
cKas KnuHuKa, r. dioccenbaopd

Otaen mepuLMHBI,
Caapckuit YHuBepeurer, r. fam6ypr

OTaen MoneKynsipHoi reHeTMKM NeyYeHu,
KOPONEBCKMIA Konnemx, r. JJIoHaoH
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