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Habniogenus u3 npaktuku

narHo3z MHGAHTMNBLHOM GOPMbI LUCTUHO3A:
NPUIrOBOP MMM PYKOBOACTBO K OEMCTBMIO?

(O6sop nutepatypbl M cobcTBeHHOE HabmoaeHue)
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Diagnosis of infantile cystinosis:

a sentence or a guide for action?

Review and a case report

M.lu. Kagan, E.N. Levichenko, A.N. Tsygin

Knrouesvie cnosa: negpponamuueckuti yucmuto3, CUHOpom PCanxoru, YUCMeamun.

LIMCTUHO3 — PEIKOE AyTOCOMHO-PELIECCUBHOE 3460J1€E-
BaHUE, IPUYMHON KOTOPOI'O SABJAETCA MyTallds B I'€HE
CTNS, KOUPYIOIEM JTU30COMATBHBIN IEPEHOCUUK TUCTH-
Ha. [Tpy 3TOM 3260/IE€BAHUU B PA3IMYHBIX OPIaHAX U TK4-
HAX NPOUCXOAUT BHYTPUIN3OCOMAJIbHOE HAKOIUICHHE
LUCTUHA U OTJIOKEHUE €I0 KPUCTAJUIOB. OIIUCAHBI TPU
KIMHAYECKHE (POPMBI OOIE3HU, PAZTIYAIONIUECS TIO TSHKE-
CTU U BPEMEHU HA4aId KIMHUYECKON MAaHU(ECTALUH.
Haubonee Tsoxenast KacCuuecKkas MHMAHTIIbHAS HEDPO-
naTrdeckas popma nuctunosa (OMIM # 219800) 6blna
BIIEPBBIC OIIMCAHA B HAYAJIE JBAALATOIO BeKa Aberhalden
KAK 3200JI€BAHUE, HEN30EKHO NIPUBOJAIIECE K TEPMUHANIb-
HOU YPEMUH B IETCKOM Bo3pacrte [15, 35]. Tlozanee 6butn
OIYOIMKOBAHBI HAOMIONEHUS U 32 OOJIEE JIETKUMU CITydast-
MU 60ne3nu. KOBeHWwIbHasA WM IIPOMEKYTOUHAA (popMa
(OMIM # 219900) TarKe COMPOBOXKAAETCA IOPAKECHUEM
MIOYEK, HO C MAHU(ECTAITUEN B IIOAPOCTKOBOM BO3PACTE.
B3pocas, mim «106pOKaYeCTBEHHAA>, (POPMA LIUCTUHO3A
(OMIM # 219750) IpOABIAETCA TOPAKEHUEM I71a3 C Pa3-
BUTHEM (POTO(POOMHN 6E3 TPUIHAKOB BOBJICUCHUS JIPYTUX
OpPraHos. [Ipy 3TOM BapUaHTE GOJE3HU KPUCTAIUIBI ITUC-
THUHA OTKIAABIBAIOTCA TOJIBKO B POIOBULIE U KOCTHOM MO3-
re [1]. B CHIA nuctrHO3 Berpedaercs ¢ yactoro 1:200 000,
B EBpomne 1:179 000; 10BeHMIbHAA U B3POCIasg (POPMBI OT-
MEYAIOTCSI MEHEE YEM B 5% CIIy4aeB.

DTOT 0630p OYAET NOCBAIICH HAMOO0IEE YACTOH U KITU-
HUYECKU HAMO0I1e€ 3HAUNMON HH(PAHTUIBHON He(ppoma-
TUYECKON (popme 3a60neBanms. KiIlMHU4IeCKUe possiIe-
HUA TIPY 3TOH (POPME LUCTUHO3A TAKKE UMEIOT OIIPE/ie-
JIEHHBIA JUANIA30H TKECTH, HO B CPEAHEM IIPU OTCYT-
CTBUM CHENU(PHUUECKON TEPAITUY TEPMUHANBHASA YPEMUSA
passuBaercs K 10-netHeMy Bo3pacty [5]. B koHiie 60-X IT.
B CBAI3U C PA3BUTUEM TPAHCIUIAHTALIUU [TOYKU IIPOJOJI-

Tenegpon: 8 3532 572004. Muxaun FOoosuw Kazan
E-mail: mkaganorenburg@yahoo.com

JKUTEJIBHOCTD JKU3HU ITALIMEHTOB 3HAYUTEIbHO YBEIUYU-
Jack. OHAKO U NOCIE TPAHCIUIAHTALUY IIOYKU IIPOZOJI-
JKAETCS OTIIOKEHUE KPUCTAIOB ITUCTUHA B AKCTPape-
HAJIBHBIX OPIdHAX, BKII0YAsA MBIIIIIBIL, TOJOBHOI MO3T,
KOCTHBIIT MO3I, IT€YE€Hb, CENIE3CHKY, TUM(PATUUECKUE Y3IIbI,
pOroBUIlY, KOHBIOHKTHUBY, IIUTOBU/IHYIO JKEJIE3Y, ITO/LKE-
JIYIOYHYIO JKEJIE3Y, ANYKU U KAIIEYHUK [11]. B cBa3u ¢
3TUM TOCJIE TPAHCIUIAHTAIIUU 3200JICBAHNE U3MEHSCT
CBOIO CYTb, IPEBPANASICH U3 THKEIOIN OONE3HU MOYEK B
MYJIBTUCUCTEMHYIO MTATOJIOTHIO CO 3HAYUTEIbHBIM BOBJIE-
YEHUEM 3KCTPAPEHAIBHBIX OPraHoB [15, 38]. 32 nocnen-
HHE JIBA/ILIATD JIET ObUI JOCTUTHYT GOJIBIION IIPOTPECC B
JIEYEHUHU LIUCTUHO34. Hapaay ¢ npexHel, B OCHOBHOM
CHMITTOMAaTUYECKOM Tepanuer 6bU10 pa3padboTaHo cre-
HU(PUUECKOE JIEUECHUE, HATIPABJIECHHOE HA KOPPEKLIUIO
OCHOBHOT'O ITATOI'€HETUYECKOTO MEXAHNU3MA. BbU1O OOHA-
PYKEHO, YTO JUIUTENbHAS U YIIOPHAS TEPANS [TUCTEAMU-
HOM, JJOHATOPOM CYIb(PIUIPHIbHBIX I'PYII, BHI3bIBACT
JEIUICLMIO IUCTUHA U 3HAYUTEIBHO OTAALIET OYEUHYIO
HEIOCTATOYHOCTD, VIYUIIAET IIOKA3ATEAN POCTA PEOEH-
Ka ¥ [IPEIOTBPAIIAET CEPHE3HBIE MTO3HUE IKCTPAPEHAIID-
HbIe OCoxkHEeHw [9, 12,16, 19, 21, 29, 37, 40, 43]. Tpume-
HEHME TEPANTUN [IUCTEAMHUHOM U NTOYEYHON TPAHCIUIAH-
TALUU TPAHCPOPMUPOBAJIO JIETAIBHOE 3200JIEBAHIE B
XPOHHUYECKOE CTPAAHUE, KOTOPOE JIMTENBHO MOJAET-
€A KOHTPOIIIO [22].

[en nuctuHO32, CTNS, paCcrionaraeTcst Ha XpOMOCOME
17p13 [30]. CTNS coctouT u3 12 3K30HOB U KOJUPYET CHH-
T€3 IUCTUHO3MHA — UHTETPAIBHOTO OEJIKA JTM30COMAIb-
HOM MEMOPAHBIL, TPE/ICTABIECHHOTO 367 AMUHOKHUCIOTAMH.
QyHKIMEN TUCTUHO3UHA ABJIAETCA IIEPEHOC IIUCTUHA U3
JIM30COMBI B IiuToruIasmy [18, 42]. B CesepHoit AMepuke 1
B EBporie noutu 75% BCEX UCCIEAOBAHHBIX AJUIEIEN UMe-
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0T Jiesientuio 57-kb 1 310 camas yactas myratus CTNS [36).
Brito omwcano okoso 60 apyrux mytaruii [17, 20, 31, 30].
[TanyeHTsI ¢ KIACCUYECKUM MH(PAHTWILHBIM LIUCTHHO30M
HMEIOT AC/ELWH WIN JPYTHE MyTaLUH, IPUBOJAIINE K ITOJI-
HOMY OTCYTCTBUIO LJUCTUHO3MHA, B TO BPEMS KaK Oojee
JIETKUE CJIy4ay (IOBEHWIbHAS U B3POCIag (POPMBI) OObIU-
HO KOMITdyH]| TETEPO3UTOTHBI M UMEIOT HAPANY C TDKEION
MyTauuen (HaIpuMep, HOHCEHC) U OOJIEE JIETKYIO MyTa-
IUIO (HAIIPUMED, MUCCEHC) [41]. ¥ 6eCCHMITOMHEBIX TeTe-
PO3UI'OTHBIX HOCUTEJIEH OTMEYAETCA ABYKPATHOE CHIKE-
HUE AKTUBHOCTU IUCTUHO3MHA [10]. IIpy 3TOM YpOBEHD
BHYTPHKICTOYHOI'O HIUCTUHA OCTAETCS JIMIID CJIETKA IIOBBI-
IICHHBIM [35]. B LEIOM TSKECTb KIMHUYECKUX IIPOSBIIC-
HUH OONE3HU, KAK MPABWIO, UMEET MPAMYIO KOPPETALMIO
C KOHLIEHTPALUEN BHYTPHUIN3OCOMUIBHOIO IIUCTUHA U
0OPaTHYIO KOPPEJBILUIO C PE3UIYAIBHON (DYHKUMEN LIKC-
TUHO3UHA [2, 14]. TeM He MEHEE HEJb3s UCKIIOYUTb BO3-
MOKHOE MOJU(PUIUPYIOIIEE BAUSHIE HA (PEHOTHI JPYTHUX
T'€HOB U SKOJIOTUYECKUX BO3JCUCTBULL.

CaMBIM APKUM IPOABICHUEM HAPYIICHUA JA30CO-
MaJIbHOI'O TPAHCIIOPTA LUCTHHA ABJIAETCA OOPA30BAHNE
KPHUCTAJUIOB BCJIEACTBUE IUIOXOH PACTBOPUMOCTH LIUCTH-
Ha B Boje. Kpucrauibl O6bIMHO UMEIOT (POPMY LIECTU-
YI'OJIbHUKA WIXA NPAMOYIOJIbHUKA, HO MOI'YT OBITb UI'OJIb-
YATBIMU U 06J1aJAI0T CBOMICTBOM JIBOMTHOT'O NTPETOMJIEHUSA
B IOJAPU3ALUOHHOM CBETE. IHTEPECHO, YTO TAKECTD
MOBPEXIEHNS TKAHEN HE BIIOJIHE KOPPENUPYET C PACIPO-
CTPAHEHHOCTBIO OTJIOKEHUA KPUCTAJUIOB. Harpumep, B
IIEYEHU ¥ TOHKOM KUIIEUHUKE OTMEYACTCS 3HAYUTEIBHOE
HUHTPALEIUTIONAPHOE OTIOKEHUE KPUCTAUIOB IUCTHUHA,
HO 3TO PEAKO KIMHUYECKHU IIPOABIACTCA. DTOT (PAKT, IO
BCEU BEPOATHOCTH, OOBACHAETCS 3HAYUTENBHBIM (DYHK-
LMOHAIbHBIM PE3EPBOM HEKOTOPBIX OPIaHOB WM 6ojiee
KOPOTKMM KJIETOYHBIM [IUKJIOM U OBICTPOI CMEHOH Kile-
TOYHOU NONY/IALMUA. B HEKOTOPBIX KIETKAX, HAIIPUMED
(pubpodIacTax, KPUCTAUIBI HUKOIA HE OOPA3yIOTCs, He-
CMOTPS HA BBICOKOE COJEPKAHUE BHYTPUKIETOYHOIO
uucTUHA [35).

CHMIITOMBI IUCTUHO34 PA3BUBAIOTCSA MTOCTENIEHHO.
Kak mpaBusio, B IepBbie 3—6 MECSIIEB JKU3HH KINHUTICC-
K€ POSIBICHUST GOJIE3HN OTCYTCTBYIOT. K 6—12 Mecsiiam
MOABJIAIOTCS TAKAE HECIENU(PUIECKUE CUMIITOMBI, KAK
AHOPEKCHA, PBOT4, OJUYPHUA U 3AIOPLL. BO3MOXHO pas-
BUTHE 3MU30/I0B JIUXOPAJAKU C IPU3HAKAMU JIETH/PATA-
1y, CTaHOBUTCA 3aMETHBIM YMEHBIIEHHE EKEMECAUHBIX
MIPHUOABOK B BECE.

[Topaxxenue no4YeKk OObIYHO MAHU(ECTUPYET KINHU-
KoM cungpoma PaHKOHU K BO3pacty 1 ropa. B panpHen-
IIEM OTMEYAETCHA MPOIPECCUPYIONAA IOTEPS INIOMEPY-
JIAPHOU (DYHKLMHU U PA3BUTHE XPOHUYECKOMN ITOYEYHON
HEIOCTATOYHOCTU B 7—12 jier [8, 32]. B Hacrosmee Bpems
LIUCTUHO3 CYUTAETCA CAMOY YACTON IPUYHUHOU BPOXK/IEH-
HOI'o cuHApoMa PAHKOHU B JETCKOM BO3PACTE. Y Maly-
€HTOB OTMEYACTCA IOTEPA XKUIKOCTU U JIEKTPOIUTOB,
AMUHOALUAYPUS, HOPMOITIMKEMHAYECKAS [TIIOKO3YPHA,
(pocdarypus, runepKaIbLAYPUsA U TANEPXIOPEMUYEC-
KU anyo3. Juype3 MOXET ObITh CTOJIb 3HAUNTENLHBIM,
YTO Y HEKOTOPBIX OOJIBHBIX HAd HAYAJIbHOM 3TAIlE IIPE]-
MOJIAra€TCsl HAIMUUE HECAXAPHOIO Auabera [35]. Y Heko-
TOPBIX ACTEH 3HAYUTEIbHASA IKCKPELMA KalnbLUA U (POC-
(paTOB IPUBOAUT K MEAYUIAPHOMY HE(PPOKATIBIIMHO3Y
[39]. V MHOTHX, XOTA U HE Y BCEX, MAITUEHTOB PA3BUBACT-
¢st TUNooCHaTEMUIECKUN PAXUT C BBICOKOH SKCKPEITH-
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en (pocdaToB, HOPMAJIBHBIM YPOBHEM BUTaMUHA D, 110-
BBIIICHUEM AKTHBHOCTH LIETOYHON (hOC(HATA3BI U TAKU-
MM KIMHUYECKUMHU NPOABJIEHUAMH, KAK OCTEOMAJIALINA,
JedopmManuy KOCTeH U 3a€P:KKa (POPMUPOBAHUA MO-
TOPHBIX HABBHIKOB [8, 15]. [Ip1 pasBUTHUU T'UNIEPKAIbIU-
YPHUYECKON I'MITOKAIBLIAEMUY BO3MOKHO BOSHUKHOBEHHE
TETAaHUU. [UMOKAMEMUS, B PAZIC CJIYIAeB HIDKE 2,0 MIKB/JL,
MOXET IIPUBOJUTD K HAPYLIEHUAM CEPACYHON IIPOBOIH-
MoOCTU. KapHUTHUH TaKKe TepsaeTcsa npu cunapome Pan-
KOHH [4], 4TO MOXKET OBITb IPUUMHOI MBIIEYHOM C1a60-
¢ty [34]. Kpome toro, npu cunapome PaHKOHU BO3HUKA-
€T TyOyJIIpHAA IPOTEUHYPUSA C MIOTEPEN TAKUX OENKOB,
KaK aJIbOYMUH, ,-MUKPOINIOGYINH, IM30LUM, OENI0K-TIE-
PEHOCYMK PETUHOIA, GEJIOK-TIEPEHOCYNK BUTAMUHA D 1
MHOTUX JPYIUX. Y OTIENbHBIX MPEAAUAIU3HBIX TallUEH-
TOB Pa3BUBAETCA NMPOTEUHYPUA HEPPOTUIECKOTO YPOB-
HA [24, 33]. B CeBepHoit AMepuKe U EBporie 1fUuCTUHO3
COCTABJIAET NPUOIUIUTEIBHO 5% CIy4deB XPOHUYECKOM
IIOYEYHON HELOCTATOYHOCTH Y AeTelt [32]. [1o maHHbIM
The European Dialysis and Transplant Association Regist-
1y, CPEAHAN BO3PACT JIETEN C IMCTUHO30M, HYK/AIOINX-
€A B 3AMECTUTEJILHOM TEPAIINUU, COCTABIIAET 9,5 JIET C KO-
nebanuamu ot 1 1o 20 jer [28]. CKOpOCTb pa3BUTHsA TEP-
MUHQIBHOHN YPEMUU BAPBUPYET CPEAU OOIbHBIX LIUCTHU-
HO30M; Y HEKOTOPBIX IMAL[UEHTOB JOCTUTAETCA IUIATO, B TO
BpEMA KaK y APYIUX NOYEUHAA (PYHKIUA OYEHDb OBICTPO
cHIKaercd [13, 15]. TucTonaTonornaecky mpyu 1IUCTUHO-
3€ PA3BUBAETCA ATPO(DUA KIETOK NPOKCUMAIbHBIX Kd-
HAJIBLIEB C UX JiepopManiieii Mo TUIY «<ICOEJUHON MICH»
[27]. Ouenp XapaKTEpHO MOBPEXACHUE MOJOLIUTOB, KO-
TOPBIE IPHUOOPETAIOT BUJ MHOT'OAECPHBIX THUI'AHTCKUX
KIETOK. B IOAOLMTAX ¥ MHTEPCTULMANBHBIX KIETKAX OT-
MEYAETCA OTIOXKEHUE KPUCTAJUIOB IIUCTUHA [23)].

V peren ¢ HUCTUHO30M OTMEYAETCS BHIPAKEHHAA 34-
JEPXKKA POCTA BCIEACTBUE ALN/I034, META00IUYECKOMH 60-
JIE3HU KOCTH, TNIOPOCHATEMUIECKOTO PAXUTA U TUIIOTH-
peosa [3, 6]. [Ipu eCTECTBEHHOM TEYCHUM HEICUCHHOTO
LMCTAHO3a Y MHOTHX ITAIIMEHTOB K BO3PACTy 1 ropa pocr
HE TIPEBBINIAET 3-TO NEPLIEHTIIIA, IIPUYEM OTCTABAHHUE B
pocre 60j1e€ 3HAUUTEBLHOE, YEM Y AETEN ¢ XPOHUYECKOU
MIOYEYHOI HEIOCTATOYHOCTBIO, BBI3BAHHOM JPYTUMU IIPH-
yyHaMH [47]. JleueHre ToOpMOHOM POCTA CYIIECTBEHHO YBE-
JIMYUBACT JIMHEMHDIA POCT U 3HAYUTEJILHO YIIyYIIAeT POC-
TOBBIE TTOKA3ATENIH B IIPEIyOepTaTHOM BO3pacte [46]. Tu-
IIOTUPEO3 YACTO PA3BUBAETCA IIPU LIUCTUHOZE U ABJIAETCA
OJJHOY M3 IIPUYMH 33€PKKU POCTA. [MCTONOrYeCKU B
IIATOBUJHOM KEJIE3E BBIABIAIOTCSA OYar JECTPYKLUU U
MHQWIBTPALNS STUTENHS KPUCTAUIAMU [TUCTHHA [20].

PaHHMMM ¥ TATOrHOMOHWYHBIMU NIPOSABICHUAMU 60-
JIE3HU ABJIAIOTCA OTIOKEHUA KPUCTAIUIOB B POTOBULIE U
KOHBIOHKTHUBE [1]. KOpHEAIbHbBIE KPUCTAIUIBI IIOYTHU BCE-
I/Ta UIMCIOTCS K BO3PACTY 16 MECSIIEB ¥ BBIIBISIOTCS TIPH
OCMOTPE C IIOMOILIBIO WEJIEBOM JIAMITBI B BUZIE UI'OJIbYd-
TBIX, ONAJIECITUPYIOMNX TOMYTHEHUH [5]. B mepByto oue-
penb B 3TOT IPOLECC BOBIEKAETCA SMUTEUI POTOBHULIBL
Ha BrOpo# /ieKajie KU3HU pa3BUBAETCA (PoTopodus u
BO3MOXHO BO3HUKHOBEHHE TKENIONM KEPATOIIATHU C HA-
pymeHueM 3penus. HOIa KpUCTAIbl OTKIabIBAIOTCS
U B [IEPEJHEN KaMepe, PAAyKHOM OOO0JIOUKE, LIIMAPHOM
TEJIE, COCYAUCTOM OOOJIOUKE, HA [TTA3HOM JHE U B 3PUTEIb-
HOM HepBe [43, 44]. B HEKOTOPBIX CIYYasAX PA3BUTHE MTUT-
MEHTHOI PETUHOIATUU TPEIIECTBYET MOSABIEHUIO KOP-
HEAIBHBIX KPUCTAILIOB [45].
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LIMCTUHO3 MOPAKAET MHOI'UE JKEJIE3BL, B CBA3U C UEM Y
MALMEHTOB HAPYWAIOTCA NOTOOTAEHeHHE [11], mpoayk-
UM CIE3HOU KUJIKOCTH, CAIMBAIINA, YTO JJEJAET UX
CKJIOHHBIMHU K Pa3BUTHIO I'MIIEPTEPMUH, CYXOCTH 7143,
pBOTE. Y GOJIBHBIX MOXKET OTMEYAThCS AHEMUSA, OOYCIIOB-
JICHHAd, IIPEXKIE BCEIO, yMEHBIICHUEM PEHAIBHOMN MIPO-
JYKLIHW 3PUTPONO3ITUHA IIPU IIOYEYHOHN HEJOCTATOYHO-
CTU U, B MECHBIIEN CTENECHH, OTIOXKCHUEM KPHUCTAIIOB
LUCTUHA B KOCTHOM MO3re |7]. PannsAA BepudUKaLus 1u-
arHo34 1 CBOEBPEMEHHOE HAYAJIO CIELU(PUUECKON Tepa-
IIMU UCTEAMHUHOM UMEET PEMIAIONIEE 3HAYECHUE JUIA Cy/lb-
OBl IETEH, CTPATAOINX ITUCTUHO30M [19]. lnarHo3 muc-
THUHO34 NOATBEPKIACTCA ONPEIEICHAEM BEICOKOI'O YPOB-
HA LIHMCTUHA B IPAHYIOLUTAX [35]. 11 Bepu(uKanuy nu-
CTUHO3a CUUTAETCA JOCTATOYHBIM BBIABJIECHUE KPUCTAJI-
JIOB B POI'OBUIIE Y MALMEHTA C CUHPOMOM DAHKOHH, TAK
KaK IIOJOOHBIE KPUCTAJUIBI HE OOHAPYKUBAIOTCA IIPU JPY-
I'UX IIPUYMHAX 3TOI'O CUHIPOMA Y IETEH, TAKUX, KAK TH-
PO3HMHEMUA, T'ATAKTO3EMHUS, TEIIATOPEHAIBHBIA TJINKOre-
HO3, 6011e3Hb JleHTa, cunipoM Jlose u T. 1. C Ipyroii cro-
POHBI, OTCYTCTBHUE KPUCTAIMYECKOU KEPATONATUHN HE
MIO3BOJIAET UCKIIIOYUTD LIMCTUHO3, OCOOEHHO Y MJIJICH-
LIEB. B ponuIoM i1 BEpUPUKALUY JUATHO32 IIPUMEHA-
JIACh AUATHOCTUYECKAA GMOIICUA PA3INYHBIX OPraHOB,
BKJIIOYAs] KOCTHBIN MO3T, KOHBIOHKTHUBY U IIOYKH [35]. Of-
HAKO B HACTOSIEE BPEMs OOIIECIIPU3HAHHO, 4TO JUISl YC-
TAHOBJIEHUSA AUAIHO32 3TU MHBA3UBHBIE IIPOLIEAYPHL HE
SIBJIIOTCS HEOOXOAMMBIMU. PAHHMIT IMATHO3 MOXKET OBbITh
YCTAHOBJIEH U C IOMOII[BIO ['€HETUUECKOT'O UCCIEAOBAHUA.
[Ipy HaMUYMU B CEMBE XOTA ObI OAHOIO PEOEHKA C LUC-
THUHO30M IIPHU KKION CJIEAYIOMEH 6EPEMEHHOCTH PEKO-
MEHJYETCA IPEHATAIbHASA JUATHOCTUKA OOJIE3HU C IIOMO-
IIBIO U3MEPEHUS YPOBHA CBOOOHOIO LIUCTUHA B KYJIBTY-
p€ aMHHUOLIUTOB WK KJIETKAX BOPCUH XOPHOHA WU C
[IOMOIIBIO T€HETUYECKOTO UCCIENOBAHNA [35].

JleueHue NUCTUHO3a COCTOUT U3 CUMIITOMATUYECKON
U CrienupuIecKon Tepanuy. CUMITOMATUYECKASA TEPa-
M5 HAIIPABJIEHA HA KOPPEKIUIO TyOYJIAPHBIX IOTEPS [5].

Booa. IlpyeM BOAbI JO/DKEH COOTBETCTBOBATD JUYpE-
3y ¥ KOPPUTHPYETCA IIPHA BO3PACTAHUN SKCTPAPEHAIBHBIX
HOTEPD (PKApKasi IIOr'OAia, JIMXOPAaKa U T. [L.).

Kucnommno-wenounoe pagrogecue. Bukap6onar Ha-
TPHA ¥ KAINA, KOTOPBIE JIYYIIE HATPATA IEPEHOCATCA 1A~
LUHEHTAMH, JOJDKHBI HA3HAYAThCA B KOJMYECTBE, OCTA-
TOYHOM J|JIs1 IOAIICPKAHUS OOIEro 6GUKaApOOHATA ChIBO-
pOTKHU Ha ypOBHE 21-24 MMOb/1. NHOTAA A 3TOrO
TpebyeTcst 60IBIIOE KONMUIECTBO Oydepa — 6osee 10—
15 MMOJIb/KI' B CYTKH.

Hampuii. Tlotepn HaTpust OOBIYHO YA€TCs KOMIIEH-
CHUPOBATH OAHOBPEMEHHO C KOPPEKLIHUEH KUCIOTHO-OC-
HOBHOI'O OajiaHca.

Kanuii. Jna nopiepkaHus KOHLEHTPALUHU CbIBOPO-
TOYHOI'O KAJIMA BBIIIE 3 MMOJIb/J1 HEPEAKO TPEOYETCs IPU-
MEHEHME IIPENAPATOB KAJIUA B CYTOYHON f03€ 4-10
MMOJIb /KT.

Docgpop. I'mnodocdareMus JOLKHA JIEYUThCA HA3HA-
yeHueM GocdaToB Kanus U HaTpus B 1o3e 0,3—1 rpamMm B
JeHb. LIenblo ABIAeTCs JOCTKEHNUE KOHLIEHTPAUH (POC-
(patos cuBOpOTKHU 1,0—1,2 MMOB/IL

Bumamun D. TAK KaK AKTUBHOCTb TyOYJIIPHOM 1a-Tuz-
POKCHMIIA3bl 3HAYUTEIBHO CHWKAETCS MIPU LHUCTUHO3E,
BO3HUKAET HEOOXOAUMOCTD B HA3HAYeHMH 10- wim 1a-25-
(OH),D; (0,10-0,50 MKr B ieHb). [IpyMeHEHNE ITUX TIPE-
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[IAPATOB KOHTPOIUPYETCA MOHUTOPUHIOM YPOBHSA KaJlb-
LM CBIBOPOTKH.

Kaprumun. KapHUTHH B CYTOYHOH 103€ 50 MI/KI' B
YETBIPE IIPUEMA HA3HAYAETCS Il KOPPEKLUU N1OTEPD
KAPHUTHHA.

DIIEKTPOTUTHBIE I MUHEPATbHBIE JOOABKU JJOJKHBI
MIPUMEHATLCA PETY/LIPHO, KENATENBHO 3—4 pa3a B [JCHb,
JUIs1 TOIO YTOOBI BO3MEIIATh IEPMAHEHTHBIE TIOTEPH [5].
[ToTepu BOAIBL, KaJIUA U HATPUA MOTYT ObITh 3HAYUTENBHO
YMEHDBUIEHBI HA3HAYEHUEM UHJOMETAMHA B CYyTOYHON
Jose 1,5-2 MI/KI' B 1B IPUEMA. DTOT MIpEnapar npume-
HAETCA IPU HEJOCTATOUYHOH 3(PHEKTUBHOCTH CUMIITOMA-
TUYECKOU Tepanuu. I1py pa3BUTUN CHIDKEHUA KITyOOUKO-
BOH (PUJIBTPAIIUM UH/IOMETAIIUH JIOJDKEH OBITh OTMEHEH.
B a3ty cTapuio 601€3HN YMEHBIIAIOTCS U TYOYIIPHBIE 110-
TEPH, B CBA3H C YEM U JIOOABKH NEKTPOIUTOB U MUHEPA-
JIOB TIOCTENIEHHO OTMEHSIOTCA [5].

Hucreamun (HS-CH,-NH,) — equHCTBEHHOE Bele-
CTBO, JOKA3ABLIEE i1 Vitro U i Vivo CBOIO 3(P(PEKTUBHOCTD
B KAYECTBE CYIIPECCOPA OTIOKEHNA IUCTUHA BHYTPH JIU-
30coM. LICTEaMUH TIPOHUKAET B JIM30COMY, I7IE€ PACIIEI-
JuIET LIMCTUH HA JBE MOJIEKYJIBI IIUCTEUHA U 3aTEM COE/IU-
HAETCA C OJHOU U3 HUX C IIOMOIIBIO JUCYIb(PUIAHOIN CBA-
34 [5, 9, 12]. O6pasyromuecs Ipyu 3TOM UCTEUH-IIACTE-
AMUHOBBIN KOMIUIEKC Y IUCTEUH HE HYKIAIOTCA UL Bbl-
XO0J4a U3 JIM30COMBI B IUCTUHO3UHE. [JUCYIb(DUIHOE CO-
€IMHEHUE, ABJIAIONEEC AHAJIOTOM JIM3UHA, TIEPEHOCUT-
€A Yepes3 IM3UHOBLI NTOPT (puc. 1). B CesepHoit AMepu-
Ke 1 EBporie IuCTeaMuH NPOU3BOJUTCA B BUZIE OUTAPT-
para — KOMMEPYECKOE HA3BAHUE IIpenapara Liucraron
(Cystagon®). JleueHue JIOJDKHO HAYUHATHCS CPA3Y MOCTIE
MOATBEPKACHUA JUATHO3A. [J03a IIOCTENIEHHO B TECYCHUE
6-8 uenenpb yenmuuBaercs ot 0,2 1o 1,3 r/m? B fieHs [5,
19]. MakcumanbHas 1032 1,95 r/M* B ieHb [9]. LucreamMuH
XOPOIIO BCACHIBACTCS, €O MAKCUMAIBHBIN 3(PPEKT pas-
BUBaeTCs uepe3 1-2 gaca u aymTces He 6osee 6 4acos [5,
25]. I[ToaToMy CyTOYHAs 1034 JOJDKHA HA3HAYATHCA B dE-
TBIpE npueMa. Tak KaKk OTBET Ha TEPAIUIO Y PA3HBIX I1a-
LIUEHTOB MOXKET PA3NNYaThCs, 3(PPEKTUBHOCTD U JOCTA-
TOYHOCTD JJO3BI [IPENAPATa KOHTPOIUPYETCA OLpeEeie-
HUEM KOHLIEHTPALIMKU LUCTUHA B rpanyaonurax. lene-
BBIM 3HAYCHHUEM uepe3 6 YaCOB MOCIE IPHEMA OUePEI-
HOI1 IO3BI NIPETAPATA ABIACTCA KOHLECHTPALMA HE BbIIIE
1 aMoib 1/2 nucTyHa Ha MWUIATpaMM Oesika [9]. CBoes-
PEMEHHAS TEPATTHS [IUCTEAMUHOM JIOKA3aJ1a CBOIO A(phek-
TUBHOCTD B IUIAHE 3aME/JIEHUA CHIDKEHNA IIOYEYHBIX (DyH-
KUMI U YIYYIIEHUs POCTA Y JEeTEN C IUCTUHO30M B [JOINA-
JIM3HYIO CTAuUIO [19]. [laxe IIpy MO3IHEM HAYaJIe TEPAIIUU
BO3MOXKHO YJIVUIICHHUE [TOKA3aTeIEH KIYOOUKOBO (DHJIb-
TPpaLMy, OGHAKO CUHAPOM PAHKOHH, KAK IIPABUIIO, HE
IIO/IBEPIAETCsI OOPATHOMY pa3BUTHIO [28]. OpabHas Te-
panus HACTEAMUHOM HE NPUBOJUT K PACTBOPEHUIO KPH-
CTLJIOB B POTOBHULIE. DTOIO 3P PEKTA MOXKHO JOCTUYD
IIPUMEHEHUEM COJEPKAINX [TUCTEAMUH ITIA3HBIX KAIle/Ib
(0,5% p-p — munumyM 4 pasa B geHp) [40].

LIMCTUHO3 B CTAAUH TEPMUHAIBHON YPEMUU HE TIPE-
CTABJISIET KAKOH-JIUOO CHEIUAIBHON MPOGJIEMBI B TUTAHE
BoI6Opa MeToga I13T. B aTux 06CTOATENLCTBAX IIPUMEHS-
I0TCA ¥ TEMOIUAING, U aMOYIATOPHBII IIEPUTOHEAIBHBINA
JUAINA3, HO METOAOM BbIOOPA, KAK U [P JPYTUX BAPHUAH-
TaX KOHEYHOU CTafiuu GOJIE3HU MOYEK B JIETCKOM BO3Pa-
cTe, ABJIACTCS TPAHCIUIAHTALNA MIOYKH [5, 24]. B TpaHc-
IUIAHTATE HUKOIJA HE PELUAUBUPYET CUHAPOM PaHKO-
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Puc. 1. MexaHu3M JEeUCTBHA IIUCTEAMHUHA

HU, 4 BBUABJICHUE KPUCTAUIOB IMCTUHA B IIOYEYHON TKA-
HU OOBACHAETCH UX 31HOCOM JIEMKOLIUTAMU M MaKpO(a-
raMy penunuenTa [15]. POACTBEHHUKY MAIUEHTA, ABJIA-
IOIIMECS TETEPO3UTOTHBIMU HOCUTENSAMU LIUCTUHO3A,
MOI'YT OBbITb JJOHOPAMHU IIOYKH, TAK KAK ITO 32001€BAHUE
Y HUX HUKOITIA HE PA3BUBACTCA.

Hcnonb3oBanue TPAHCIUIAHTALIMH TIOYEK NIPU LIUCTHU-
HO3€ ¥ 3HAYUTEJIbHOE YBEIMYCHUE NIPOAOILKATEIBHOCTH
JKU3HU GOJIBHBIX CAENAIO AKTyaJIbHBIM BOIPOC O JUArHO-
CTUKE U JICYEHUU TIO3JHUX IKCTPAPEHATBHBIX OCIOKHE-
HUH 3TOH 605€e3HU [5, 11, 21]. CoxpaHsroneecs B NoCT-
TPAHCIVIAHTALUOHHOM IIEPUOJIE PA3BUTHE ClICLU(pUYEC-
KOI'O ITATOJIOTMYECKOIO MIPOLIECCA B PA3IMYHBIX OPraHAX
Y TKAHAX (MCKIIOYAsA [TOYEYHBIM TPAHCIUIAHTAT) JE/IAET HE-
OOXOIMMBIM IIPOAOJDKEHHUE TEPANIMU LiCTeaMUHOM. [1pn
BO3HMKHOBEHUH CaXaPHOI'O JUA0ETa, TUIIOTUPEO3A, MYK-
CKOT'O I'MIIOT'OHau3Ma TPeOyeTCs 3aMECTUTENbHAA TePa-
1A COOTBETCTBEHHO MHCYJIUHOM, L-TUPOKCUHOM U TEC-
TOCTEPOHOM [21]. HEKOTOpBIE MAIMEHTDI HYKAAIOTCA B 34-
MECTHUTEIBHOMN TEPANNU (PEPMEHTAMU M3-32 HEJOCTATOY-
HOCTHU 3K30KPUHHOM (DYHKIMU TOJDKENTYOYHON XKENE3b
[11]. IIpu pasBuTHM apTEPUATBLHON TUIIEPTEH3UUN TPEOY-
€TCA HA3HAYEHUE AHTUTUNIEPTEH3HUBHBIX MIPENapaToB [21].
[TpumeneHue ropMOHa POCTA MOKA3aHO y IIALIAEHTOB, HE
JOCTUTIINX JIBA/ILATHIETHETO BO3PaACTa. Y MHOIUX 6OJIb-
HBIX HEOOXOAUMO HCIIONIb30BAHUE UHIHOUTOPOB IIPOTO-
HOBO¥ ITOMIIBI JIs1 OOJIETYEHUS TUCKOMQOPTA, CBI3aHHO-
I'O KK C CAMUM 3a00JIEBAHUEM, TaK U C IOOOYHBIMU JICH-
CTBUAMU JJIUTENIBHOMN TEPANUN LIUCTCAMUHOM.

Knnauueckoe Ha0arogenue 1
Manbumnk E.Jl., poguswmiics B UCXOLE HOPMANbHO MpOTe-

KaBLIEH BepemeHHOCTU U HEOCTOXHEHHLIX POAOB; nepebii pebe-
HOK B CEMbe 3[40POBLIX M HE COCTOALMX Mexay COBOM B POACTBE
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poauteneit. Poaunca ¢ secom 3270 rpamm (25-50-i nepuertuns),
AvMHa Tena npu poxaernn 52 cm (75-i nepuertuns). o nonyto-
pa NeT PA3BMBANCA HOPMASBHO M CYATANCA 3LOPOBLIM PEBEHKOM.
B Y3 OIKB r. Openbypra nocrynun 8 sospacte 1 roga 9 me-
CAUeB C MOJO3PEHMEM HA HecaxapHbiit auabet. Tpu mecaua pa-
Hee nocne nuxopanoyHoi peakumn Ha npwsmeky AKIOC poanre-
N1 3aMeTUIN y peBEeHKa BHIPAXEHHYIO nonuypwmio (aMypes 3a cyT-
ku po 3,5 nutpos) u nonuanncuio (eeinvean 3a cytku go 270 mn/kr
xuakoctn). Mpu noctynnenmn sec 10 «kr (3-i nepueHtuns), poct
83 cm (25-1 nepuerTns). PesynsTatel 0b6cnenosaHms Gbinu cremy-
loume: remornobun 129 r/n, sputpountsl 4,0 x 10'2/n, neiikouusl
6,3 x 10°/n, Tpombouutel 216 x 10°/n.; Groxumus KpOBK: HATPMI
138 mmonb/n, kanuit 3,4 mmons/n, mouesmHa 5,1 mmons/n, kpeaTu-
HWUH 65 mkmonb/n, miokosa 4,9 mmons/n, kanbumit 2,16 mmons/n,
docdop 0,65 mmons/n, wenounas dochatasa 585 En/n. Cyrou-
Hbil nypes — 3-3,5 autpa. Yaenshbiit Bec moun He soiwe 1007.
BigBneHa HOPMOMMKEMUYECKAS TMIOKO3YpUS C CyTOYHbIM BbiEme-
Hem miokossl — 1—2 rpamma. CytouHas npotenHypus — 150 mr.
[NonyKonMueCTBEHHOE WUCCNENOBAHME MOYM OMPELENUNIO HaIMYMe
ammHoaumaypun ++, docdarypuio ++, kansunypuio ++. Oteyt-
CTBOBQNM KNWMHMYECKME MPU3HAKK paxuTa. Pentrenorpadus ne-
BOTO JIy4€3QMACTHOMO CyCTABA OBHAPYXMNa HeBOMbLON OCTeo-
nopo3 6e3 NPU3HOKOB QKTMBHOMO PAXMTA. YNbTPA3BYKOBOE WC-
CNEefOBAHME BbISIBUIO BHIDAXKEHHYIO TMMNEP3XOrEHHOCTb MOYEYHOM
NAPEHXUMBI C NOTEPENR KOPTUKOMELYNISPHON anddepeHumMpoBku
npu HopmanbHeix pasmepax nodek (50-i nepuentuns). Ocmotp
OKYNIUCTA C MOMOLLBIO LIENesoM NaMMbl OBHOPYXWUI OTNOXEHWe
WUrONbYATHIX KPUCTAMIOB B 3MUTENMH POTOBHLbI.

Buino npoeegeHo reqetuyeckoe uccnegosarue. lenomuas JHK
OLINQ 3KCTPArMPOBAHA M3 MATEH KPOBM, BICYLUEHHBIX HA GUALTPO-
BansHOM Bymare, ucnonbsys Habop pearedtoe QlAamp DNA
Micro Kit (Qiagen, Hilden, Germany). Bce koampyiowme 3k30Hb
CTNS reHa, Bknto4as 06AACTH 3KZOH-MHTPOHHBIX COBAMHEHHIA, Obin
MCCNENOBAHbI C MOMOLLBIO NPAMOTO CEKBEHMPOBAHMA. bbino BbisiB-
neHo, 4To pebeHOK UmeeT ase reteposurotHsie mytaumn CTNS-
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DNA# 30259
Nephropathic cystinosis
CTNS gene analysis
Tyr Pro Gin Val
Exon 7 T ACCCTTZ CAGGT G
Patient
Control

Exon 9/ Intron 9

Patient

Control

Puc. 2. TeHeTHYECKHI aHATH3 JIOKyca CTNS,
JIeMOHCTPHPYIONIHI IeTePO3UTOTHBIE MYTAIIHH B 00pa3iie
nanuenTa E.JI. B CpaBHEHHH C KOHTPOJIEM.
dnexrpocdoperpamma 106€3HO BHITIOTHEHA TEHETHKOM
M. lenxepom u3 Hucruryra l'enernku Yenoseka,
Opnanren, l'epmanusa

nokyca. OpgHa MyTOUMS — CIAAMCMHIOBAA B OBNACTM SK3OH-MHT-
POHHOM rpaHuubl 9-it 5k30H/9-1 unTpoH — ¢.681+1G - A hetero-
zygous (IVS9+1G - A), umetowanca B 6a3e MyTaUMi YenoBeka
ommcannas B 1999 r. M. Attard et al. [2]. Opyras mytauma —
HEeW3BECTHOS paHee HOHCeHC-MyTauus B 7-m 3k3oHe c.433 C-T
heterozygous; p.Q145X (puc. 2).

Kinanueckoe HaOIrogeHue 2

Besouka P.X. (2 rona 10 mec.). Poannacs ¢ maccoit 2,8 «r,
poctom 49 cM OT HOPMANBLHON GEPEMEHHOCTH U POJOB, OT 340-
POBbIX POAMTENEH, HE COCTOAWMX B poacTee. [lo rona paseuea-
nacs HopmansHo. C sospacta 1 roga 3 Mecaues oTMeyeHa Ha-
pacratowas nonuypus, cybdebpunutet, psota no yrpam. Yepes
4 MecALa HOPOCIA MBILLEYHAs CNABOCTb, NEPECTANa COMOCTOSTENLHO
XOfMTh, MOSIBUINCE PAXMTMYECKUE AedopMaLmMn koHeuHocTel. 1o
MECTY XUTENbCTBA NPUMEHANCA BMTAMMH D B MAnbIX JO30X, HA-
6MIOAANACh BBIPAXEHHAS TMOKanemmus 10 2,3 MMOfb/f, B CBA3K
C yem nogo3pesanca cHapom bapTepa u nposogunocs neuexme
WHOOMETAUMHOM M XTIOPUAOM KOS C HEKOTOPBIM YMEHbLUEHMEM
cumnTomos. B Hayurom uentpe apoposbs aeteit PAMH Habnio-
poetcs ¢ msyxnetHero sospacta. Ha ¢ore nommypuu oo 3,5 n B
fieHb, BHELIHMX CUMNTOMOB PAXMTA (CM. puC. 3) OTMEYeHO BbIPa-
XEHHOe OTCTaBaHWE B duanueckom passutum (poct 80 cm, macca
tena 10 kr, 06a nokasatens Ha ypoeHe 3-ro nepueHTvns) npw
COXPAHHOM WHTENNEeKTyansHom paseutuu. [epuoanuecku opbil-
ka, ALl 80/40 mm pt. ct. Obpawtona Ha cebs BHUMAHWE BbIPQ-
KEHHAA HOPMOXPOMHas HopmouuTapHas avemmna — Hb 70 r/n,
metabonmyeckuint aunpos — pH 7,26, cranaaptHele GukapboHaTsl
13,1 mmons/n, kanmit 3,02 mmons/n, Hatpuit 137 mmons/n, xnopua
1071 mmons/n, kanbupit 2,2 mmons/n, docdar 0,87 mmons/n, kpeatn-
HUH 69 Mkmonb/n, rioko3a 4,7 MMOnb/N, OCTANbHBIE NOKA3ATENM

Habnionenns us npaktukm

Puc. 3. Paxutndeckue gedopManuy rogeHeH y pedeHka
C IHCTHHO30M

Puc. 4. OT10X€HU UTOJIBYATHIX KPHCTA/L/IOB B POTOBHIIC
pCGCHKa C HUCTHHO30M

kposu 6es ocobenHocTeir. B ananusax — npotennypua po 0,5 r/n,
MOCTOSHHAA TIOKO3ypHa A0 5,6 mmons/n, pocdatypus, kanbuuy-
pua po 2,2 mr/mr kpeatuhuna. Mpu Y3U = runepaxoreHHocTs
MEeLyNNSPHOTO CNOst MOYEK.

Mpu ocmoTpe odransmonora oBHApPYXeHa KepaTonaTtua ¢
KpUCTaNNOnofoBHbIMM OTNOXeHMAMM B porosuue (puc. 4). Takum
06p0o30M, y pebeHka OBHAPYXEH MOMHbIA CMMNTOMOKOMMNEKC
annapoma Pankorn (fe Torn—[ebpe—PaHkoHn) B codeTanmm ¢

T.10, N2 3-4 2008 - Hedpponorua u guanus 269



Habniogenns n3 npaktuku

XOPOKTEPHBIMM M3MEHEHMSIMU POTOBMLBI, YTO MO3BOMUNO YCTAHO-
BUTb OMArHO3 MHAHTMNLHOM GOPMbI HEGPONATUYECKOrO UMCTH-
HO3Q. [leBouke NPOBOAWTCA KOPPEKUMA TUMNOKAIMEMMM NPEnapa-
TOM KQUM-HOPMUH W KOPPEKUMA rMNodoChaTemMnn ABYXOCHOB-
Hem docdatom kamms 0,5 r B mers B 5 npuemos, koppekums
auuao3a GukapboHAToM HaTpua 1 1/cyT, nedeHme paxuta a-kanb-
UMIONOM 1 MKT B 1€Hb, IEYEHUE QHEMUM PEKOMOUHAHTHBIM SPUT-
pOMO3TUHOM K npenapatamu xenesa. Ha atom dowe ypanocs
[OBMTBCA HOPMANM3AUMM YPOBHA GOCHATOB W NOBLILEHWA Ou-
KapOGOHATOB, MOAAEPXMBATL kanui Ha ypoeHe 4—4,5 mmons/n.
Ynydlwmncs MbiLEUYHbIM TOHYC M MOTOPHAs dyHKUMS, NpubasmMna B
BECE, OHAKO COXPAHSETCA BHIPAXEHHAA aHemMs W Habniogaetca
NPMPOCT YPOBHS CbIBOPOTOYHOTO KpeatuHuHa ao 100 mkmons/n,
4TO CBMOETENLCTBYET O Honee TAXENOM BAPUaHTE BONE3HH, YeM B
nepsom cnyyae — ¢ bonee BbICTPLIM NPOrPECCMPOBAHMEM MOYEY-
HOM HEefOCTATOYHOCTMU.

TakuM 06pa30M, B HAIIIEM COOOIIEHNN MBI TPUBOJJUM
JIAHHBIE O PEIKOM, BO3MOXKHO IIEPBOM CIIY44€ ITUCTUHO-
32 B Poccnu, KOTOPBIN MTOATBEPKAEH C IMTOMOIIBIO I'€He-
TUYECKOTO UCCIenoBaHus. [IpyHUMAasa BO BHUMAHUE
BCTPEYAEMOCTb ATOTO 3260ICBAHNUS B IKOHOMUYECKU Pa3-
BUTBHIX cTpaHax (1 Ha 200 000 HOBOPOXKAECHHBIX) U POXK-
JaeMocTb B Poccun (OKOMIO 2 MIWUIMOHOB HOBOPOXKICH-
HBIX 32 ITOCJIETHNN T'OfT), MOKHO ITPEIIONATATh, YTO OO0JIb-
HBIX C IaHHOU NATOJIOTMEN B HAIIEH CTPAHE J0JLKHO OBITh
3HAYMTEIBHO OOJIblIIE. [JMarHO3 IMCTUHO32 MOXKHO 3aI10-
JO3PUTDb y JETEH C OTCTABAHUEM B (PU3UUECKOM Pa3BU-
THH, KOTOPOE HABTIONAETCS C 6-MECSIUYHOI'O BO3PACTA U
IIPOABJIAETCA MPOKCUMAIBHOU TyOYIAPHOU JUCHYHKIIY-
€11 1 OTJIO)KEHUEM KPUCTAILIOB B POIOBULIEC. JJMArHO3 MO/~
TBEPKAAETCS ONPENEIEHUEM BBICOKOU KOHIIEHTPAIINU
IMCTHHA B JIEUKOIATAX U/WIN C MIOMOIIBIO T€HETUYEC-
KOI'0 uccneoBaHusa. CBOEBPEMEHHOE YCTAHOBIEHUE JIU-
ArHO3a ¥ HEMEJIEHHOE HAYAJIO TEPATIMHU ITUCTECAMUHOM
(K COKQJICHUIO, OTCYTCTBYIOIUM Hd OTEUECTBEHHOM (pap-
MAIIEBTUYECKOM PBIHKE) UMEIOT PEMIAIOINEE 3HAYEHUE
JUIsl TIPOTHO3a 3200JIEBAHUSA U CYAbObI ALIHEHTOB.

ABTOpBI BBIPQXKAIOT INIYOOKYIO IIPU3HATEIBHOCTD 32
MIOMOIIb B OOCIEAOBAHNN MAITUEHTOB I'eHETUKY M. Llen-
kepy (M. Zenker, Institute of Human Genetics, University
of Erlangen-Nuremberg, Erlangen, Germany), IpoBOAUB-
HIEMY MOJIEKYJIIpHOE uccieoBanue CTNS, Bpayam ['V3
OJKDB 1. Open6ypra AA. [Taxmyrosoit u H.I. Kysaiiiiesoi,
o¢prampmonory HII3/, PAMH H.A. Kaparynsan.
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