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HacnencreeHHbIe 00/IE€3HN TETKUX ABLAIOTCA OTHO
13 Hambo/mee CMOKHBIX AMATHOCTUUECKUX, TIATOTCHE-
TUYECKUX U TEPATIEBTUUECKIMX IPOOIEM COBPEMEHHO
OyIbMOHO/MOTUM. Pacro3HaBaHMe MX IPEACTABISAET
HeMasble TpyaHoCcTH. Hepeako ux OmmbOYHO IPUHM-
MAIOT 32 00ObIYHBIE POPMBI XPOHUYIECKUX HecTenndu-
vecKMX 3a00meBaHmMil IErKUX. BMmecTe ¢ TeM, 4ETKROE
ompeze/ieHNe MCTUHHOTO XapaKTepa MaTOIOTMYeCKO-
ro mporecca 06eCIeYNBAET YCIIEX TEPAIEBTUUECKUX
meporpusatuin. H.IT. BoukoB u 1p. moguépkuBamm, 4To
PELMAVBUPYIOLINE ¥ XPOHUYCCKIUE JIUTEBHO HE TIOZ-
JAIOIIVECS ICYCHUIO 3a00/1eBaHMs, OCOOEHHO B IET-
CKOM BO3pACTe, YaCTO OTHOCATCS K HAC/IEICTBEHHBIM
dopmam naTonorum [1]. DTO MOMOKEHME CIIPABEI/IN-
BO ¥ B OTHOIIICHM OPOHXO/IETOUHBIX 3a00/ICBAHNAT.

[To maHHBIM KAMHUKY TYIbMOHOIOTUU MOCKOB-
ckoro HVW nenyatpum 1 NeTCKOM XUPYPTUN Cpeau
JIETEN ¢ XPOHMYECKUMM BOCIIA/TATEIBHBIMM 3a60/1€Ba-
HUAMM TETKUX HAC/TEACTBEHHAS TTATOMOTMA ObI/IA Aya-
THOCTMPOBAaHA ¥ 5-6 % 6ombHBIX. [Tpn aTOM pasimya-
0T «K/I4CCUYECKUE», COOCTBEHHO HAC/ICICTBEHHBIE
0o/e3HM TETKUX ¥ OPOHXOMETOYHbIE ITIOPASKEHSA, CO-
IIPOBOSK JAOLIME C OOMBIINM WM/ MEHBIIIVM IIOCTOSH-
CTBOM Ty W/TM MHYIO HAC/ICACTBEHHYIO ITATOIOTHIO.

Haubonee moaHo HacaeACTBEHHBIE 0OME3HN, B TOM
yuc/ae ¥ OPOHXOMETOYHONM CUCTEMBI, 000OIIEHBI B pe-
TUCTPE HACMENCTBEHHBIX 0OME3HEN YemoBeka MIM
(Mendelian Inheritance of Man), roe oHy cymmMupo-
BaHbBI, MCXOZs M3 TUIIA HACAEJOBAHUS IATO/NOTUU
(ayTOCOMHO-TOMMHAHTHBI, 4YTOCOMHO-PEIECCUB-
HbI, X-CIEN/IEHHDI U T. [.); Ka>KI0i HO30/I0Tnde-
ckoit popMe IMPUCBOEH OTAEABHBIN IMIECTU3HAYHBIN
romep (or 100 000 u Beire) [2].

Yncmo MErovHbIX 3a00MEBAHNIA C Ay TOCOMHO-IOMM-
HAHTHBIM TUTIOM HAC/ICIOBAHMSI, IIPEACTABICHHBIX B
KaTasore, OTHOCUTE/IBHO HeBeMUKO. K HMM, B 9acT-
HOCTM, OTHOCUTCA WUAMOMATUYECKUI muddy3HBIA
pubpos mérkux — curapom Xammana-Puda (178 500),
BIIepBbIe onucaHHbIN B 1935 rogy Louis Hamman n
Arnold Rich [3]. ITpuunHbI pasBuTis 3a00IEBAHNA 10
HACTOAIIETO BPEMEHM HE ACHBI, YTO OOBACHAET Tep-
MWH «MAVNOTATUYICCKUN» IPUMEHUTE/NIHHO K JAHHON
matomoruu. Hapsany ¢ 0603HAYEHHBIM BBIIIIE TEPMIU-
HOM, UCIIONB3YIOT U IPYTUE: «CEMENHBIN (hUOpPOsUpy-
FOIINIT ATHBEOIAT», «KPUIITOTEHHAS (prOPO3UPYIOIAs
JMETOYHAA OUCIIASUA», «UAMOTIATUIECKN DPruOpO3u-
PYIOIINI aAbBEOMUT». B HacTOsIIIEe BpeMs CUHAPOM
XammaHa-Pruya paccMaTpuBaeTCs B TPYIIIE MHTEP-
CTULIMAMBHBIX OO/IE3HEN TEMKUX B PyOPUKE «OOBIUHAS
VHTEPCTUIMATLHAS TTHEBMOHS».

Knnandecku 3a60/1eBaHmMe TIPOAB/AETCA IPOTPEC-
CHUPYIOIIIEN OABIIIKOM, KAIIJIEM, IIOTEPEV MaCChl Te/a,
Ha/IMYMEM XAPAKTEPHBIX «I€//10(PAHOBBIX» XPUIIOB B
JETKUX, YTO/IIECHUEM AUCTATbHBIX (DA/IAHT TIA/BIIEB
o TUIy «0apabaHHBIX Ma/104eK» CUMTAIOT, YTO OT
0,5 mo 2,2 % cny4daeB MOUOMIATUUECKOTO TETOUHOTO
dbubposa nmeroT cemeHbIN XapakTep. Tak, P. Swaye
C coaBTOpamu HabOMIOJA/M CEMBIO, V 7 13 8 YIEHOB KO-

TOPOJT OBII AMATHOCTUPOBAH AU(P Y3HBIA TETOUHBIN
¢bubpos [4]. Onmcansl caydan 3a60/I€BAHUS Y MOHO-
BUTOTHBIX O/MM3HEIIOB. [IpeaIomaraeTcss ayTocOMHO-
JTOMUHAHTHBIA TUII HAC/ICIOBAHMA.

K 3abo/1eBaHMAM C ayTOCOMHO-TOMUHAHTHBIM TH-
TIOM HAC/IeIOBAHMS OTHOCAT IEPBUUHYIO TETOTHYIO
runeprensuio (178 600) — peakoe 3aboneBanme, xa-
PAKTepU3YyIOIeecs MOBLIIICHNEM OAB/ICHUS B TETOY-
HOW apTepuy U runeptpodueii MuoKapaa mpaBoro
SKe/MymLovYKa 0e3 YCTAHOBACHHON MPUUMHBI, T. €. HE
CBsI3aHHOV C KAKOV-MMO0 BPOSKIAEHHON MU TIprobpe-
TEHHOW MATO/MOTUEN CepAla U METKUX.

Kauanyecku 3abomeBaHme XapakTepu3yeTcs ObICT-
PO TIPOTPECCUPYIOMIEN ABIXATEABHOM HEIOCTATOY-
HOCTBIO, BBIPASKEHHBIM ITMaHO30M, IIOBTOPHBIMM CUH-
KOITa/JIbHBIMM COCTOSHVSMMU.

ITonararot, uto 15-20 % manumMeHTOB ¢ HEPBUIHOM
JIETOYHOV TUIIEPTEH3MEN UMEIOT CEMENHYIO (POpPMY
3a00/1eBaHMS; OTAEMbHBIC CIyYau MOTYT OBITDH C/Ie-
CTBUEM CIIOPAINYIECKOI TEHETUIECKOI MyTarmu [5].

B psanmy nérouHbix 3a00/€BAHNUI C AYTOCOMHO-10-
MMUHAHTHBIM TUIIOM HAC/IE€IOBAHMS 3HAYUTCS U CIIOH-
TAHHBIN CEMENHBIN THeBMOTOpake (173 600). TTox
CIIOHTAHHBIM ITHEBMOTOPAKCOM ITOHMMAIOT HAKOILIEe-
HIE BO3JyXa B IIPOCTPAHCTBE MESKAY NETKUM U IPYI-
HOJ CTEHKOM C Pa3BUTUEM KOJI/IATIca AETKOTO, BO3SHU-
KaroIee y cyObeKTOB, HE MMCIOIMINX TPABMATUYICCKO-
TO MOBPESKIACHMUA NETKUX MUAN TPYAHOM KACTKY, HE
CTPAJAIOIINX KAKUM-TNO0 3a00/T€BAHMEM TETKUX.

OCHOBHBIMM KAMHUYICCKUMM CUMIITOMAMM 3260-
JIEBAHUS SB/IAIOTCA: BHE3AMHO BO3HUKAIIIASL OO/Ib
TIpY IBIXAHWUY, HAPYIICHNUE 9KCKYPCUM TPYIHON K/ICT-
KU, ONBIIIKA, KaIeab. JIMaruno3 moaTBep>KgaeTcs Xa-
PAKTEPHBIMU PECHTTCHOMTOTUYCCKUMU TTPUSHAKAMU.

Hepenku cemeriable c/ydan CIIOHTAHHOTO CEMEN-
HoTO HeBMOTOpakca: R. Berlin [6] u D.H.A. Boyd [7],
C.B. Leman u D.E. Dines [8] mabmoganu cembu, y
YIEHOB KOTOPBIX B HECKO/IBKUX MOKOICHUIX ME/TUCH
caydau 3aboneBarmsa. W.G. Wilson u coaBT. ommcann
OIHOCTOPOHHU ITHEBMOTOPAKC Y HOBOPOSKIEHHOTO,
ubs 0a0yIIKa M JBa OO IO MATEPUHCKON TVHUM
TaK>Ke CTPAJA/IV TIOBTOPHBIMM ITHEBMOTOpAKcam [9].
P.J. Morrison u cOaBT. IIPEICTABUIN CEMbBIO, B KOTO-
pOM OTeIl U TPpOe M3 IIECTU AETEV MMEIU SMU30]IbI
CIOHTAHHOT'O ITHEBMOTOPAKCA; IPU 3TOM y U/ICHOB
ceMbH ObIIM UCK/TIOYEHBI HAC/TEACTBEHHbIE 3200/1€Ba-
HIUA COeqMHUTENBHOI TRauu [10]. MbI Tak>Ke HaO/MIO-
Ay CEMBIO, TOe PeIUIUBUPYIOIINI ITHEBMOTOPAKC
¥Me/I MECTO ¥ Ma/IbuMKa U ero MaTepu. BmecTe ¢ TeMm,
HE/Ib3sI HE 3aMETUTh, UTO CIIOHTAHHBIN ITHEBMOTO-
PaKC — OCHOBHOE OC/IO>KHEHME MOHOTEHHBIX 00/1e3-
HEV COEIUHUTENBHON TKAHU — CUHAPOMOB Mapdana
u Dnnepca-Jllanmoca, 4To TpebyeT 0643aTETBHOTO C-
KTIOYEHUS 9TUX CTPAJaHUN IIPY MOBTOPHBIX CIyda-
SIX CTIIOHTAHHOTO ITHEBMOTOPAKCa B CEMBE.

B mocmemame rome 0c060€ BHUMAHME CITETINAIAC-
TOB PA3AMYHOTO TPOGUIS YAEMSIETCA TEPBUUHON
myvapHoit guckuuesvn (TILT) u curapomy Kaprare-
Hepa. IIITIT BcTpevaeTcsa ¢ wactorom 1 : 15 000 —
1 : 30 000 HoBOpO>KAEHHDIX [11]. B ocHOBe 3a00/1€Ba-
HIS /IESKAT PA3HOOOPAsHbIE TeHETUIECKN JEeTCPMUHNA-
poBauHbIe He(ERTHI CTPYKTYPHI AMHEMHA — O€/IKa,
00€eCTeunBaIOIIEro ABUTATE/TbHYIO0 AKTUBHOCTD PECHU-
uvek. Hapymenne QyHKIUM MOCAETHUX, BIUVIOTH IO
TTO/THOW HETIOIBM>KHOCTH, CO3MAET OCHOBY (hOPMUPO-
BaHI XPOHNYECKOT'O BOCIAUTE/ILHOTO IIpoIiecca pe-
CIMpaTOpHOro TpakTa. IIpumepHo 50 % GOABHBIX
TTLI[] uMer0T 00paTHOE PACIIONOKEHNE BHYTPEHHUX
opranoB. Cunapom Kaprarenepa, BRIIOYAKOMINIA 00-
PATHOE PACIIONIO>KEHVE BHY TPEHHUX OPraHOB M/ U30-
JIMPOBAHHYIO JEKCTPOKAPANIO), OPOHX03KTA3bI (OpOH-
XUT) ¥ CUHYCUT, PACCMATPUBACTCS KaK K/ITACCUICCKAS
dopma TTLI u coctamsaer 50-60 % 2TV MTATOTOTHA.

TIIIO n cuaapom KaprareHnepa — Hac/eqCTBeHHASA
TIATO/IOTYS C AYyTOCOMHO-PEIIECCUBHBIM TUIIOM Hac/Ie-
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noBauusa. Harrtu cobcTBeHHbBIE HAOTIONEHNS, KACAO-
mmecs 95 meTer ¢ HepBUYHON UM/INAPHON AVCKUHE-
31el, OO/BIITYIO0 YaCTh KOTOPBIX (80 meTeit) cocTaBumm
6ombHBIE ¢ cMHEAPOMOM KaprareHepa, IpogeMOHCTPH-
POBa/y, YTO B YCIOBMAX OJJHOV CEMBY BO3MOSKHBI Pas-
nuaHble BapuaHThl [TLI]] Kak ¢ 0OpaTHBIM PACIIONO-
>KeHUEM BHYTPEHHUX OPTaHOB, Tak 1 Oe3 situs vis-
cerum inversus [12]. Tag, B Te4eHMEe HECKOMBKAX JIET
MBI HaOmomanu manueHTky ¢ I[TLIJ] 6e3 obpaTHOrO
pPacHOMOKEHNsI BHYTPEHHNX OPTaHOB. 34 BpeMs Ha-
O/IFOZEHNS B CEMbE TIOSIBUICS BTOPOM PEOEHOK C KIAC-
CUYECKON KAVMHUYECKON KapTUHOM cuHAapoMa Kapra-
reHepa. Bcero kK HacTosIeMy BpeMEeHU B KIMHIKE Ha-
OmomaeTes 7 ceMe, B KasKI0M M3 KOTOPBIX MMEIOTCS
cubOceI ¢ cuHapoMoM Kaprarenepa u ¢ IepBUYHON IIN-
JTMAPHOM JUCKUHE3MEN 0e3 00pATHOTO PACTIONOSKEHUS
BHYTPEHHMX OPTaHOB. B 0mHOM 13 3TNX ceMen poau-
TEMU HAXOAU/INCh B KPOBHOPOACTBEHHOM Opake [13].
IMox HammM HAOMIOJEHNEM HAXOAUICS TAK>KE 0O/D-
HOM ¢ cuHIpomoM Kaprarenepa, y mema KOTOpPOTO
VIMe/Ia MECTO AEKCTPOKAPIVISI IIPU OTCYTCTBUY PECITH-
PaTOPHON MATOMOTUMN.

B rniumamyeckon kaptuHe I111]] Ha mepBbIN I1aH
BBICTYIIA€T IIOPA>KEHME PECHMPATOPHON CUCTEMEI;
IIPY 3TOM XapaKTepPHA TOTA/TbHOCTH ITOPASKEHUS pe-
CIIMPATOPHOTO TPaKTa C paHHeNn MaHudecTaImen
CUMIITOMOB. Bo/bIioe 3HaYeHME MMeeT IOpasKeHe
HOCOTIOTKM: Y 601bHBIX ¢ TTLIJ] 3aTpymHeHME HOCO-
BOT'O JBIXaHV HEPEJKO OTMEYAETCS C IIEPBLIX JHEN
sku3HEn. OTHUM 13 XapaKTEPHBIX IPOSIBICHNUI 3TON
MATO/IOTUN SIBISAETCS OTUT: Y Ma/IeHbKUX JETEN Ha-
O/TII0MAOTCS IOBTOPHBIE PEIMANBBI OCTPOTO OTUTA, Y
CTApIINX — XPOHNIECKOE BOCIIA/ICHUE CPETHETO yXa;
YaCTO BCTPEYAETCS CHUIKEHME, a MHOTA U IIO/THAS
noteps ciayxa. Y 6ompubix ¢ TTLJ] MMEOT MecTO Ha-
PYIIEHMS PETPOIYKTUBHOM Chephl — KaK MY>KCKOE,
TaKk ¥ >KeHCKOe OecIiionmne.

PeIRUM U C/TOSKHBIM /ISI IUATHOCTURY 3a00/I€BAHM-
€M SAB/IIeTCS IETOYHBIN a/TbBEO/IIPHBIN MUKPOINTIAS.
3abonesanue, Brepsbie omucannoe L. Puhr B 1933 T,
XapaKTepU3yeTCs HAKOII/ICHUEM B IETKUX JIETIO3UTOB
docdara ranpuys [14]. IIpumepso B 1/3 ciay4aes ma-
TOZIOTM HOCUT CEeMENHBIN XapakTep. A. Senyigit u
A. Yaramis u coaBT. HaOMIOLAMU CEMBIO, B KOTOPOJA
6 MAIIEHTOB MY>KCKOT'O TI0/Ia CTPaga/Iv IETOYHBIM a/Th-
BEO/IPHBIM MUKPOIUTHAZOM: 5 13 HIX ObIIM ABOIOPOZ-
HBIMM OpaTbaMu, a 6-7 — uxX msameit. MURpomuTsI ObUm
IIO/TyYeHbl Y BCeX OOMBHBIX: ¥ 5 — IyTéM OpOHXOa/IbBe-
OJISIPHOTO /IABa>Ka U B | c/Iydae — mpy TPaHCOPOHXMAIDb-
Hovt 6mortenm [15].

B Go/mbIMHCTBE Ccay4yaes 3a00AEBAHME IPOTEKAET
6eCCUMMIITOMHO, HEPEAKO AMATHO3 CTABUTCSA MPU 00-
C/IeJOBAHUY TAIIMEHTOB B CBA3M C APYTUMMU KIUHU-
veckuMu rpobremamu. Ha peHTreHorpaMme IpyaHOI
K/IETKY BBIAB/ISAETCS MATOTHOMOHWYHBIN CUMIITOM
«TecYaHHOM Oypm». 3aboneBaHme HACAEMYETCA II0
4yTOCOMHO-PEIIECCUBHOMY TUIIYy C IIOTHOM IIEHET-
pa"THOCTBIO (265100).

JIETOYHBIN anbBEO/SPHBI MPOTEMHO3 — peIKoe
IVCCEMMHUPOBAHHOE 3a00/ICBaHME IETKUX, KOTOPOE
XapaKTepU3yeTCs HaKOI/IEHWEM B a/lbBEO/SPHON U
MHTEPCTUIMATBHON TRAHM MTErKOT0 (HochOMUITONpo-
TEUIHBIX COCAVHEHNU, SAB/LIIOMINXCS IIPOMU3BOSHBIMU
cypdaxranTa. /IErouHas apXUTEKTOHUKA [IPU 3TOM
MO>KET OCTAaBATHCSA HE HAPYIIEHHON M COMYTCTBYIO-
miee Bocmazenue, u GuOpo3 MMEIT OrPAHMYEHHYIO
MPOTs>KEHHOCTD. [lepBoe ommcanue 3a001eBaHMSA ObI-
10 mauo S. Rosen u B. Castleman B 1958 rony [16].

Knumunmdeckas KapTuHa Bapmabe/nbHA U HECIIEIIN-
(budHa, YTO IPUBOIUT K MO3AHEN JUATHOCTUKE 3200~
neBanysa. Habonmee yacThIMy cuMIrToMamn 3abomeBa-
HVSI IB/IAIOTCS OZIBIIIKA, KAIIIe/b, O0/Tb B TPYAM, KPOBO-
XapKaHbe, «0apabaHHbIe MTAIOYKIM», XPUIIBL B TETKAX,
1MaHo03. Y JOHOIIIEHHBIX HOBOPOSKAEHHBIX HAOTI0IA€ET-
Cs KapTMHA PEeCIMPATOPHOTO JUCTPECC-CUHIPOMA.

[TepBUYHBIA (BPOSKIEHHDIN) TETOUHBIN ATbBEO/LAP-
HBI IPOTENHO3 OOBEANHAET T€TEPOTEHHYIO TPYIIITY
3a00/1eBaHMIf, BEI3BAHHBIX MYTALVIC TCHOB, KOAMUPY-
omx 6e1ku cypdarTanTa. YacToTa HEAOCTATOUHOC-
TV cyp¢aKTAHTA COCTAB/AAET | Ha 5 M/TH. HOBOPO3K-
IEHHBIX. 32060/€BAHME OTHOCUTCSA K TPYIIIE ayTOCO-
MHO-perieccuBHbIX peroTurnos (265 120). K. Teja u co-
aBT. OIMCA/IU CEMBIO, B KOTOPOI POIUTE/N COCTOSIN
B KPOBHOM POJICTBE, a 4 cubca cTpamany IETrOYHBIM
A/TbBEO/IAPHBIM IIPOTEMHO30M C IIPOSBIECHUAMMU pE-
CIIMPATOPHOTO AMCTPECCa C TIEPBBIX JHEN >Kusum [17].

OcHOBY (hOpMUPOBAHUA XPOHUUECCKUX BOCIIA/IN-
Te/IbHBIX 3a00/I€BAHMIT IETKUX HEPEAKO COCTAB/IAIOT
TTOPOKY pasBUTHA. HeROTOphIE M3 HUX paCcCMATPUBA-
FOTCS KaK HAC/MCACTBEHHASA TTATOMOTVs. K HuM, B 4acT-
HOCTM, OTHOCUTCA 100apHas smdusema (130 710) ¢
ayTOCOMHO-IOMUHAHTHBIM TUIIOM HAC/AEIOBAHNA,
Tpaxeobporxomeranus (275 300), nérouHas TUTOTIIA-
sua (265 430) u kucTo3Hasa Oone3Hb mérkux (219 600)
C ayTOCOMHO-PEIIECCUBHBIM TUIIOM HAC/TENOBAHNA. B
KIMHUKE TTyTbMOHOTOTUY HAO/TIOA/IACH CEMbS, B KO-
TOPOM IMOMUKMUCTO30M CTPANAU ABOE INETEN M UX
MaTh; TI0]] HAIIIUM HaOMIOEHMEM TAK>KE HAXOIUINACH
2 cecTphI C OMMKMCTO30M, TIPUUEM TTATOMOTHECKNAT
TIPOIIECC Y HMUX UME/T OAUHAKOBYIO /TIOKAIU3AIINIO.

OtenbHBIE HACEACTBEHHBIE 3a00/€BAHNSA, B TOM
quc/ie IIOPOKY Pa3BUTHS, TIpeacTaBieHbl B MIM B Buze
SMOHMMHBIX CUHIPOMOB. Tak, K umcay Go/mesHeln
ayTOCOMHO-PEIECCUBHBIM TUIIOM HAC/IEIOBAHNSI OTHO-
caT cuEgpom Ivemark, [7is1 KOTOPOTO XapaKTEPHO CO-
YeTaHUE ACTIEHUN Y KAPAMOBACKY/IPHBIX HAPYIIEHWUIA
¢ aHOMa/aMu €rodnbix mosren (208 530). AyTocoMHO-
PEIIECCUBHBIN TUIT HACTEOBAHMUA XAPAKTEPEH U /IS
cunapoMa Buibsmca—KamiiOe//ia, BIiepBbIe OMUMCAHHO-
ro asropamu B 1960 1. (211 450) [18]. B ocHOBE mOpoKa
JIESKUT HEIOPA3BUTHE XPAIIEBON OCHOBBI OPOHXMA/D-
HOT'O JA€PEBA, IPOAB/AIONIEECS HammaueM audbdysHbIx
«OAIIOHNPYIOMINX » OPOHX0IKTA30B, IKCIMPATOPHO
OZBIIIIKON ¥ OPOHXOMY/IbMOHAIGHOM MH(MeKImen. TaK,
E. Agosta u coaBT. HaOMIOOAMM 3TOT CUHAPOM V 4 13
5 6patnes, K.S. Wayne u L.M. Taussig —y 2 cu6cos [19].

BoiItmie peus I1/1a 0 MOHOTE€HHBIX OOE3HAX TETKUX,
T. €. COOCTBEHHO /ETOYHON TaTo/0rUN. BMecrte ¢ TeM,
OPOHXO/MErOYHAS CUMIITOMATIKA, KAK Y>KE€ YKA3bIBA-
JIOCh, MOSKET OBITH OCHOBHBIM, HEPEIKO — OTIPEIE/ISAIO-
IIIVIM TIPOSAB/ICHMEM TI€/I0T0 PANA IPYTUX HAC/IEACTBEH-
HBIX cTpamaumii. Cpeny reHeTUUECKY AETEPMUHMPO-
BAHHBIX 3a00/ICBAHNIT, RAMHNYECKYIO KAPTUHY KOTO-
PBIX OTIpeZenseT MOPasKeHue NErkKux, 0coboe MeCTo
3aHMMaeT MyROBUCIIo3 (219 700) — reHeTMUECKY [Te-
TEPMUHMPOBAHHAS TIATOMTOTHSA C Ay TOCOMHO-PEIICCCUB-
HBIM TUIIOM HAC/IeNOBaHMA. MYKOBUCINIO3 — CAMOE
YaCTOE HAC/IEACTBEHHOE 3a00/IEBAHNIE; €T0 YACTOTA CO-
ctraBmsieT B cpenHem 1 : 2500. C Havama 80 rr. XX Be-
Ka BO BCEM MUpPE OYEHb AKTUBHO M3YUAETCSA TEHETH-
YeCcKas COCTABAAIOIIAS 3a00/€BAHNA; 1O CYTU 9Ta
pob/ieMa BBIAE/M/IACH B OTAEABHYIO OTPAC/H ITY/IbMO-
HO/IOTMYECKOI HayKu. K HaCTOsAIIEMYy BpeMEHU W3-
BecTHO 6o7ee 1200 myTarmit CFTR - rena (cystic fibro-
sis conductance transmembrane regulator), mpoBoau-
TCsI TeHHas Tepanus 3aboneBanms. B Poccun aTo Ha-
npas/eHne BosriasngeT mpodeccop H.M. KampaHos; B
ero MoHorpadmsiax mpobseMa MYKOBUCIINIO03a Y JETEN
Hara Haubosee momuoe ocserrenme [20].

Bce hopMBI TEPBUIHBIX UMMYHOIE(PUIINTOB TaK-
>Ke IPOTEKAIOT ¢ MopaskeHmeM AErkux. bporxonéroy-
HbIE TIPOSBIEHNS HEPEIKO OMPEIE/ISIOT TAXKECTD Te-
YEHMsI OCHOBHOTO 3a00/IEBAHMA M €0 MCXO. Permmn-
BUPYIOIINE ¥ XPOHUUIECKME TOPASKCHUS TETKUX MBI
HaO/MIOmA/N B KIMHUKE Y OOMBHBIX C TAKEION KOMOM-
HUPOBAHHOV MMMYHHOW HEJOCTATOYHOCTHIO (aram-
MarnoOymnHeMms ImBenapekoro tuma) (601 457),
cuagpomom Jlyu-Bap (aTakCus-TeT€aHTMIKTAZWA)
(208 900), obmmm BapuabeTbHBIM UMMYHOIEPUIIN-
toMm (240 500), Hac/TeyeMBIMM 10 Ay TOCOMHO-PEIIEC-



CHMBHOMY TUITY; CMHIPOMOM BucrorTa-Onmpudya (9K-
3ema-TpombonnToneHms-ummyHogedumt) (301 000),
arammarmooymaeMmuert bpyrtona (300 300) masa koTo-
PBIX XapaKTepHO X-CIeT/IEHHOE HAC/TELOBAHNE; Cele-
KTUBHBIM pedurmrom IgA (137 100; 609 529), mpn Ko-
TOPOM BO3MO>KEH KaK ayTOCOMHO-IOMWHAHHBIN, TAK
¥ AyTOCOMHO-PEIICCCUBHBIN TYTh TIEPEIAYN.

[TopaskeHne TETKUX XapaKTEPHO TAKSKE JJIsI CUH-
npoma Poynsa—Posenbepra (268 500), ayrocomHo-pe-
IIECCMBHOTO CTPAJAHMUS, B OCHOBE KOTOPOTO ESKUT
HapylIeHne peabcopOImm aMMHOKUCIOT B IIOYEUHBIX
KaHa/IbIIaX. BO3HUKAOIIME BCACACTBUE MeTabommye-
CKUX HAPYIIEHUIT HEOOPATUMbIE UBMEHEHMS TETOU-
HOJ TKAHY IPUBOAAT K (POPMUPOBAHMIO TETOTHON TH-
TIEPTEH3WIA.

OpmHo 13 Hambosree TAKEMBIX (POPM XPOHMUECKON
MMATOMOTUY NTETKUX ABAAeTCA ambusema. [Ipubamsm-
tenbHO 1 Ha 50 cydaeB aMmpu3eMbl IETKUX AB/ISETCS
crencTBUEM MeUIUTA O AHTUTPUIICHHA. TToc/emHmit
AB/IsIETCS OE/TKOM, IPOAYIIMPYEMBIM KIETKAMU TIeHe-
HM ¥ OTHOCUTCS K TPYIIIIE MHTMOMTOPOB mpoTeas. Ero
OCHOBHAs PYHKIINS — OMIOKMPYIOLIEE AECTBME IO OT-
HOIIEHMIO K (DEPMEHTY 3/1aCTas3e, BHIPAOATHIBACMON
HEMTPODUIBHBIMY TEMKOIIUTAMMN /11 YHUUTOSKCHUS
MUKPOOHBIX TE/ ¥ METHUAVIINX MHIA/TMPOBAHHBIX Yac-
TUIL. Ol AHTUTPUIICUH MHAKTUBUPYET M3OBITOK 3/1aCTa-
3BI, U TIPU €T0 Me(DUIINTE 3/TACTA3a OKA3BIBAET TTOBPESK-
[arolee AEeCTBUE Ha a/TbBEO/ISPHBIC CTPYKTYPHI AET-
KUX, BBISbIBAA NECTPYKIMIO TETOYHON TKAHWU M PA3BU-
tue ambmusembr. C.B. Laurell; S. Eriksson B 1963 1.
BIIEPBBIC OIMCAIN TIAIUCHTA C IIPOTPECCUPYIOIIUM -
CTPYKTMBHBIM /IETOYHBIM 3a00/IEBAHIEM B TI/IA3ME Y KO-
TOPOr0 OTCYTCTBOBA/I Ol AHTUTPUIICHUH [21].

B nepuonme HOBOPOSKAEHHOCTH HeUIINT Ot AHTUTPU-
TICMHA TIPOSB/AECTCS BPOSKAEHHLIM [IMPPO30OM IICUEHMU.
XpoHudeckas 0OCTPYKTUBHAS MATONOTUA JETKUX Y
JIUIT C HEZOCTATOYHOCTHIO AAT 00BIYHO hOpMIUPYETCS
K 20-40 romam [22]. Hauano 3a60/€BaHNUA B TETCKOM
BO3pacTe HabIIomaeTcs Kpaibe penxo. [IpeampuHaTas
HAMM TIOTIBITKA OOC/IEIOBAHMS JICTEH C XPOHUICCKIMM
3a00/IEBaHMAMM IETKUX, B TOM UIMCIE ¢ 9M(PU3EMOT, HA
B OIHOM C/Ty4ae He BBIABM/IA Ae(DUITNTA O AHTUTPUTICH-
Ha. B uccnenosarumu W. Wiebicke u coaBT. Tak>ke OT-
MEUEHO OTCYTCTBIME HAPYIIIEHMA TETOYHON (DYHKIAN Y
JIETEV C TOMO3UTOTHBIM BAPMAHTOM Me(UIINTa Ol aH-
turpuncua [23]. Tlomumo ambusemsl y uti ¢ gedu-
untoM AAT MOryT HabMIOZATHCSA U APYTUE BAPUAHTEI
nérounnix rnopaykeumit: W. Rodriguez-Cintron u coaBT.
TIPEACTABUMN OTMCcaHue 3aboneBanmsa y 21-meTHETo
FOHOIIY TOMO3UTOTHOTO 10 AeDUIUTHOMY a/UIEIO, Y
KOTOPOTO TIPV OTCYTCTBUM TIPU3HAKOB TTAH/TO0Y/IAPHO
aM@U3EeMBbI U TIOPASKEHUS TICUCHM UMEIU MECTO OPOH-
XO9KTA3bI, COMTPOBOSKIABIIINECA MACCUBHBIM /IETOYHBIM
KpOBOTeueHeM [24].

3aboneBaHMe HACACAYETCSA IO AYTOCOMHO ITOMMU-
HAHTHOMY (KogoMuHaHTHOMY) Ty (107 400). Kogo-
MUHAHTHOE HAC/ICIOBAHNME O3HAYAET, UYTO 004 a/I/1e/Ib-
HBIX BAPMAHTA T€HA 3KCIIPECCUPYIOTCSI, COBMECTHO
ompeze/as GEHOTUI (YPOBEHD O AHTUTPUIICKHA B
kpoBu). Haubonee yacToiil BADMAHT aj/ie/is, HA3BaH-
HbIE M-anaenem, obecrieunBaeT MPOLYKRUIMUIO HOP-
Ma/IbHOTO YPOBHs Oe/ka. VIHAMBUIYYMBI, TOMO3UTOT-
HbIE I10 Z — a/ne/o (ZZ,), KOTOPBIX B MOMY/IALI OKO-
710 1-2 %, uMeroT qedunT o AHTUTPUIICHHA; HOCH-
Tenmn SZ OTHOCATCS K TPYIIE BHICOKOT'O PUCKA, B
0COOEHHOCTM, €C/IM OHU SB/ISIOTCA KYPU/IBIIMKAMI.

HecomHEHHBIT MHTEPEC A/ TYTbMOHOTOTUYECKO
KAMHURY TpencTasasieT cuaapom Ocnepa—Pannio-Be-
6epa (187 300). Hac/ieacTBEHHAS TEMOPPATMYIECCKAS TE-
JICAHTUIKTA3USA SB/SACTCS AyTOCOMHO-TOMUHAHTHOM
COCYZAMCTON AVCIUIA3MEN, TIPUBOIAIIEN K (hOPMUPOBA-
HUIO TETEAHTMOKTA3UI M COCYAUCTHIX MaTbGOPMALIIA
Ha KO>KE, CIM3UCTHIX, BHYTPEHHNUX OpraHax. YacTora
curgpoma 1-2 Ha 100 ThIC. /I€rOUYHBIE apTEPUO-BEHO3-
HbIE€ AHEBPU3MBI O0YC/IOBAMBAIOT (POPMUPOBAHNE IbI-

XaTe/NMbHOM HELOCTATOYHOCTH, COMPOBOSKIAIOLIENCS
OJIBIIIIKOV ¥ IIMAHO30M; BC/IEACTBYUE XPOHMUIECKON TH-
rorcuy GOPMUPYIOTCA «OapabaHHbIE TATOYUKI» U «Ya-
COBbIE CTEK/IA». YaCTBIMU OCTOKHEHUAMU 3a00/I€EBA-
HIA ABAIOTCS KPOBOXAPKAHBE, TACTPO-MHTECTUHAD-
HbIE KpOBOTeueHns [25].

KaMHuYecKkme BApMAHTBI BPOSKIEHHBIX U HACTE -
CTBEHHBIX 3a00/I€BAHMIT TEMKUX MHOTO0OpasHbL. B Ha-
CTOAIIEN CTATHE PEYb III/TA O PA3TNIHBIX MOHOTEH-
HBIX 3a00/eBaHMAX. BMecTe ¢ TeM, BK/IA[ TeHETUYE-
cKUX (haKTOPOB U UX SHAYUCHUE /IS TIEANATPUIECKON
ITy/TbMOHOIOTUYECKOM KAVNHUKN 3TUM HE UCUEPITHI-
BaeTcA. B MOBCeIHEBHON MPAKTUYECKON AEATENLHOC-
TV TIEAUATP TMOCTAHHO BCTPEUAETCA C MYIbTU(AKTO-
PMaAbHOM HAaTOAOTMEN, OOIE3HAMM C HAC/TIEACTBEH-
HBIM IIPEIPACIIONOKEHMEM, CIIEKTP KOTOPHIX OYEHb
IIMPOK U TPeOyeT CBOEN pacimppoOBKIAL.
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