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CoBpeMeHHbIe IIpeCcTaBIeHU A

0 MOJIEKYJISIPDHBIX MeXaHHU3MaX JTHOJIOTHH,
natoreHesa M JJa0opaToOpHOM THArHOCTHKE
HaMOYEYHUKOBOH HEZO0CTATOYHOCTH

Tumennna P.C.
I'Y «Mockoeckuii 061acmmoil nayuno-ucciedosamesvckuil kiunuweckuid uncmumym um. M.D. Bradumupckozo»

XpoHuyeckass Hagrno4ye4yHUKoBasi HeAOCTaTOYHOCTb (XHH) — KIMHUYEeCKUA CUHAPOM, O6YC/I0BIIeHHbIV CHUXXEeHUueMm
CUHTe3a U ceKpeLnv ropMOHOB KOPKOBOIO CJ/1051 HAAMOYe€4YHUKOB B pe3ysibTaTe HapyLLeHUs1 (PYHKLNN OTAelIbHbIX 3BeHbeB
runoranamMo-runogunsapHo-HaaMno4YeYHNKOBOW CUCTEMbI. B 3aBUCMMOCTN OT sloKanusaummu naTosiorn4eckoro rpouecca
XHH pasgensior Ha: nepBuYHyto — HagrnoyeyHukosyto (I-XHH); BropunyHyto — runogusapHyto (II-XHH), tpetndHyro —
runoranamuyeckyio (IlI-XHH). B cratbe npuBefeHb! cBeAeHUs 0 NMPUYNHaX BO3HUKHOBEHUS, PacrpocTpaHeHHOCTU U 0Co-
6eHHOCTAX U3MeHeHUs1 KOHLeHTpaLmu J1abopaTopHbIX roka3saTtese npu pasHbix ¢gopmax XHH, nossonsowye npoBoanTb
nx angepeHumnanbHyo aAnarHocTuky. OnncaHbl MHOro4YnucieHHble MyTaLuK, Bbi3blBaroLyne BPOoXXAeHHYI0 ANCPHYHKLNIO
Kopbl HaAMO4Ye4YHUKOB, NMPUYNHON KOTOPOU siBsieTcs1 briokaAa CMHTEe3a KopTU3osa Ha pa3HbiX ero 3Tanax B pe3ysibrate
¢pepmeHTaTUBHBIX AegekToB. [peacTaBneHbl AaHHbIe 06 0COBEHHOCTAX TeYeHUsl U ANArHOCTUKU HacleCcTBeHHbIX 3a60-

HEBaHMﬁ, B TOM 4yuciie o l'IPEHaTaﬂbHOI/? ANarHocTuke ¢ ucrnojib3osaHmnemMm MOﬂeKyﬂﬂpHO-6M0ﬂ0rM‘leCKMX MeTo4oB.

pOHHMYECKasT HAIIOYEYHUKOBAST HEIOCTATOYHOCTH
(XHH), Buiepsbie onmcanmast 8 1885 r. T.Axmconom,
penkoe, 6e3 aleKBaTHOTO JIETEHNS — CMEPTENHHOE 3a-
6osesanne. XHH mopaxkaer miomeii Bcex BO3pacTHBIX
IPYIIIl — OT HOBOPOXKAEHHBIX /IO JIUI[ MMOKUJIOTO BO3PACTa.
ITo cpasmenwio ¢ 70-Mu ToaMH MPOIIIIIOTO CTOJIETHsT 3a60.T€e-
BaeMOCTh BBIpPOCJA B 3 pasa, 4TO KaK IT0JIaTAlOT, CBS3aHO
¢ yayumieHneMm auartoctuku XHH, o6ycioBieHHbIM BHe-
JIPEHMEM B KJIMHUYECKYIO TIPAKTUKY JTAOOPATOPHBIX METO/IOB
JTMATHOCTUKU: OTIPe/IeJIeHNs 3JIeKTPOJNTOB, YIJIEBOJOB, TOP-
MonoB (koptusosa, AKTI, 17-runpokcunporectepona, ajib-
JIOCTEPOHA), BBISBJIEHUS ayTOAHTUTEN K 21-rumapokcuiase,
MOJIEKYJISIPHO-OHOIOTMYECKIX MeTOI0B. J[oKasaHo, uTo mpu
Bcex opmax XHH Bexymum 3BeHOM maToreHesa sBISETCS
Hapylenre OuocuHTesa Tiiokokoprurocteponsos (I'KC)
B IIYYKOBOI 30HE KOPBI HATIOUETHIKOB.
Hayunast tutepartypa B rocJieiHee IecsiTUIeTHE 3aoJIHe-
Ha TAHHBIMA 00 UCCIEOBAHUSIX OPTAHOCTIENTN(HUIECKITX Map-
KepoB pa3BUTH:A BapuanToB X HH, uTo mo3BossieT B HacTos-
nee BpPeMsI IMPENCKA3bIBaTh PUCK PAa3BUTHUS T€HETHUYECKUX
wnn ayroumMmyHubix BapuantoB XHH. Opnako Gosibliast
YacThb TaKWX MCCIE/OBAHNN KOHIEHTPUPYETCS B CIICIINATH-
3UPOBAHHBIX dHIOKPUHOJOTHUECKUX IIEHTPAX, B CBSA3HU C UYeM
MPAKTUYECKNE BPAYU PA3JTUYHBIX CIIEIUATHHOCTEN HEeIOCTa-
TOYHO UH(POPMUPOBAHBI O OCTUKEHUSIX B U3yUEHUH 9TUOJIO-
TUH, TIaTOTeHe3a M METO/0OB COBPEMEHHOW IMAarHOCTUKN
u KouTpoJisg apdexruBrocTn geuenns X HH.

OCHOBHble 3Tanbl GMOCMHTE3a, MeTabonMsama n 3Kc-
Kpeuun NKC
Buocunmes I'KC. Kopmu3oi — 0CHOBHOU 2/IHOKOKOPMUKOUOD —
CUNMESUPYEMCSL 8 NYUKOBOLL 30He KOPbL HAONOUEUHUKOB U3 XO-
aecmepuna. Ilepsoil pepmenmamuenou peaxyueii s6151emcs
npespawenue xonrecmepuna (C-27) 6 npeenenonon (C-21)
npu 8o30eticmeun MumoxoHopuaivhozo gepmenma P450scc,
omuennsiowezo 60K0syio uenv xoiecmepuna. Ilpezuenonon
ABNACMCS. NPEOUeCMBeHHUKOM 0l GUOCUNME3a 6CeX CMepo-
uUonbLX 20pMON08. IeibL, Kodupyrougue gepmenmor cmepoudoze-
He3a, ceszanmvie ¢ yumoxpom P450-3asucumott pynnou oxcu-
oas, obosnauaromes abopesuamypoi «CYP» ¢ nocredyrouei
Uuppoil, yrasvieaiouei Ha NopsoKosvlil HOMEp y2iepodd
8 CIpYKmMype cmepouda 8 pesyivmame KOHKPemHol pepmenma-
mueHoll peaxyuu. B nyuxoeotl 301e Kopol HAONOUeUHUK08 npezie-
Hoaon nod eosdeticmsuem (pepmenma CYP17 nodsepzaemcs
17 a-zudpoxcunuposanuio u npeepauwaemcs 6 170-2u0pooxcu-
NPeeHeHONION, KOmopblil KoHgepmupyemcst 6 17 0t-2u0pooKcunpo-
eecmepon npu yuacmuu 3 B-zudpooxcucmepouddezudpozenasol.
100 enusnuem 21-zudpoxcunasot, 170-2u0pooxcunpozecmepon
npespawaemcs: ¢ 11-0e30KcuKopmuU301, NOCICONUL NPU YUac-
muu gpepmenma 11 B-zudpoxcunasvr (CYP11B1) npespawjaem-
C51 8 KOPMU30JL. 3a CYMKU 83POCbLIL 300POBYLL UeT0BEK CUHMESU-
pyem om 30 do 40 mz kopmu3zona.

TKC nyuko60ii 301bL KOPbL HAONOUCUHUKOB KOHIMPOJIUPYIOMCSL
AKTT eunogpusa. Ocrosnoimu ghakmopamu, KOHMPOIUPYIOUUMU
cexpeyuro AKTI, aensaiomcs: yposenv 2unomaniamuyeckozo
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Kopmuxomponun-peausumnz-zopmona (KPI), xonyenmpayus
€606001020 KOPMU30IA CHLEOPOMKU KPOBU, YPOBEHL 2JIHOKO3bL
KpOoBuU, Uurvl con-600pcmeosanue. Ilepuod nonymcusiu AKTT
6 kposu menee 10 mun. ITod eausnuem AKTI yposenn xopmu-
30710 8 KPOBU HAONOUCUHBIX 6EH 803PACMAEN NPUMEPHO UePe3
20-30 mumn.

Cexpeyus Kopmusona npoucxooum ¢ nepuooutHocmuio,
onpedensemoil cymounvin pummom cexpeyuu KPI, AKTT
(maxcumanvnas — nocie npobyucoenus, nux AKTI 4—6 uac.
ympa, nux kopmuzona 7—8 uac. ympa. MUNUMATLHAS — He3d-
00120 0o omxoda ko cny — nocie 22 uac. Yposenv xopmusoia
6 kposu 6 18 uac npumepro 8 2 pasza nudxce no CPABHEHUIO C €20
yposuem 6 8—9 uacos ympa).

Bnosv cunmesuposannvlii KoOpmu30i cekpemupyemcs ne-
nocpedcmeento 8 kpoev. B coieopomie kposu npucymcemeyem
MPAncnopmuas Gopma Kopmusona — KOPmMukocmepouocss-
3vi6arwull 6en0K (MPancKopmum), CUHMEIUPYIOWULCS 6 Nne-
UCHU U OMHOCAUULCS K KIaccy 0-zno0yaunos. Cessvleanuyast
CNOCOBHOCD MPAHCKOPMUHA YEETUUUBACMCS. NOO GIUSHUCM
acmpozeros. C nomMoupo mpanckopmuna Kopmu3oin 0enomi-
pyemcs u 6bic6000ACOACMCsL NPU YEeIUUeHUU NOMPeOHOCU
opzanusma 6 enokose (0Iumenvroe 20100amue, pooopaspele-
Hue, onepavyuu, mpasmbol, Cmpecc, upeamepHas Qusureckas ax-
musnocmy). Ilpu nopmarvnom codepicanuu KoOpmusoia
8 NAa3Me Kposu ¢ MPAHCKOPMUHOM CBA3bIBACMC NPUMEPHO
85% eopmona u 3nHauUMeENbHO Menvbulee KOIUUECMBO —
12—-15% — ceszvieaemcs ¢ anvbymunom. Hecesizannoii (ceo-
600nbiL) Kopmu3on cocmasisem okono 8% om obuezo Koauue-
CMBa 20pMOHA 8 NAA3ME KPOBU U npedcmasisiem coboll e20
OuU0I0ZUYECKU AKMUBHYIO DPAKUUIO.

Mexanusm deiicmeus: K C ocyuecmensiemes nocpeocmeom
CneyupuUUecKoeo C8s3vbl8aHUsL UX C BHYMPUKICMOUHBIMU pe-
yenmopamu mxameil uiu xkiemox-mueneti. Memabonuuecxue
agppexmot 'KC u 0c1o61020 U3 HUX — KOPMU30IA — HaANpasie-
HbL Ha obecneyenie OP2anusmMa HePZemuueckumMu cybempa-
mamiu, npexcoe 6cez0 3a Cuem CMUMYAAUUU 21H0KOHCOZeHe3a
8 neuenu. B acuposoil mxanu onu nomeHyuupyIom Iunoiumu-
ueckuil a¢ppexm CTI, Kamexoramunos, mem camovim cnocoo-
cmeyom o0becneuenuio opeaHUsMa IHePzemudeckuMi cyo-
cmpamamu. B nevenu I'KC cmumyaupyiom, kpome gepmenmos
2TI0KOHE02eHe3a, CUHMe3 MHOZUX (epMenmos, 8 4acmuocmu,
hepmenmos MUKPOCOMATLHOU 2UOPOKCUTUPYIOWETE CUCTNEMbL,
8 mom yuce yumoxpomos P-450, muposunamunompancpepa-
3bL, MPUNMODAHNUPPOILAIBL, MEM CAMBIM NPOABIAS AHAOONU-
eckuil apexm. B mouuyax, Kocmsx, xoxyce, IUMPOUOHOU
MKAHU 27IH0KOKOPMUKOCEPOUObL PE3KO YCUIUBAIOM PACNA0
6ENKOBLIX CIMPYKMYP U MOPMO3SIM UX CUHME3, NPOSACIASL Ka-
maboauveckuil sgpexm.

Hrnaxmusayus xopmuszona, makice Kax u Opyeux Iuno-
Quavivix coedunenuil am0ozennozo (Gurupyou, xorecmepun,

CMepoudHvle 20PMOHLL) U 9K302eHH020 (KCeHOOUOMUKU, 00-
wupnvil Kpyz Qapmaxonozuteckux npenapamos, 6KI0uas
cunmemuueckue I'KC) npoucxoncoenus npoucxooum npeumy-
wecmeenno 6 newenu. CKopocmo OUOMPAHCHOPMALUU IMUX
COeOUHeHULl Onpedensemcs UsMeHeHueM aKmusHocmu gep-
MEHMO8 MUKPOCOMATLHOU UL MOHOOKCUZEHAZHOU 2UOPOKCU-
JUPYIOWeEl cucmemvl U MHOZOUENE8bIX OKCUZEHA3, Kamaiumu-
yeckasi aKmueHOCMb KOMOPLIX C853AHA C AKMUBHOCMBIO
yumoxpoma P-450.

Memaboruuecxue npespawenus 601vwuncmea 6uosozude-
CKU akmueHvix coedunenuil npomexaiom 6 2 cmaouu. Ilepeas
Cmaous — OKUCLeHUe, PeaKyuu Komopozo Kamarusupyiomes
usopepmenmamu yumoxpoma P-450. B peaxuyusx 2-ii cmaduu
NPOUCXOOUM KOHBIO2AUUSL, CYTLDAMAUUL U AUECMUTUPOBAHUE
memaboaumos 1-i cmaduu. Imu peaxyuu Kamarusupyomcs.
Y/[P-2moxyponunmpancgepasoti, enymamuon-S-mpancgepa-
sou, N-ayunmpancegepasoii, HAJ[D-zyanuin-oxcudopedyxma-
3otl. T'KC pezynupyrom cunmes u akmugHocmv dImMux epmen-
M08 NOCPEICMBOM SKCNPECCUU COOMBETNCMBYIOULUX 26HO8.

Y uenosexa evissieno 3 muna ucxoonou, uHOYuUPOBAHHOL
aKxmueHOCmu (epmenmos MOHOOKCUZEHA3HOU CUCMEMbL neye-
HUL: 20MO3UZOMBL O PEUECCUBHOMY 2eHY (MEONeHHIE OKUCTUME-
T U GblICmpble AUeMULSImopDbL), 20MO3UOMbL 0 QOMUHAHINHO-
My 2eny (6vicmpoie oKUCIUMENU U MEOLEHHbIE AUEMUILSTNOPDL)
u 2emeposuzomol (cpednue OKUCIUMENU U CPeOHUe auemu-
smoput). Taxum obpasom, cmenens aKkmueHOCIU QepMeHmos
MUKPOCOMATBHOU 2UOPOKCUIUPYIOWETE CUCmeMbl, KaK U 2-ii
cmaduu 6uompancgopmayuu Memaboiuuecku aKmuHvIxX co-
edunenutl npedonpedenena zenemuuecku. Buecme ¢ mem ona
nodsepacena 8030elcmeuto Kax IH002EHHBLX, 8 OM UUCIE 20P-
MOHATLHBIX, MAK U IK302eHHbIX (U3MEHeHUue COCmasa Nuuu,
BAUAHUE HUKOMUHA, KODe, Chupmiozo u 0p.) (paxmopos, umo
1eobx00umo yuumvisamo npu duaznocmuxe XHH.

B omauuue om 6uompancopmauuu 1eKapcmeenvix ee-
wecme, memabonusm smdozennvix TKC ocywecmensiemcs 60
emopoii cmaduu. Kopmuson nocredosamenvro goccmanagnu-
saemcs enauane 00 OUZUOPOKOPMU30IA, ydrce 1e 001adarouezo
2OKOKOPMUKOUOHOU AKMUBHOCIIO, 3ameM 00 Mempazudpo-
KOPMU30JLA, 2AABHIM NPOOYKMOM AGLACMCS MEMPAZUOPOKOP-
muson-3a-zmoxyponud (3a-zmokyponudavus). Heborvuioe
xoauuecmeo xopmusoia (5—10% ) npu omwennenuu 60K060L
yenu npeepawaemcst ¢ C-19, 11-oxcu u 17-kemocmepouowt,
nononnss mem camom nya 17-KC, xomopwie obpasyromes
Y T, HCEHCKO20 NOJA 8 OCHOBHOM U3 AHOPO2EH08 KOPbL HAONO-
UCUHUKOB, Y JIUL MYHCCKO20 NOIA — U3 AHOPOZEHO8 KOPbL HAONO-
YeUHUK0G U ceMennukos. Ewe nebomviuas uacmo xopmusona
NPesPauaemcs U UHAKMUSUPYEMCs. N0 nymu 6-2uopoKcuiu-
PoBanus 8 neueHu ¢ yuacmuem cucmemvt yumoxpoma P-450.
Konuuecmeennoe 3nauenue amozo nymu modxcem 603pacmamao
npu undyxyuu gepmenma 6B-2uopoxcunasvl 1eKapcmeeHHbLMU
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sewecmeamu (penobapbuman), mupeouonviMU 20PMOHAMU
U CmMpozeHamu.

Ocnosnoii peaxuueti 6UOMPAHCHOPMAUUUL KOPMUSOILA
8 NeueHu sBILACMCs: KOHBI02auusl ¢ 2110KYPOHOBOU KUCIOMOU.
Peaxyus npoucxooum 6 Mukpocomax neuenu ¢ 00pasosanuem
8000PACMBOPUMBIY  COCOUHEHULL, CNOCOOHBIX IKCKPEMUpPO-
samuvcsi ¢ Mouoll. Hcuesnosenue 6H08b CUHMEIUPYEMO20 KOP-
MU30AG U3 KPOBU NMPOUCXOOUM C NEPUOOOM NOLYPAcnaa
60—120 mun. 3a cymxu IKCKpemupyemcsi ¢ MOUOU NPUMEPHO
90% ropmusona 6 sude emokyponudos u 10% ¢ eude cyavpa-
mog. M3 sxckpemupyemvix ¢ MOUOU cOeOUHEHUU HeU3MEHeHHbL
(c80600nb1L) Kopmuson cocmasasiem om 1% do 5% (no dan-
HOLM PA3HBIX ABMOPOE).

Taxum obpasom, kax 6uocunmes I'KC 6 nyuxoeoii 3omne xo-
DL HAONOUCUHUKOB, MAK U UX MEMABOLUM 8 NeUeHU OCYUeCT -
BASIOMCSL € NOMOUHIO YUMOXpom P-450-3asucumoix eudpoxcu-
Credosamenviio,
codepaicanue Kopmusona 6 Kposi 8 OnpedeieHtvlil NPoMexCy-

AUPYIOUUX — PEPMEHMHBIX — CUCTEM.
mox pemenu 6yoem 3asucems Kax om aKmueHOCmu NPouecca
buocunmesa, max u om npoyueccos GUOMPaHcHoOPMauuu u He-

00pamum020 Yyoaienus. 20PMOHA U3 KPOBOMOK.

MMnodgyHKUNS KOpbl HAAMOYEe4YHMKOB

Tepmun «runodyHKIUS KOPLI HAAMOYCYHUKOBY WM TUIO-
KOPTUIN3M OOBEANHSIET BCE COCTOSTHISI, TPU KOTOPHIX CEKpe-
I[Us1 CTEPOUJIHBIX TOPMOHOB KOPBI HA/[MOYEYHNKOB OKa3bIBa-
ercst HuxKe otpebHocTell opranuaMa. [JIIoKOKOPTHKOUIHAS
HEIOCTATOYHOCTD COTIPOBOKIAETCSI CHIDKEHUEM TJTIOKOHEOore-
He3a ¥ TJIMKOTeHOJIN3a B TIedeHH (CJIe/ICTBIEM KOTOPBIX SIBJIsI-
eTCsl PA3BUTHE TUITOTJIMKEMUH ), CHUKEHUEM TTEPMUCCUBHBIX
abdeKToB KOPTH30JIa B OTHOIIEHUN KATEXOJAMUHOB U TH-
PEOUIHBIX TOPMOHOB, CHUJKEHUEM a[alTallid K CTPeccam
u conporusisgemocty K undexuun. Haubosee Tsokenbie
9JIEKTPOJIUTHBIE HAPYIIEHUsI Pa3BUBAIOTCST 1pu Jeduiinre
asprocrepona. Jledurur anbroctepoHa IPUBOIUT K CHUIKE-
HUIO PeabcopOIUN HATPUSL U BOJIbI IOYKAMU U K [IOTEPE JICK-
TPOJIUTOB 1 BOABI Yepe3 )KeJIyI[O‘IHO-KH]He‘IHbeI TPaKT. B pe-
3yJbTaTe Pa3BUBAETCS THUIOHATPUEMUS, OGE3BOKIBaHIE
OpraHu3Ma BILIOTH /[0 Pa3BUTHs KJIETOYHOI JIeTH[paTaIluu,
najieHne apTepuaIbHOTO JaBienus. [lapasienbHoe 1oBbIIIe-
HUe KaJusl B OPraHu3Me IPOSIBJISIETCs] HapyIlIeHUeM ceplied-
HOU /IeITENIbHOCTY U PA3BUTHEM I'UIIEPKATUEMUYECKON MHO-
KapIuoaucTpodum.

PacctpoiicTBo, Bo3HMKaOIIEe TTPU BHE3ATTHOM 1/ UJHN Pe3-
KOM CHUKEHUN CI)yHKL[I/IOHELHbeIX PEe3€ePBOB KOPBI HAATIOYEY -
HUKOB, 0003HAYAETCST TOHSATHEM <OCTPOi HAIMOYEYHUKOBOH
HEJ0CTATOYHOCTHY . [T0ocsIe/ICTBIEM PE3KOTO CHUKEHUS CUH-
Te3a MUHEPaIo- M TJIIOKOKOPTUKOWIOB SIBJISIETCS] PAa3BUTHE
pe3Koii cmabocTn, BHE3AMHOE MaIeHNe apTEPHATHHOTO JIaBJIe-
nust. Heykpornmasi pBoTa, HOHOC, MOBbIIIIEHNE YPOBHST KaJlUst

U CHIKEHWe YPOBHS HATPUS B KPOBU BBI3BIBAIOT PE3KMeE Ha-
PYIIEHNS BOIHO-3JIEKTPOJUTHOTO TOMEOCTa3a, YTO PUBOINT
K Pa3BUTHUIO COCYTUCTOTO KOJIJIATICA, TOCTETIEHHOMY 3aTeMHe-
HUIO CO3HAHMSI, CMEHSIONIETOCS OPEIOM, 3aTOPMOKEHHOCTHIO
U CTYIIOPOM U Ja)ke CMEPTHIO TIPU HECBOEBPEMEHHOM WJIN
aJIeKBaTHOM JIEYeHITH

Xponuueckas HaonoueuHuxoeas HeooCMAaAmMoUHOCMb
(XHH) — kauHUYecKui CUHAPOM, 00YCIOBJEHHBIN CHIKe-
HUEM CHHTE3a U CEKPEINH TOPMOHOB KOPKOBOTO CJIOST HA/IITO-
YEYHUKOB B pe3yJbTaTe HapYIIeHNS (YHKIUUA OTACTHHBIX
3BEHBEB T'HIIOTAIAMO-TUITOMU3aAPHO-HAATOYCYHUKOBOH CHUC-
TEMBI.

B 3aBucnMocT OT JIOKaIM3aIU7 MATOJIOTUIECKOTO TTPOIIEC-
ca HaJIIOYEYHUKOBYIO HEOCTATOUYHOCTD PAsfiesIaioT Ha: nep-
BUUHYIO0 — HAONOUEHHUKOBYIO, XAaPAKTEPUBYIOILYIOCS CHIUIKE-
HUEM CHHTe3a KopTuioJa B kope Haanodeynnkos (I-XHH);
emopuunyro — eunouzaphyio, oOyCJIOBICHHYIO CHUKEHU-
em cexpernn AKTT, ciencTBreM KOTOPOT IBISETCS CHUKE-
nue cekperuu ['KC (II-XHH), mpemuunyro — eunomana-
Mu1ecKyro, BOSHUKAIOIIYIO BCJIEICTBUE CHUKEHUS CEKPEIInu
KOpPTUKOTponuH-peu3unar-ropmona (KPT), Birexyett 3a co-
60ii crmkenne cekpennn AKTT 1 3akaH4MBaIoONIyiocs CHU-
skenneM cexpertun [KC (III-XHH).

Knunngeckue cumnroms! npu [-XHH Borasasioresa npu
aHaToMu4yecKoi gectpykiuu 90% KOpbI HAAMOYEUYHUKOB,
npu [I-XHH u [II-XHH — npu cHuskenun creponiorenesa
Ha 80-90%. OcTpas HaAlIOYEYHUKOBAsI HEIOCTATOUYHOCTD
Pa3BUBAETCS] B CUTYAIUSIX, IIPU KOTOPHIX (DYHKIIMOHAJIbHbIE
pe3epBhI KOPhI HAANIOYEYHUKOB He B COCTOSTHUN 00eCIIeunTh
MeTaboInuecKre TTOTPeGHOCTH OpraHi3Ma B OOBIYHBIX YCJIO-
Busix skusnu. OyHKIMOHANIbHAS uiau otHocuTe bHast [-XHH
pasBuBaercs 6e3 04eBUAHOTO AedeKTa B MHIOTAIaMO-THIIO-
(huzapHO-HAMMTOUETHUKOBOHN CHUCTEME TIPU CJEAYIONMNX Ha-
n6oJiee TacTO BCTPEUAROIINXCS CUTYAIHSX:

® [IpIMEHEHUE JICKAPCTBEHHBIX MTPEIapaToB:

- uHruOUTOPOB (hepMEHTOB cTepougoreHesa: (MeTONuU-

POH, XJIOAWTaH,), aHacTetuku (etomidaite), MpoTHBO-

rpubKOBBIE TIpenapaThl (KeTOKOHA30J, MEHTHUCTPOJI-

aierar u Jip.);

- aKTUBATOPOB METab0JIM3Ma KOPTU30J1a B TIEYEHN: THPEO-

W/THBIE TOPMOHBI, HAPKOTUKHU, TIPOTUBOCYZOPOKHBIE CPEJI-

crBa (heHnTOMH, CHOTBOPHbIE — (heHOOAPOUTAT 1 AP.);

- BJIMSIONIUX HA TUIIOTAJIAMO-TUNIO(PU3APHO-HAAIOYEY-

HUKOBYIO OCb, B IepBYI0 ouepesib, cunterndeckue IKC.
® TKeNIble CeNTUYECKUe COCTOSTHUS, TPABMBI, 0KOTOBAS

60J1e3Hb, TIOMOPTaHHAsT HEIOCTATOTHOCTD 1 JIP.

B uHAyCTpHANbHO-PA3BUTHIX CTPAHAX PACHPOCTPAHECH-
Hoctb [-XHH konebaercs or 40 1o 117 cayuaes va 1 muiu-
o Hacestenus B 1o, B CIIIA 60sibHBIX, cTpafaionux 60J1e3-
HbIO AJiMiCOHa, 3apeructpupoBaHo mpumepHo 35 000.
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Pacmipoctpanennocts [I-XHH ropaszo peske, Torma kak pac-
mpoctparernocTs 111-XHH moBosbHO BBICOKA, 0COOEHHO 3a
cuer 6OJBHBIX, Tomyvaronmx npenaparbi [KC ¢ meuebHOM
1IEJTHIO TI0 TOBOLY COMATUYECKUX, IEPMATOJIOIMYECKUX, TeMa-
TOJIOTUYECKUX U JIP. 3200JIeBaHUil.

Hepeuunas naonoueunuxosas HedocmamounHocms.
B nacrosmee Bpemsa naubosee yactoil npuumnoit I-XHH
SIBJISIETCST Ay TOUMMYHHBIH aJIPEHATIUT, KOTOPBI 110 Pa3HbIM
ncrodHuKaMm Berpedaercs y 80—85% O0rbHBIX. AyTOMMMYH-
Hag arpeccus IPOTUB KOPBI HAIITOYEYHNKOB acCOIMNPOBaHa
c rarmotunamu HLA-BS, HLA-DR3, HLA-DR4 u noarsep-
JKJIAeTCsT Pe3yJibTaTaMu OIpe/IesIeHUsT aHTUTEN K (hepMeHTam
cTeponjioreresa, B 1mepByio odepenb k P450c21, P450c17,
P450scc. AaTurena x (epMeHTaM CTEPOUAOTEHE3A OIpejie-
ssttotest B 80—100% HabmtoieHUi B 3aBUCUMOCTH OT MOMEH-
Ta MaHU(PUCTAIUN.

[Ipu ayTOMMMyHHOM ajipeHaJINTe TEPBBIM B IPOIECC
BOBJIEKAETCS KJAYyOOUKOBast 30HA KOPHI HAITOYETHUKOB,
YTO COMPOBOXKIAETCS IIPOTPECCUPYIONIEM CHUXEHUEM
YPOBHSI aJIbJIOCTEPOHA U MOBBIIIEHUEM YPOBHSI aKTUBHOC-
tn peanHa maasMel (APIT), mosamee aecTpykium moasep-
raercs nyudkoBas 3omua. [Ipu gecrpykiun 90% 1mydKoBoii
30HBI PA3BUBAIOTCS CUMIITOMBI HAIIIOUYEYHUKOBOI HeIO-
CTAaTOYHOCTH.

Cpenn Gompubix XHH ayTomMMyHHOTO TeHe3a darle,
YeM B 00TIel Oy BBISBISIOTCS OOJTHHbIE C HATIMUH-
em ayroanturten Kk TIIO, TupeornmobyauHy, K KIeTKaM
u (hepMeHTaM TOJIOBBIX JKese3, K MHCYJIUHY U (hepMeHTaM
cunaTe3a uHcyauna. [Ipemnokena kaaccu@uramusg ayToOnM-
MyHHOTO Tojuraangyaspraoro cunapoma (AIIC), Neufeld
u coaBT. Beigesieno 3 tumna AIIC:

e AIIC 1 tuna — coueranue XHH c¢ runmonapatupeosom,

XPOHUYECKUM KOKHO-CJIU3UCTBIM KaHIU/I030M;

e AIIC 2 tuna — coueranne XHH ¢ ayTonMMyHHBIM THTIO-
TUPEO30M WJIM TUPEOTOKCUKOo3M (cunzapom IImuara),
couetanrie XHH ¢ ayroMMMyHHBIM TUIIOTUPEO30OM U Ca-
xapubim anaGerom 1 tuma (cunapom Kaprenrepa);

e AIIC 3 Tuma — ayTOMMMYHHBII TUTIOTUPEO3, COUYeTaHNEe
C JAPYrMMHU ayTOMMMYHHBIMHU 3a00JICBAHUSMU SHIIO-
KpuHHOU cucrembl 6e3 XHH.

B 1997 r. Gbuia ycTaHOB/IEHA CBSI3b MEKIY PasBUTHEM
ATIC 1 tuma u myrammsivu B rene AIRE (AutoImmune
Regulator). 9TuM moaTBepsKiIeHa MOHOIEHHAs TIPUPOJA ay-
TOMMMYHHOTO 3a6oJ1eBanust. HazBaHHBINA CHMHAPOM Hacsemy-
€TCsl 110 Ay TOCOMHO-PEIeCCUBHOMY THUILY, BBISIBJISIETCS Y dJie-
HOB OJHOI ceMbH, accommarnus ¢ aHtureHamn HLA
orcyrcrByer. Yacrora sabosnesanust 1:25000 HOBOPOKICH-
ubix BbisiBiiena B Quuisinauu, B Hopsernn — 1:80 000. Yare
Bcero AIIC 1 Tumna BIABISIETCS B TOMYJISIINHT TTATeCTUHCKUX

apa6os 1:9000, pexxe — B Anonuu 1:10 000 000.

YV mammmenTos ¢ AIIC 1 tuma BeIABIEHBI aHTUTENA B HAI-
nmouyeyHnkax K ¢epmeHtaM crepougorenesa (P450c21,
P450c17a, P450scc), muroBuaHoi Kemese (K THPeorio0y -
ny, TIIO, penenropy TTI); k B-kieTkam MOIKETYyI0OUHOM
JKeJIe3bl U JIP. KJIETKaM ¥ TKaHSIM.

Y bopIMHCTBA MANHeHTOB 3ab0eBanne MaHUMeCTHpy-
eT B JIETCKOM Bo3pacte u mposiisiercst X HH, maromnorus oc-
TAJIbHBIX JKeJie3 BO3HUKAeT mosinee. Hamu onucano nabio-
JieHue 9Toro 3ab0sieBaHKst Y B3POCJIOU JKEHIIUHDI, JHArHO3
y KOTODPOH TOATBEPKICH WCCIEOBAHNEM MYTAI B TEHE
AIRE.

ATIC 2 tumna — nauboJiee pacpoCTPAHEHHbII, HO MEHee
n3ydennnrii BapnanT AIIC, game BcTpedaeTcs cropasmiec-
ku, accoruupoBan c rammorumamu HLA-B8, DR3, DR4,
DR5. B sureparype onucanbt caydan pazsutust ATIC 2 tura
B HECKOJIbKUX TTOKOJIEHUSIX OIHOM ceMbu. JKeHIIuHbI cTpajia-
0T B 8 pa3 yaie, 4eM MY’KYMHBI, 3a00JeBaHe BO3HUKAET
B Bospacre ot 20 1o 50 sger. Cpeau 60mbhbix [-XHH 3a mno-
caennune 30 et 3abosneaemocts AIIC 2 Tria Bo3pociia 1moy-
tu B 3 paza (¢ 13% mo 34%).

Bropoii o pacripocrpanennocru npuunnoit XHH sasis-
eTcst TyGepKyJIe3Hoe MopakeHne HaAMOUYeuHNKOB, KOTOPOe
[IPUMEPHO JIO0 CEPEIMHBI TIPEBILYIIETO CTOJIETHST OOHAPY K-
Basn B 70-90% ciy4yaeB mpu 1OCMEPTHOM WUCCJIEIOBAHUU.
B nacrosiiiee Bpemst TyOepKyJIe3HOe TOpaKeHe HamoIed-
HUKOB B EBpoTeiicKUX cTpaHaX BBIIBJSETCS MeHee 4eM
y 10% y 6obubix XHH, gannbix 1o Poccuy HaM He BCTpeTH-
JIOCD.

Tpetnst o wactore hopma XHH (5% ciayuaeB) — agpeno-
seiikonuctpodus (AJI/l), agpenomuenoneiponaTus, reHe-
THUYECKN 00YCJIOBJIEHHOE 3a00JeBaHe ¢ X-CIEIJIEHHBIM pe-
MUCCUBHBIM THUIIOM HacjexoBanusi. MyTaius TeHa Ha
JIUTAHHOM TIiede X-XpoMocoMbl (Xg28), mposBiisgeTcs Hemo-
CTAaTOYHOCTHIO JUTHOTepOUT-KoA-cunTerazsl. CHIKeHIE
AKTUBHOCTH 9TOTO (hepMEHTA BBI3BIBAET HapYIIEHUE [3-OKHUC-
JICHUST IJTAHHOIETIOYE€YHBIX HEHACHIIIIEHHBIX JKIPHBIX KUCJIOT
C 9MCJIOM aTOMOB yTJiepojia 24—26 B MePOKCUCOMAX W TTOCTe-
AYIOMNUM WX HAKOIJIEHHEM COBMECTHO € a(pUpaMU XOJecTe-
pUHA B KJIETKAaX HEPBHOI CUCTEMBI 1 B KOPE HAIIOYEYHUKOB.
N36bITOYHOE HAKOTICHUE KUPHBIX KUCJIOT MPUBOAUT HAPSI-
Iy C TOpPaKeHUEM KOPbI HAAMOYEYHUKOB K [I€3MHTETPAIIUN
MuesnHOBBIX BoJsiokoH ITHC wm mepudepnyeckoil HepBHOI
cucteMbl. [IposiBieHneM aTUX HAPYIIEHUI SIBJISETCST MOCTe-
[EHHOE CHUKEHUE HaMsaTh W uHTe/uiekra. Yare GoJeior
MY’KYUHBI, U3 HUX — IOAPOCTKU ITyOEpTaTHOrO BO3pacTa.
[TepBuunbIil runokopTuiuam 1pu atoit popme XHH umeer
nauboJjiee HeHIATOMPUATHDIN IIPOrHOS.

KosmuectBenHnoe ornpenesienne ypoBHSI [IJIMHHOIEO-
YEYHBIX JKUPHBIX KHCJIOT B IJIA3M€ KPOBW TOATBEPIKIAET
muarnos. IIpsMoil reHeTUYeCKUii aHATN3 TPOBOAMTCS [IJIS
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BBIABJICHIS TeTepo3uToTHBIX (hopm AJL/] y sxenmun. [ToBbI-
menHoe HakormaeHne ;KK B OGMOMTOTHUECKUX KUAKOCTSIX
U TKaHSIX MOYHO BBISIBUTH BHYTPHYTPOOHO, OIPEIessiss UX
B aMHHOTHYECKOM JKUIKOCTH U B BODCUHKAX XOPUOHA.
Ocranpusie dhopmer [-XHH BeTpewatoTes cymiecTBeHHO
pesxe:
Kposousiusnue 6 kopy naonoueunuxog daiie pazBiBaeTcst
upu JIBC-cunnpome (cunzapom Yorepxayca-Dpuapekce-
Ha), KOTOPBIA BO3HUKAET y OOJIBHBIX C TSKETBIMU CENITH-
YeCKMMHU 3a00JIEBAaHUSIMU, y ETEl yare Mpu MEHUHTO-
KOKKOBOM CEIICHCe, peske B peayJbraTe MacCHUBHON
Tepanuy aHTUKOATYJISTHTAMHU, KaK OCJIOKHEHHEe BeHOrpa-
(hrraeckoro nccre0BaHMS HAMOYEYHITKOB, OCJI0KHEHHO-
ro TPOMOO30M BEH HA/IIOYEYHUKOB.
Memacmamuueckoe nopascenue 1HaonoueuHuKos 1o rax-

HBIM Pa3JUYHBIX ABTOPOB HAOJIOIAETCS NMPU HEXOIKUH-
CKOU KpyTTHOKJIeToUHOM iumome (ot 35 10 70% ), Mesamo-
Me (33%), pake MOJIOUHOM skese3bl (60% ), OPOHXOTeHHOM
paxe Jierkoro 35 110 40% HabmoAeHMii.
BUY-accoyuuposaniviii komniexc sBiasercs TaksKe Mpu-
ynHo# passutnsa X HH.

I-XHH nocie deycmopounieti adpenaisxmomul B mpebl-

JIYIIIEM CTOJIETHH HabJII0[aIach Jarle, T.K. O[HIM U3 METO-

108 sedenns: Gosesun Mienko—Kymmhra npu ee Tsike-

JIOM TedeHuH ObLIO XUPYpruveckoe yuajieHue 06OUX

HA/IMTOYEYHNKOB C TIOCTEYIONIEH TTOKIM3HEHHO 3aMeCTH-

TeJTHHON Tepanuel TJ0KO- 1 MUHEPATOKOPTUKOCTEPOU-

namu. IIpu dpusnosormyeckn mogoOpaHHON Tepanuu Ka-

YeCTBO JKU3HU OOJBHBIX MOKET He cTpazarh. [lox Hammm

HAOMO/IEHNEM HaXOSITCST TAIMEHTHI, IBYCTOPOHHSIS afl-

PEHAJIOKTOMHUST KOTOPBIM Obljla BBIMIOJHEHA 6oJree

20-35 Jiet Haza.

Hesasucumo ot npuuns, BeisbiBatomux [-XHH, B ocHoBe
maToreHesa eé JeXKUT Pe3Koe CHIKeHNe CHHTEe3a KOPTUKOCTe-
pouzos. Ilpu I-XHH mexanusm oTpuuiaTeJbHON 00paTHOI
CBSI3U COXPAHEH, B CBSI3U C YeM, 110 MepPe CHIKEHUsI CUHTEe32
I'KC nabmionaercst nocrenentoe yseaunyerue yposus AKTT
B TIJTa3Me KPOBH.

Bmopuunas u mpemuunas naonoueunuxoeas Hedocma-
mounocmo. Ilpuuunsl, npuBozsnme Kk pazsutuio [I-XHH
u [1I-XHH, waie BbI3BaHBI BPOKIEHHBIM UM TPUOOPETEH-
HBIM TTAHTHTTOTUTYUTAPU3MOM (TTOCTe 00IyIeH st THTTOMh3a,
XUPYPrUYeCcKOro yaajJeHus: Tuodusa, ommyxoseit tunodusa,
OTIyXO0JIell TUTIoTaIaMyca, OIyXOJISIMU CEJJIIPHON 1 rapacei-
JsapHoit obaactn). Pexe nenrpasibibie hopmbl XHH Bo3Hu-
KaloT BCJIEJCTBHE OCTPOH WITEMUHU TUTTOPN3a, KPOBOMIJIH-
Hus B runodus: mocsaepoaosbiii (cunapom Illuena), mocie
MAaCCUBHBIX KPOBOLOTEpPD (si3BeHHas (OJIE3Hb U JIP.), CEPIIO-
BUAHO-KJIeTOuHast anemust. HanbGosee vacroit mpuannoit 11-
n II1-XHH sasasercs npumenenue 'KC ¢ TepaneBTrueckoit

LEJIBI0, KOTOPbIE COIJIACHO MEXaHU3MY OOpPaTHOl CBA3M, 110~
nasistioT cekpennio KPT, AKTT ¢ onHoBpeMeHHBIM Hapylie-
HUeM cekpeluu Apyrux ropmonos rutodusa (JIT, DCT, TTT,
CTT, nmposakTuHa) U PeryJIUpPyeMBbIX UMU HepugepryecKux
sKesre3 (IMUTOBU/IHOMN, TTOJIOBBIX ).

IIpu I[I-XHH u I1I-XHH, B ottmune or [-XHH, nmeer
MECTO, BO-TIEPBBIX, CHUKCHHBIN WJIM HOPMAJIbHBII yPOBEHb
AKTT, a raxske MEJIaHOCTUMYJIMPYIOIIEr0 rOPMOHa, 0Opasy-
I0IeTocss W3 TPOOTMMOMEJAHOKOPTUHA OAHOBPEMEHHO
¢ AKTT, B cBA3M ¢ yeM y MaIMEeHTOB OTCYTCTBYET TUIIEPITUT-
MEHTaIMs, KOTOpasi SIBJSIETCS OJHUM K3 HamuboJee sPKUX
cumnromoB [-XHH; Bo-BTOpBIX, HAOMIOMAETCST COXPAHHOCTh
(YHKIIMOHMPOBAHUST KIYOOIKOBON 30HBI KOPBI HAAMOUETH -
KOB U PEHUH-aHTHOTEH3UH-AJIB0CTEPOHOBOI CHCTEMBI.

OmnceiBaeMast B iocseanue rozbl popma I1-XHH, 06yc-
sosisiennast peaucrenTHoctbio K AKTT, Habuogaercs npu Tak
Ha3blBAEMOM CUHJPOME CeMEHHON INIIOKOKOPTUKOUIHON He-
JIOCTaTOYHOCTH, TIPY KOTOPOM BBISIBJICHBI MyTaIlUU B TCHE pe-
nenrtopa k AKTT, mokannzoBaHHOro Ha KOPOTKOM Tieue 18-it
xpomocombl (18p11). IlepBbiMu Ipr3HAKaMU 3TOTO 3a00J1e-
BaHNA ABJAIOTCS TSUKEIble THIOTJINKEMIYeCKIe COCTOSHNIS,
0COGEHHO OTaCHBIE Y HOBOPOJKAECHHBIX WJIH B PaHHEM JET-
CKOM BO3pacTe, MIPOrPECCUBHO HAPACTAIOIIAST THITEPITUTMEH-
TaIus, COMPOBOKIAIONIASCS PE3KUM IOBBLIIICHUEM YPOBHS
AKTT B xpoBm.

Bpooicoennas oucynxyus xopot naonoueunuxos (BJJHK),
conpoBoskatomascs pasputuem [-XHH, npuunnoii kotopoii
siBJisiercst GJI0Kajia CMHTe3a KOPTU30J1a Ha Pa3HbIX €ro dTarax
B pe3yiasTaTe GepMeHTATHBHBIX /1e(heKTOB, HACTIEIYEMBIX IO
ayTOCOMHO-perieccuBHOMY TUTTY. OCOOEHHOCTHIO KIMHUYEC-
KUX TIPOSIBJICHU#T TIPU BCeX 3a00JIeBaHUSX SIBJISIETCST HAJINO-
YEUHUKOBAS HEJOCTATOYHOCTD, 00YCIIOBJICHHAS HAPYLICHUEM
CMHTE3a KOPTH30J1a, COUETAIONNMCST ¢ OUOTOTHIECKUMHE A-
(exTamMm IpyrUX CTEPOMAHBIX TOPMOHOB, CHHTE3 KOTODPBIX
BbIIIe (PEPMEHTATUBHOTO 6JI0KA HE HAPYIIIEH.

B pesysprate mytanuu reHa Q25X (SITOHCKAsT TOTYJISI-
st 3a60seBaeMoctb 1:250000 HOBOPOKIEHHBIX ) U MyTAIIMU
rena R182L (namectunckue apabbl), KOAMPYIOIUX CHHTE3
StAR-nporenna passuBaercsa Haubosee TsKenaas (Gopma
BJIHK. Biiokupyercst GuocunTe3 BeeX CTEPOUAHBIX FOPMO-
HOB HE TOJBKO B HAAMOYEYHMKAX, HO M B TOHAJAX HA CAMOM
panHeM aTare crepongorenesa. Camkenne yposus ['KC, oco-
GEHHO KOPTHM30JIa, aHAPOTEHOB, MUHEPATOKOPTUKOUIOB
B KPOBH BBI3BIBACT MOBBIMICHHYIO CEKPEIIUIO COOTBETCTBEHHO
AKTT, JIT, aarnotensuna-11, 910 MPpUBOAUT K yBETMUEHUIO
TTOTJIOTIEHUS X0IeCTepUHA KIeTKaMH HAAMMOUYEeYHNKOB, TOHA/T
M CIIOCOOCTBYET Pa3BUTHIO Ga3aJIbHOTO CTEPONIOTEHESA.

Myrtanuu resa 3B-I'CJI BoispiBaior pedunut 3B-rugpo-
KCHCTEPOWT IETHAPOTEHA3HI, 3TO COTPOBOK/IACTCS CHUKEHN-
€M CIHTEe3a KaK KOPTU30J1a, TaK U aJbJ0CTePOHA, aHIPOTEHOB,
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TIPH 3TOM YPOBHU CTEPOW/IOB, MPEIIECTBYIOMNX (hepMeHTa-
THBHOMY 070Ky (170-THAPOKCUTTPETHEHOIOH, TIPETHEHOJIOH,
JIETUPOSTHAHAPOCTEPOH) PE3KO MOBBITIEHBL. /[T 06BEKTH-
BU3AIUU IMATHO32 PEKOMEH/YETCS OIIPeie/ieHIe B KPOBHU CO-
JiepsKaHus: AS-CTePOUIOB: KOPTU30J1a, AJIbI0OCTEPOHA, aAH/PO-
creannona n A4-ctepousioB: 170-THIPOKCUTIPETHEHOIOHA,
MIPErHEHOJIOHA, JIETUIPOIMUAHIPOCTEPOHA /10 U HA (DOHE CTH-
mysanun AKTT (cunaxren), ¢ HOCIeAYIOMUM BbIYHCICHIEM
k0o duImeHToB cooTHomeHs A4-/AS-CTepOnIOB.

MrmuoskectBennblie myTauu rea CYP17, kxoaupyiorero
170-runpokcunazy (P450c,;), IPUBOAUT K HAPYIIEHUIO OWO-
CHUHTE3a KOPTU30JIa U MOJIOBBIX TOPMOHOB IIPU MTOBBIIIEHHOM
GuocuHTe3€e IPErHEHOJIOHA, MUHEPAIOKOPTUKOULOB, YTO
TTOTBEPIKAAETCS HCCAeIOBAHNEM 3TUX TOPMOHOB B KPOBH.
B nrazme xposu yposenb AKTT moBbItieH, Toraa Kak akTHB-
HOCTh PEHWHA CHIUIKEHA. IJTO pefikas MaTOJIOTUS, KasKIbIi
CITy4aii OTICBIBAETCS B JIUTEPATYyPE.

HMeduuur 21-ruapoxcunaspl (P450c,) — Haumbosee vac-
Tast BPOKJICHHAsT aHOMaJINsT (hepPMEHTOB GUOCUHTE3a CTEPOH/I-
HBIX TOPMOHOB B Hajinmoyeynukax. OHa BOBHUKAET B pe3yJIbraTe
MHorouncaeHHbIX MyTanmii rera CYP21. 21-runpokcnmasa
OTBETCTBEHHA 3a TpeBparieHue 170-TuapoKkcuiporecTepona
B 11-1€30KCUKOPTH30JI U TIPOTECTEPOHA B JIE30KCKOPTUKOC-
tepoH. [edurut 21-rugpoxcusnasbl TPUBOIUT K CHUKEHUIO
CHHTE32a KaK KOPTU30J1a, TaK W MUHEPATOKOPTHKOUOB,
TIPA 3TOM HAJTIOYEYHUKHN aKTUBHO CEKPETUPYIOT CTEPOUIHI,
npeamiectyomne hepMeHTaTHBHOMY OJ10KY: 170-THapo-
KCHUIIPOTECTEPOH U aHAPOTeHbI, OOCHHTE3 KOTOPBIX He 3aBH-
cUT OT 21-TUAPOKCUTASEL.

Kraccuuecknii BapmanT 3a60JeBaHUST BCTPEYAETCS B Pas-
suyHbIX notyssinusx ot 1:10000 po 1:18 0000 HoBOpO:KIEH-
HBIX, ¥ 9cCKUMOcOB 3ananHoin Amgcku — 1:280. Kunaccuyec-
KUl BapuaHT 21-TUAPOKCUIA3HON HEAOCTATOUHOCTU
TIPIBOANT K BBIPAKEHHON TUIEPAHAPOTHHUH, (HOPMUPYIO-
meficst BHyTpuyTpo6HO. YacToTa HEeKJIacCHIecKuX BApUAHTOB
21-rUPOKCUIAZHON HEAOCTATOYHOCTH B OOIIEN IOy ISINT
4Ype3BbIUANHO BbICOKA U BeTpeuaercs: y 0,3% HOBOPOKEH-
HBIX, a CPEN HEKOTOPBIX ATHWYECKUX TPYII 3HAUUTETHHO
Boiie: B I0OrociaBun — 1,6%; B Ucnanun — 1,9%; y eBpees
Ashkenazi — 3,7%.

OCHOBHBIM KpHUTepueM AWarHOCTUKHN 21-Tuapoxcuias-
HOH HEZIOCTAaTOYHOCTH SBJISETCS olpe/eseHue ypoBHS 170
THIPOKCUTIPOTECTEPOHA B CBIBOPOTKE KPOBU: MTPH KJIACCHYEC-
kot ¢gopme B 10 pa3 Bbllle BO3PACTHBIX HOPMATUBOB,
IPU HEKJIACCHYECKOM BapuanTe Boimre 2SD Kak 6a3anbHOTO,
tak u crumyrposanHoro AKTT (cunakTen nero) mo cpaBHe-
HWUIO C €r0 YPOBHEM ¥ 3/I0POBBIX JIETEH TyGEPTATHOTO BO3paCcTa.
Y HeJIOHOTIIEHHBIX U Y /IeTeH, POJUBIINXCS B CPOK, HO C HU3-
KO# Maccoil Tema, mmuGO MEPEHECITNX TSLKEMYIO POAOBYIO
TpaBMy, YPoBeHb 17 O.-THIPOKCHUIIPOTECTEPOHA B CHIBOPOTKE

KPOBHU MOJKET OBITh MOBBIIIEHHBIM TIPU OTCYTCTBUU Je(u-
nuTa 21-tuaporcusiaspl. B aTux caydasx mpoBOAST TOBTOP-
HOe olpejiesieHue cojiepskanust 170-riugapoKCuIrporecTepoHa
10 4-X pa3 ¢ maTepBasoM 5—7 mueil. CHUKEHNE €r0 YPOB-
HS B MOBTOPHBIX 00pasiax ChIBOPOTKH TTO3BOJIAET UCKJIIO-
quTh 21-TUIPOKCUIIA3HYIO HENOCTATOYHOCTD. [lapasiesnnb-
HO TPOBOJUTCS HCCJEIOBAaHUWE KAPUOTHIA, Y MJIAIEHIA
¢ GUCeKCyaJbHbIM CTPOEHUEM HAPYKHBIX T€HUTANUN, Ha-
suune kapuotuia 46 XX B 95% ciy4aeB MoATBepiKpaeT
21-TUIPOKCUIIA3HYIO HEJIOCTATOYHOCTbD.

B nexoropbix crpaHax 6osiee 20 €T IPOBOAUTCS HEOHA-
TAJbHBIN CKPUHUHT JIJIsT BBIABIEHUS 21-TUAPOKCUIA3HOTO
neduuTa y HOBOPOXK/AEHHBIX. B Poccun BHenpena mporpam-
Ma HeoHaTasbHOro ckpunuara ¢ 2006 1., B MockoBckoil 00Jia-
CTH HEOHATAJbHBIN CKPUHUHT TPOBOJUTCSI BCEM HOBOPOIK-
aerHbiM. O6pasibl KAMIAPHON KPOBU MOJTyYaiOT U3 MATKA
y HOBOPOXKJICHHOTO 4epe3 48—72 daca mocie poskIeH s, Ha-
HOCAT Ha KPY/KOK (DUIIBTPOBAIBbHON OyMaru, BBICYIICHHbII
obpasell OTChlIaeTCs B TeHETUYECKy0 abopaToputo. YTo6b!
n3bexaTh Kak JOKHOMOJOKUTETBHBIX, TAK U JOKHOOTPUILA-
TENbHBIX PE3YJIBTaTOB, KK/ PETHOH U Kaxk/as J1abopaTo-
U 0JIKHA UMETh COOCTBEHHbIE HOPMATHBHbBIE CTaHAAPTDI
KOHIleHTpaIuii 17 o-ruApoKCUIIpOTeCTEPOHA JsI JeTei
C Pa3JIMYHBIM BECOM U PA3JIUYHBIMU CPOKAMU POXKIEHUS
U PeryJsipHO TPOBOANUTH KaK BHYTPUIAOOPATOPHBIN, Tak
¥ BHENTHWH KOHTPOJIb KayecTBa WCCJIeNOBAaHUN. Y POIWB-
LIMXCST B CPOK HOBOPOJKAEHHBIX YPOBEHbD 17 O-TUIPOKCUTIPO-
recTepoHa He JOJDKEH ITIPEBBINIATh HOPMAJIbHBIX 3HAUYECHUI.
I[Tpu nosnyyennu GoJiee BICOKUX 3HAYEHUIT pebeHKy HeoOX0-
JVIMO HeMejlJIeHHOe 00c/Ie[JloBaHKe CIIeUaJUCTOM U IIPOBe-
JleHre TIOBTOPHOTO WCCJEIOBAHUS COIEP:KaHus TOPMOHA
B CBIBOPOTKE KPOBU. B COMHUTEIBHBIX CITydasiX UCCIAELYeTCsT
MTOJTHBIH TIPOGUIIB CTEPOUIOB B CYTOYHON MOYE U B KPOBH (110
u B xone crumyaupyiomiero tecra ¢ AKTT). O6uapykeHue
myranuii reHa CYP21 00beKTUBU3HUPYET MarHO3 W MO3BO-
JseT n30eKaTh BBINIEHA3BAHHBIX JOPOTOCTOSIIIUX U TPYIHO-
MEPEHOCHMBIX PEOEHKOM METOI0B IMATHOCTUKHU.

B cBs3m ¢ Tem, UTO axe paHHsST MOCTHATAJIbHAS TUAarHO-
cTHKa 3a00JI€BaHUs HE pemaer npobjieM, CBA3aHHBIX ¢ KOP-
PEKITUEll MOJIOBBIX HAPYIIEHUH Y JI€BOYEK, B TIOCJIEHUE TO/IbI
JMCKYTUPYETCST BOIIPOC O I1eJIeCO0OPasHOCTH TIPOBEIEHUS
MPEHATAIBbHOTO CKPUHWHTA, TTO3BOJISIONIETO CBOEBPEMEHHO
MIPOBOUTH BHYTPUYTPOOHYIO TEPAIUIO TIFOKOKOPTUKOCTE-
pougaMu, 4To n30aBUT AEBOYKY OT XMPYPrHUECKOH KOPPEK-
AU TEHETAJINH, & Y MAJTbUYNKOB CBOEBPEMEHHO ITO3BOJIUT JIH-
arHOCTUPOBAThL U JIEYUTh  COJBTEPSIONIYIO  (HOpMY
21-TuapoKCcuIasHoi HegocTaTtouHOCTU. [Ipenaranbhyto aua-
THOCTUKY TIPOBOJSIT B CEMbBSIX, B KOTOPBIX 006a POIUTEJIS SIB-
JISTIOTCST TETEPO3UTOTHBIMU HOCUTENsIMU jgedeKTa TeHa
CYP21. B cembe, nmeBlieii gereii ¢ 21-rujipoOKCUIa3HBIM
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neurToM, GepeMeHHOI JKEeHIITUHE ¢ MOMEHTa MTOITBEPIKIe-
Hust GepemenHocty (5—6 Hejesist) Ha3HAYAETCs JEKCaMeTa-
300 110 20 Mxr/cyTku. Ha 8—10-ii Hezesmn 6epeMeHHOCTH OCy-
IECTBIISIETCsT GUOTICHST BOPCUHOK XOPUOHA.

[Ipenartanpnag apuarnoctuka ocHoBana Ha JIHK-auarmo-
ctuke myrtanmii rena CYP21 B ki1eTkax BOPCUHOK XOPHOHA
W Ha OTIpe/IeJIeHUH TeHeTHYECKOTO MoJia mioja. Ipu o6Hapy-
SKEHUM MYTAIUii, XapaKTePHBIX [IJIs1 KJIacCUuecKon (HhopMbl
21-TUAPOKCUIA3HON HEOCTATOTYHOCTUA U JKEHCKOTO TeHETH-
yeckoro moya (46 XX) seyenne ekcaMeTa3oHOM MTPOIOJIKA-
ercs. st xkoHTposis 3(hhEKTUBHOCTH JIEYeHUS TTPOBOIST
otpejiesieHre ypoBHs 170-ruipoKCUIIporecTepoHa B aMHUO-
Tuueckoil kuakoctn Ha 11 m 15 Hemensax GepeMeHHOCTH.
Ecu renerndeckuit mon myskckoit (46XY), ymedenne mpe-
KpamamoT gaxke npu Haauuuu Mytanuii rena CYP21.
[Ipu HamUMym MyTaIuii, XapakTepPHBIX JIJIs1 HEKJIACCUYECKO-
TO BapuaHTa 3a00JI€BaHMUs, IeYeHNE TPEKPAITATOT.

Myrtamus renoB CYP11B1, xoxupyrommux 11B-rumapo-
kcmnasy (P450c,,;), koTopast ocyliecTBiIseT IpeBpalieHne
11-1e30KCUKOPTU30JIa B KOPTU3O0JI, TIPUBOJUT K CHUKEHUIO
GUOCHHTE3a KOPTU30JIa, YTO COIPOBOKAACTCS TOBBIIIEHHOI
cekpermeii AKTI, ctumynupyromieii cMHTE3 CTEPOUHBIX
TOPMOHOB, MPEIIECTBYIONNX (hepMEeHTATHBHOMY OJIOKY
(11-ne3okcukoptusosna u 11-1€30KCUKOPTUKOCTEPOHA)
U HaJIOYeYHUKOBBIX aHaporeHoB. HecmoTpst Ha TO, 4TO

11-1€30KCUKOPTUKOCTEPOH 00/aIaeT YMEPEHHOW MUHEpa-
JIOKOPTUKOUTHON aKTHBHOCTBHIO, €TO TIOBBINIEHNE CITOCO0-
CTBYeT 3a/Iep’KKe HATPUS U JKUIKOCTU B OPTaHU3Me, TPUBO-
JIUT K CTOMKOMY MOBBINIECHUIO aPTEPUATBHOTO JABJIEHUS, YTO
MIPU OTCYTCTBUM COOTBETCTBYIOTIEN TePATTNY TPUBOIUT K TSI-
JKEJTBIM MeTabOTMIECKUM OCTOKHEHUSIM, BILIOTH /10 HApy-
nreHust (pYHKIMU MTOYeK W MUoKapna. B HacTosiee Bpemsi
paspabaThIBAlOTCST METO/BI IPEHATATIBHON JMAarHOCTUKH Je-
dbunmra 11B-rugpokcusass.

Taxkmm 06pasoM, ISt IMAaTHOCTHKHU CTEPTHIX (HOPM XPOHH-
YeCcKOU Ha[MOYEYHUKOBOU HEIOCTATOYHOCTHU, MUbdepeHIu-
AJIbHOI IMATHOCTHKY PasHbIX ee (hOPM, BbISIBJICHUS OOJIbHBIX
¢ (GYHKIIMOHAIBHON HAIMOYEYHUKOBON HETOCTATOYHOCTHIO
HEOOXOIMMO BHEIPEHNE KOMIIJIEKCA COBPEMEHHBIX METOIOB
nabopaTopHOii auarHocTuku. K HUM OTHOCATCST Kak obIie-
NPUHATHIE, JOCTYIHBIE MHOTUM JJaOOPaTOPHsM TECThI — OTI-
pezesienne B KPOBU KOHIIEHTPAIIMH 2JIEKTPOJMTOB, TIIOKO3bI,
ropmoHOB (PUMA- 1 XeMWIioMUHECTIEHTHBIE METOZBI), TakK
U HOBBIE TECTBHI — OIpe/eJIeHUE ayTOAHTHTEN K (pepMeHTaM
HaJIIIOYEYHIUKOB, 2 TAK/KE METO/IBI, TPEOYIOIIIE 0COOBIX MEPO-
TPUATHH [JIs1 NX BHEIPEHUS: HEOHATATbHBIN CKPUHUHT BCEX
HOBOPOK/ICHHBIX C I[EJIbI0 CBOEBPEMEHHOTO BLIABJICHWS HO-
BOPOSKJCHHBIX C JeduiutoM 21-TUAPOKCHIA3BI U MOJEKY-
JISPHO-TEHETUYECKUI aHATN3, BKJIIOYAsT KIACCUYECKUIA IUTO-
reHeTHYECKUN aHain3 (KapruoOTUITHPOBAHIE)' .

" CITHCOK JIUTepaTypbl HAXOANTCS B PEIAKIIUIT
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