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KNMHWUYECKUA PA3BOP

CuHppoM PaHKOHM y B3pOCbIX U AeTeil

H.B. Yebotapesa', A.H. Lipirun?, H.M. BynaHos',
E.A. Tao', B.B. Jlomakun?®, B.B. Manbuesa?, C.B. Moucees'

CuHopom MaHKOHK — 3TO pefKoe COCTOSIHUE,
XapaKTepuaytoLLieecs reHepasM3oBaHHOW AuC-
(bYHKLMEH NPOKCUMabHbIX MOYEYHbIX KaHasbLeB
1 NOTepPeK C MOYOM IItOKO3bl, RMUHOKMUCIIOT,
BUTaMWUHOB, 3/1IEKTPOJIMTOB U APYIUX BELLECTB,
KoTOpble peabcopbUpyoTCs B 3TOM cermeHTe
HedpoHa. Y B3poc/bIx NpoKcHMabHas Tybyno-
naTtusi 0BbIYHO Pa3BMBAETCS NOL AEHCTBUEM K30~
reHHbIX (HanpuMep, TsXKesble MeTabl) UK
SHAOTEHHbIX (HanpuMep, Nerkrue Lenu UMMYHO -
rnoBYAMHOB MPHU MOHOK/OHA/bHbBIX raMManaTHax)
TOKCHHOB, JIEKAPCTBEHHbIX CPEACTB Wau buonoba-
BOK. Y fetel ¢ cuHapomom DaHKoHHU Heobxoau-
MO UCK/ItoUaTh pas/iMyHble pefKue
Hac/neACTBEH Hble 3abosieBaHus, NPeXae BCcero
MHaHTUNbHBIM HedbponaTUYeCKUI LIUCTUHO3.
CBoeBpeMeHHas AUarHoCTHKa NocNeaHero no3eo-
NSieT HauaTb NaToreHeTUYECKYIO Tepanuio LucTea-
MHHOM, KOTOpbIN NpeaynpexxaaeTt obpasosaHue
KPHUCTaNI0B LUUCTUHa U BbI3bIiBaET BbiBEAEHUE €ro
13 JIM30COM KJIETOK Pa3/IMyHbIX TKAHEMN U opra-
HoB. B cTatbe 06cy>KaatoTcs KaMHUIecKue
HabnofeHus cuiapoma DaHKoHHW y B3pOC/Ioro
1 pebeHka.

KnioueBble cnoBa. Cundpom ParkoHu, npo-
KcumasibHele no4eyrele KaHaneysl, Bapocsie,
demu, UUCMUHO3.

C.B. Moucees. Cunapom PaHKOHU HOCUT
nMs miBeinapckoro neanarpa Guido Fanconi,
KOTOpbIii B Havyase 30-X IT. MPOILIOr0 CTOJETUS
onucain pedeHKa ¢ paXuToM, IJTIOKO3ypuei u
ansoymuHypueii. [TapamienbHo Moxoxue ciy-
yau Habmonanu de Toni B Utanuu u Debr é Bo
®paHImMK, TO3TOMY B 3apy0eKHOI JIMTepaType
3a00JIeBaHKME MHOTIA HA3bIBAIOT CUHIPOMOM JIe
Tonn—/leope—Dankonu. ITpuunHoit cMHAPOMA
DaHKOHM SBISIETCS TUCHYHKIMS TTPOKCUMAITb-
HBIX MOYEYHBIX KaHAIbLEB, BbI3bIBAIOIIAS MOTE-
pIO C MOUOIi pa3IMYHBIX BEIIECTB, B TOM YHCIIE
AMMHOKHUCIIOT, TJIOKO3BI U 3JIEKTPOJIMTOB,
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KOTOphIE B HOpME peabcopOMpyIOTCsl B 3TOM
cerMeHTe HedpoHa. DTHOJOrHS CUHApPOMA
DaHKOHU B TIEPBYIO OUepeb 3aBUCUT OT BO3-
pacta, B KOTOPOM Pa3BMBAETCSl 3TO COCTOSTHUE.
Y nerteil MpUUMHOIA €ro yalie BCEro ciayxar pas3-
JIMYHbIC HACJEACTBEHHbIC HapyIIeHUsS] MeTabo-
JM3Ma, Takrie Kak UCTUHO3, B TO BpeMsl KakK y
B3POCJIBIX KaHaJIbleBast TUCHYHKIIUSA OOBIYHO
pa3BMBaeTCsl TOA JeiCTBMEM TOKCHHOB WM
JekapcTBeHHBIX cpeacts [1]. KakoBbl matogu-
3MOJIOTHS W TIPpOsIBIICHUsI cuHapoMa PaHKoHN?
H.M. BynaHoB. B TeuyeHue cyTok B rmoyey-
HBIX KJITyOouKax ¢puiabTpyeTcst okosio 180 i mep-
BUYHOI MOYHM, OHAKO OOJIbIIAsI YaCTh BOABI U
HEeOOXOIMMBIX OpraHM3MYy BeIeCTB peabcopOn-
PYIOTCSI B HMKeJIEXallIMX oTaesax HedpoHa, B
TOM YKCJIe TPOKCUMAJTbHBIX KaHaJIblaX, MeTiie
l'ensie u mucTanbHBIX KaHablax. B ocHOBHOM
npolecc peadbcopOoIMK MPOUCXOIUT B IPOKCH-
MaJIbHBIX KaHaJIbllaxX, Tie B KPOBb BO3BpAIIAlOT-
csl TJIIOKO3a, AMMHOKHUCIOTHI Y BHUTaMHUHBI
(mpumepHO Ha 100%), a TakKe YaCTHMYHO BOJA,
MOYEBHMHA, MOYeBasi KUCJIOTA, HATPUI, KaJIMii,
(ocdop, OuxapOOHATHI, KajJbliMii, MarHUii.
BcacbiBaHMe HEKOTOPBIX BEIIECTB B KaHATbIIAX
MTPOUCXOINT TIyTeM AaKTUBHOTO TPaHCIOpTa,
HampuMep, peadcopOLMsl TIIOKO3bI OIOCPEIy-
€TCsl HaTPUIi-TJIIOKO3HBIMU KOHTpaHCIopTepa-
mu (SGLT) 2 wu 1, a peabcopOuus
AMUHOKMCIIOT — KOTPaHCIOPTEPOM HEMNTpaib-
HbIX amuHOKuUCHOT (B °AT1) u apyrumu mnepe-
Hocunkamu [2]. TlpuumHamMu KaHaJIbLEBOM
TUChYHKIMK (TyOyJI0MaTuu) 1, COOTBETCTBEH-
HO, HapyllIeHUsI peadCcopOLMY OpraHUYEeCKUX 1
HEOPTaHMYECKHX BEIIECTB MOTYT OBITH MYTalluN
T€HOB, KOIUPYIOIIMX OEJKM TpPaHCIOPTHBIX
cUCTeM, WM TIOBpexjeHue KaHaublieB. [lpu
MPOKCUMAJIbHBIX TYOYJOMAaTUsIX HapyIIaeTcs
peabcopOLms OTIENbHBIX BEILECTB , HAIpUMep,
docdartoB (runodochaTeMUIeCKUn paxur, WK
(docar-nuabdet), GuKkapObOHATOB (MPOKCUMAITb-
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HbIi TIOYEYHBIN KaHAJIbLEBbIA allMa03) U IIOKO3bI (IToYey-
Has TJIIOKO3ypusi), WM DPa3BUBAETCS TeHepaJn30BaHHAs
OUCHYHKIMSL  MPOKCUMAAbHBIX  KaHaJblLeB  (CHUHIPOM
®ankoHn). OT MPOKCUMAIBHOI KaHAIbIIEBON OUCHYHKLIUU
HEO0OXOIMMO OTJIMYaTh TETIeBbIe U AMCTAIbHBIE TYOyJI0Ma-
tiu. [IpuMepoM MeTIeBoii TyOyIomaThX SIBISIETCS] CUHIPOM
Baprrepa (runokanuemusi, TUMOXJI0OpeMus, MeTaboInye-
CKMI aJIKaJIo3 U TMIIEPPEHUHEMUYECKUIA TUIIEPAIbAOCTEPO-
HM3M) —  ayTOCOMHO-PELIECCUBHOE 3abosieBaHue,
00ycoBieHHOE NeheKTOM peabcopOIMK HATPUST U XJIOpH -
JIOB B BocxosiieM KoseHe netmiu ['enne. K aucraibHbiM
TyOyJionaTusiM OTHOCST cMHApoM ['mTenbmaHa (ceMeitHyro
TMIMOKAJTMEMUUYECKYI0  TUIIOMAarHe3eMHI0),  AUCTaJbHbII
TTOYEYHBIN KaHAJIbIEBbIN allna03 (TSXKEIbIi TUnepxuope-
MMYECKMII MeTaboNIMYecKMii aummo3, OOYCIOBICHHBII
HapylIeHueM 3KCKPeLUn BOIOPOIHBIX NOHOB B AUCTANb-
HOM oOTdele HedhpoHa), IICEBIOTUIOATbAOCTEPOHU3M,
HedporeHHbI HecaxapHblil AMabeT (OTCYTCTBUE MPOHMIIAE-
MOCTH COOMpaTesIbHBIX TPYOOUEK Ul BOABI U PE3UCTEHT-
HOCTb K JEUCTBUIO aHTUAMYPETUYECKOTO TOPMOHA) M
cuHapoM Jlnmuia (paHHee pa3BUTHE TSDKEION apTepuaib-
HOW TUNEPTOHWU B COYETAHUM C HU3KOH aKTMBHOCTHIO
PEHMHA U aTbJIOCTePOHA TIa3Mbl, TUITOKATMEMHUEN U MeTa-
OonnyeckuM ajnkanosom) [3].

K ocHOBHBIM J1a00OpaTOPHBIM MPOSIBIEHUSIM CUHIpPOMA
DaHKOHM OTHOCATCSl TJIOKO3YpUSI W aMUHOALMAYpHs,
KOTOpbIe OOBIYHO HE COIMPOBOXMAIOTCS KIMHUYECKUMU
CUMITOMaMM, XOTSl BBIBEIEHWE IJIIOKO3bI C MOYOMl MNpu
OTCYTCTBUY TUMEPIIIMKEMUU SIBJSIETCS BaXKHBIM JIMArHOCTH -
yeckuM npusHakoM. ['mmodocdaremusi, cBs3aHHas ¢ yXy-
meHueM peabcopoumu pocdaros, a TakKe MOBBILIEHAEM
YPOBHSI MapaTropMOHa, CHMKEHMEM COMepXKaHUsI BUTAMUHA
D w/unm HapylieHueM mpeBpaiieHus 25-TuaApOKCUBUTAMM-
Ha D B 1,25-rumpoxkcuButamut D, IpUBOIUT K pa3BUTHIO
paxuTa y aeTeil U1 oCTeOMasILIMU Y B3POCIbIX. TUMUYHOE
nposiBieHre cuHapoMa MaHKOHN — THITepXIOpeMUIeCKHI
METabOIMYEeCKUiT alliI03, pa3 BUBAIOIIMIACS B pe3y/bTaTe
HapyleHusi peabcopOuuu O6MKapOOHATOB B MPOKCUMATb-
HBIX KaHaJbliaX U XapaKTepu3yloluiics cHixkeHnem pH
apTepuaibHOil KpoBu <7,35 B coueTaHUM C HOPMaJILHOM
aHnoHHoit pasHuteit (Na * + [K* — Cl-]). [Ipu cunapome
DaHKOHM YacTo HAOMIOAAETCS YBEIMUSHHE TTOTEPU HATPUS
M KaJiusi, KOTOpasi MOXET MPUBECTU K Pa3BUTHIO YTPOXKAIO-
IIMX  KM3HU  ApPUTMUM M APYTUMX  OCJIOXKHEHMHM.
KinuHuyeckue nposiBieHUsT BKJIIOYAIOT B ce0s1 TONNYPUIO,
MOJUUICUIO U STU30/Ibl TSKEJION AeTUApaTallii, KOTOpbIe
yaile pa3BuBaloTcs y neteil. [IpoTenHypust 0ObIYHO MUHU-
MaJibHasl, a C MOYOM BBIBOASTCSl OEIKM ¢ HU3KOM MOJIEKY-
JIIpHO#M Maccoit [1].

H.B. Ye6orapepa. [Ipumepom cunapoma PaHKOHU y
B3pOCJIOTO MAIMEeHTa MOXET CIYKUTh CIIeyIollee HabJo-
NeHNe.

B.B. Jlomakun. [Tauuent K., 78 neT, aaurenbHO cTpaga-
€T apTepualbHON TUIEPTOHMEN, caxapHbIM JMabeToM 2
TUTIA U MapOKCU3MabHOM hubpussiumeit npencepnuii. Ha
MPOTSKeHUU 15 JIET 111 KOHTPOJIS TIMKeMUU ToJydaeT
MHCYJIMHOTepanuio. [ecsaThb JieT Ha3al MpoBejieHa paauova-
CTOTHasl a0MsIMs KaBa-TPUKYCIUIAIBLHOTO Tepelielika,
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OITHAKO TMApOKCU3MBbI (PMOPWILISAIINN TIPEACEPANIA COXpaHsI-
JIMCh, B CBSI3M C YeM 3TOJa Ha3aj BBIITOJHEHA KPUODOAJJIOH-
Hasl abnsilusl YCTheB JIETOYHBIX BeH. JIeBIThb JieT Hasan
repeHec CTEeHTUPOBaHWE IPaBOil MOYEYHOIl apTepuu B
cBsi3u ¢ 80% aTepoCKIEpOTMIECKUM CTEHO30M. B TeueHme
MOCJIEMHUX HECKOJIBKUX JIET MOoJIyJal Jio3apTaH, HubeIm-
MUH, puBapoKcabaH, aJUIATMHUH W WHCYJIVH JICBEMUD B
CTaOMIBHBIX J03aX. [Tpu obceqoBaHuK 6 MeCsIEeB Ha3aj
BbIDaKEHHBIX OTKJIOHEHUI B OMOXMMMYECKOM aHau3e
KpoBu He BbIsiBIeHO. Bo BpeMst manaemun COVID-19 mpu-
HuMas 0Mom00aBKM U akKTUBHYIO (opmy ButamuHa /I mmo
peKOMeHalMK Bpaya.

B TeueHue mnocneaHero Mecsiia MOSBWIMCL 0OIIAs |
MBIIlIeYHast claboCTh, CHUXKEHUE TOJIEPAHTHOCTU K (pu3m-
YeCKOM Harpyske, CTajlo TPYIHO MepPeIBUTAThCS. 6 HOSIOPS
2021 roma cocTOsSIHME pEe3KO VYXYAIIMIOCH: BEIpaXKeHHas
€1a00CThb, TOJIOBOKPYKEHME, FOJ0OBHAsI 00JIb, HApyLLIEHUS
KOOPIVHALIMY JABMXEHU, MAllMEHT CTal MagaTh Ha MoJ, He
MOT TIOTHSATHCS 0€3 MOCTOpOHHEH rmomotiu. B coctosHumn
OTTYLLIEHMSI TOCTIMTATIM3UPOBAH B OTIEJICHUE peaHuMaliu
M MHTEHCUBHOI Tepanuu. YacTtora cepaeyHbIX coKpallie-
Huit 120 B munyty, AJl 120/65 MM pt. cT. Ha cHaroit DKT
3aperucTpupoBaHa dpubpuasuuda npeacepauii. [pu odene-
JOBaAaHUM BBISIBJIEHBI BHIPAKEHHBIE SJEKTPOIUTHBIE HApy-
IIEHUsT — TUITOKAJTMEeMUsI, TUTIOHATPUEMHUSI, THUTTOXJTIOPEMUSI,
CHIDKEHUME YPOBHS OOIIEro U MOHM3UPOBAHHOTO KaJlbLIu,
(ocdopa, MOUEBOIT KUCIOTBI B CHIBOPOTKE KPOBU U JEKOM-
MEHCUPOBAHHBI  MeTabomuueckuil  ankano3 (tabm. 1).
CyTOouHBIi uype3 0e3 MPUMEHEHUs] AMYPETUKOB MPeBbI-
wan 3 . pH moun — 8,0-8,5, oOHapyXeHbI TIIIOKO3ypusi
MPY YPOBHE TTMKeMUU 4,6 MMOJIb/JI, a TaKKe TOBBIILIEHUE
CYTOUHOM 9KCKPEIMM Kalusl, HaTpusl, XJI0pa U KabLIKs.
A30TBBIICIUTENIbHAS (DYHKIIMSI TIOYEK OCTaBaJach COXpaH-
Hoii. Ha ¢oHe rumokanveMuu OTMEUEHO IOBpPEXICHUE
MBILIEYHON TKAHW 1 TOBBILIEHWE aKTUBHOCTU MBILIEYHBIX
dbepmenToB, B ToM uncie KOK (1519 En/n), JIAT (596

Tabnuua 1. JlaBopatopHble nokasaTenu nauueHTa npH
nocTynneHuu u uepes 8 gHeu

IMokazarenun Wcxomno 8 mHeit Hopma
buoxumuueckuii anaauz Kkposu
Kamnuit, Mmmonb/n 1,8 4,5 3,5-5,0
Harpuii, MmoJib/n 105 140 136-145
Xiop, MMOJIb/1 60 103 98-107
Kanbiuii o61mii, MMOJIb/1 1,18 2,26 2,10-2,55
Kanpimit noHu3., MMOJTB/JT 0,81 1,27 1,15-1,32
Docdop, MMoITb/1T 0,73 1,10 0,81-1,45
MoueBast KUCII0Ta, MKMOJIb/JT 113 212 210-360
KpeaTnHUH, MKMOJIb/JT 82 88 62-100
Kucaomno-wenounoe cocmosmue
pH 7,71 7,35 7,35-7,45
BE, Mmoub/n 11,5 1,9 +2,5
HCO; (std), MMosb/1 34,0 24,1 21-25
pCO,, MM pT. CT. 23,0 34,1 30-35
Cymounas moua
O6beM, 1 3,4-3,5 - 1o 3,0
Kanwii, r/cyt 4,7 - 1,5-3,0
Hatpuwit, r/cyt 8,8 - 3-6
XJ10p, MMOJIb/CYT 312 - 110-250
Kampmmit, r/cyr 8,2 - 2,5-6,2
Dochop, MMOJIB/CYT 51 - 12,9-42,0
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En/n) u ACT (114 En/n). B TeyeHue Heaeau MpoOBOAMINCH
nHdy3un 4% pactBopa Kaims xiopuna u 0,9% pactBopa
Hatpust xaopuaa. [IpyHuman BHyTph npenapathl Kaaus (1,2
r/cyr) u marHust (1,2 r/cyr). B pesynbrare jeyeHust camo-
YyBCTBUME 3HAYMTENIBHO  YJIYUIIWJIOCh, BOCCTAHOBUJICS
CUHYCOBBIN PUTM, HOPMAJIM30BATIMCH COAEPKAHUE DJIEKTPO-
JIUTOB M TIOKA3aTeJIM KUCJIOTHO-IIIEJIOUHOTO COCTOSTHUSI.

H.B. Ye6orapesa. Takum 06pa3oM, Mbl HaOIOIANIN OCT-
poe pa3BUTHE JAEKTPOJUTHBIX HAPYILEHWIA, B TOM YUCIIe
TSDKEJION TUTIOKAJIMEMUU W TUTIOHATPUEMUU U JeKOMIIEH-
CUPOBAHHOTO META0OIMUYECKOTO auKano3a, y 78-1eTHero
nauueHTa. KimHuyeckuMu cUMNTOMaMy B Havasie 3a0oJie-
BaHUsI ObUTM pe3Kasi MbllevyHasl ¢1abocTh, HEBO3ZMOXHOCTh
MepeBUTaTbCsI, HapyLIeHUs] pUTMa cepaua (MapoKCU3M
GubpuUIIIMY TIpeacepanii) n cosHanus. Hapsny ¢ Tsoke-
JILIMU  3JIEKTPOJIUTHBIMU  PACcCTPOMCTBAMM Y TIallMeHTa
BBISIBICHO CHWXEHME CONEPXKaHUSI CHIBOPOTOYHOTO KaJlb-
uus, dochopa U MOUYEBOI KUCIOTHI, CBSI3AHHOE C MOBbILIE-
HMEM MX 3KCKpelnu ¢ Mo4oi. B monb3y reHepain3zoBaHHON
TMCHYHKIIMYM TPOKCUMAJTbHBIX KaHAJIbIIEB, T.e. CHHIpPOMA
DaHKOHHU, CBUIETEILCTBOBAIN TAKXKe MOTUYPHUST U TJIHOKO-
3ypus NIPA HOPMAJIBLHOW KOHLEHTPALIK TJIIOKO3bI B CHIBO-
poTKe KpoBu. Hannuue neKOMITEHCMPOBAHHOTO ajKauosa ¢
runoHaTpueMueii (Cob-Tepsolias Movka), a He alumo3a,
XapaktepHoro st cuHapoma PaHKOHM, YKasblBalo Ha
BOBJIEYEHME JAMCTAILHOTO CerMeHTa HedpoHa (BocxXomsiiie-
ro otnena newiu ['eHne) ¢ pa3BuTHeM Tak Ha3bIBAEMOTO
OapTTep-nono6HOTO0 cuHApoMa. Takum o0pa3om, y TaleH-
Ta WMEJIOCh COYeTaHHOe TMOpaXkeHWe MPOKCUMATbHBIX
(cungpom MaHKOHM) W IMCTANTBHBIX KaHATbLEB (O6apTTep-
TTOIOOHBIM CHHAPOM) C TSKEJIBIMU DJICKTPOJTUTHBIMU pac-
CTPOMCTBAMM W  HapYIIEHUSIMH  KHCJIOTHO-OCHOBHOTO
COCTOSTHUSI.

Yarmre Bcero nmprodpeteHHbIN cHapoM MaHKOHM B3poC-
JIbIX pa3BMBAETCSl TPU  TMOPAXEHUM TMPOKCUMATbHBIX
KaHaJblieB He(POTOKCUYHBIMU JIETKUMU LIETISIMU TIPU MUe-
JoMHO# 6ose3Hu niau AL-amunounose [4,5]. TyOynonarus
(IperMyI1LeCTBEHHO AUCTaIbHasl) HEPEAKO BCTpevyaeTcs Mpu
cunapome Illerpena [6,7]. He MeHee BaxHOM MPUUUHOK
SIBIISTIOTCST  pa3IMYHbIE JIEKAPCTBEHHBIE CPEICTBA, B TOM
yuciie MPOTUBOBUPYCHBIE U MPOTUBOCYAOPOXKHBIE Mpernapa-
Tbl, IIUCIIATUH, aMUHOTJIMKO3U/IbI U TeTPAUUKIUH [8].
Omnumcanbl cnydan cuHapoMa MaHKOHM TTOCTe yroTpeoJie-
HMUS TMILIEBBIX 100ABOK, COAEPXKAIIMX HEKOTOPbIe AaMUHO -
kucinotel [9,10].  TlpokcumanibHas TyOysiomatuss MOXET
HaOJI0AaTbCsl U MPU MHTOKCUKALIMM TSKEJBIMU METaJlIaMu,
KOTOpBIE BBI3BIBAIOT MOPaXXEHUE Pa3HbIX OTAEIOB He(poHa,
B TOM uucie nerau ['eHne u aucraabHOro KaHajabua [11-
13]. KoHTakT ¢ nmecTulMaaMy Wik yrnoTpedjJeHrue caMoroHa
W 3arpsI3HEHHOM MUTHEBO BOABI U MUIIH, a TAKXE MOpE-
MPOIYKTOB, TAKMX KaK TYHEIl W JIOCOCh, B OOJIBIINX KOIMYe-
CTBaX MOTYT OBITh MPUYMHOM WHTOKCUKALIMK OPTaHUYECKOI
(opmoii Mblbsgka. OnucaH ciydail cuHapoMa MaHKOHU
MpU OTPABJIEHUU MBILILSIKOM Ha (hoHE YyIoTpedaeHHsT 00b-
1IOTO KOJIMYeCcTBa KyprHOBoro Msica [11]. B HekoTopbix
ciyJasx aTronorus cuHapoMa MaHKOHM B3POCHBIX OCTaeT-
cs1 HesicHoi [14].

B mpeacTtaBieHHOM HaOMIOAEHUM TIOXWION BO3pacT

KNMHUYECKAA ®APMAKONIOTMA U TEPAMNA, 2022, 31 (1)

MaleHTa U MPEeXOASIIUi XapaKTep BbISIBIEHHbBIX KaHab-
LIEBbIX HAPYILEHWI TTO3BOJSUIN UCKITIOYUTh TeHETUUECKYIO
ux npupony. MOHOKJIOHaIbHAST CEKPEeLUsl JJeTKUX 1iernei
MMMYHOIJIOOYJIMHA Y TMaleHTa orcyTcTtBoBasia. OcTpoe
pa3BuTHe TyOyJI0MaTuu, OBICTPOE BOCCTAHOBIEHUE KaHAIb-
LeBbIX (DYHKIIMI Ha (hOHEe CUMIITOMATUUYECKOI Tepanuu u
COYCTAaHUE TOPAKCHMS TMPOKCUMATIBHBIX W IUCTATbHBIX
KaHaJblIEB YKa3bIBaIM Ha TOKCUYECKUI I'eHe3 CHHIpOMa
®aHkoHM . Pojib MEPEYUCICHHBIX BBIILE JIEKAPCTBEHHBIX
MpenapaToB, KOTOpble OOJbHON MPUHUMA Ha MPOTSKEHUN
MHOTHX JIeT B CTAOMJIbHBIX J103aX, B 3TUOJOTHUU TyOyJIoma-
TUM BBI3BIBAET COMHEHUs. boiiee BepOATHON NPUUYMHON
MOpaKeHUsT KaHAJIbLIEB MPEACTABISIETCSl BO3IeCTBIE OMO-
N00aBOK, XOTSI TOATBEPANUTbL TMPUUYMHHO-CIIEACTBEHHYIO
CJIOKHO.

AH. lIpmrym. V neteit, B OTIMYME OT B3POCIBIX, TPUYN-
Hoii cuHapoma MaHKOHU yallle SBISIOTCS peakue Hacel-
CTBEHHbIE 3a00JeBaHusl, Takue Kak 06oje3Hb BuibcoHa-
KoHoBanoBa, HacnencTBeHHas TUPO3WHEMUS, HaCle/-
CTBEHHAsl HETIEPEHOCHMOCTb (DPYKTO3bI,  TamakTodeMus |
tuna u cuHapoM PaHkoHU-bukens, Mpu KOTOPHIX MPOKCH-
MaJIbHYIO KaHAbLIEBYIO TUCHYHKIMIO CBSI3bIBAIOT C BHYT-
PUMKJIETOYHBIM HAKOIIJICHUEM MEIH, TUPO3WMHA, (PPYKTO3bI,
rajJakTo3hbl U TJIMKOreHa, COOTBeTCTBeHHO [15]. [IpuumHamu
cuHapoma @aHkoHu MOryT 6biTh MyTanuu reHa CLCNS,
KOIMPYIOLIETO MOTEHIMAI-3aBUCUMBbIN XJIOPUAHBIA KaHaI
(6one3np I'enra 1 tuna), u reHa OCRL- 1, KooupyoIiero
nHosutononudocdar-S-pocdaraszy (6onesnr [enra 2
tuna, cuaapom Jloy). Passutue cunapoma MaHKOHU MpU
HaCJIeICTBEHHBIX 3200JIeBaHUSIX MOXET ObITh 00YCIOBICHO
Pa3IMYHBIMU MEXaHU3MaMH, BKJIIOYasl IMTOTOKCHUYECKOE
MOBPEXAEHUE,, HapyllleHUe (DYHKIIMU JTM30COM, CHUXEHME
9KCIIpeCCM TeHOB U JedeKThl MuToxoHapuii  [15].
M3ydyeHne 3THX MeXaHM3MOB OTKPBIBAET TIEPCIIEKTUBBI Pa3-
paboTKM MaTOreHeTUYeCKO Teparnuu, ClioCOOHOM 3aaep-
KaTh MPOTPeCCUPOBaHUE HE TOJNLKO TyOyJIOMaTuu, HO U
JPYTUX TIPOSIBJIEHNI TEHETUYECKUX /1e(HEKTOB.

B mocnenHue necsaTuieTHs cTaao peajbHbIM JeYeHne
HEKOTOPBIX PEIKMX HACJACACTBEHHBIX 3a00JIeBaHUI, TIpUYEM
CIUCOK Op(aHHBIX 0O0Ne3He#, MPM KOTOPBIX BO3MOXKHA
cnenduyeckas Tepanusi, MOCTOSTHHO paciupsiercst. OnuH
U3 MPUMEpPOB — MHGAHTUIbHBINA He(pONaTHYeCKUii IUCTH-
HO3, KOTOPHIii SIBJISIETCSI OCHOBHOM MPUYMHON CUHIpOMA
®ankonu y aereit. LIMcTMHO3 00YCIOBIEH MyTAlIMSIMKA TeHA
CTNS, xonupytouiero 6e0K IIUCTUHO3UH, KOTOPBIii nepe-
HOCUT aMUHOKUCJIOTY LIUCTUH Yepe3 MeMOpaHy JIM30COM.
CeromHs n3BeCTHO yxke okojyo 120 myraumii rena CTNS,
pacnojioxxeHHoro Ha xpomocome 17p13.2. B Poccun, crpa-
Hax EBpornbl u CeBepHOii AMEpUKHM yallle BCEro BCTpeyaeT-
cs penenust 57257 HYKJIEOTHIOB, KOTOpasi HabIogaeTcst
Oosiee YyeM y TIOJIOBMHBI MALIMEHTOB ¢ LUCTUHO30M [16,17].
Hapymrenne ¢hyHKINMM TpaHCIIOPTHOTO OeJTKa MPUBOIUT K
HAKOIUICHUIO M KPUCTALIM3ALMU LIMCTHHA B JTM30COMAX
KJIETOK, MPEeXe BCEero Moyek, a TakxKe Ii1a3, IUTOBUIHON 1
MOJKEYI0UHOM KeJie3, MOJTOBbIX OPraHOB, MBIIILL U LEHT-
panbHOii HepBHOU cucTeMbl. CuHapoM DaHKOHUM TIpU
LIMCTUHO3€ OOBIYHO Pa3BUBAETCS B MEPBbIE TO/IbI KU3HU.
IMosnHee oTMeyaeTcsl mocTeneHHoe yXyaleHue GyHKImuu
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Puc.1. BHewHHH BUA NauUeHTKU c HedpponaTHUECKUM LIUCTH-
HO30M B Bo3pacTe 2,5 ner

MoYeK, KOTOpoe MPUBOIUT K (POPMUPOBAHUIO TEPMUHANb-
HOI CTaguy XpOHUYECKOI 00JIe3HU MmoueK B Bodpacte 7-10
qet. JIns JedeHWs UCTUHO3a TIPUMEHSIOT ILUCTeaMUH,
KOTOPBIN MPOHUKAET B JIM30COMBI, PACILETISIET LIMCTUH Ha
JIBE MOJIEKYJIbI LIUCTEMHA M COEAMHSIETCSl C OHOM M3 HUX C
MTOMOIIBIO TUCYITbOUIHOTO MOCTHKA. LIMcTeMH 1 1CTenH-
1IMaCTeaAMUHOBBINT KOMITJIEKC TPAHCIIOPTUPYIOTCS uepe3
MeMOpaHy sn3ocoMbl 6ekom PQLC2 6e3 yuyactusi umucro-
3MHA, Oe(PUIUT KOTOPOTO JIEKUT B OCHOBE OTJIOXKEHHS
LIMCTMHA B KJIETKaX Pa3IMYHBIX TKAHEH Mpu UCTUHO3E.
COOTBETCTBEHHO, JIeUeHHEe LIUCTEAMUHOM TMpeaynpekaaeT
JabHelIIee HaKOTIEHWe IMCTUHA Y BbI3BIBACT BBIBEICHUE
€ro U3 JIM30COM KJIeTOK. OMbIT MPUMEHEHUs 1IMCTeaMMHa Y
pebeHka ¢ MHGAHTUIbHBIM He(pOonaTuyecKum 1IMCTUHO30M
WUTIOCTPUPYET CIenytoliee HaOMOneHNE.

B.B. MamuieBa. [lesouka P., 2005 roma poxmeHus.
Ponunace ¢ maccoii tena 2900 r u poctom 52 cMm. [Tpu pox-
NeHWHU 1iepedpaibHas UIeMUsl, CHHAPOM MBIIIEYHOI TUIO-
toHuu. [locie roga OTMEUEHO OTCTaBaHWE B PA3BUTHU,
TTOSIBWJTMCH TTONUYPUST (10 3 JT), TIOMUIUTICHS, paXUTHIeCKast
nedopmais ckeneta u cnaboctb . [lpu obcaemoBaHUN
onpeaeNsuch runokaneMus (2,8 Mmosnb/n), runodocda-
temust (0,9 Mmonb/n), rioko3ypus, Gocdatypust U MeTabo-
nmaeckuit auno3 (pH 7,29). Jlnst yMmeHbIIeHUS TOJMYypUn
MTPUMEHSIICS MHAOMETALIMH C TOJOXUTETbHBIM 3P heKTOM,
OIHAKO K TOJIyTOpa TofiaM BBISIBJIEHO CHIKEHUE CKOPOCTH
Kiy6oukoBoit duprpanuun (CK®) no 61 mi/mun/1,73 M 2.
Jleuenune npenaparamu ButamuHa D B no3e 5000 ME B
JIeHb ObUTO HEAM(PEKTUBHBIM.

B Bospacte 2 ner 10 Mec rocnmuTanu3upoBaHa B Hepo-
noruueckoe otneneHue HMMUII 3nopoBbs neteit (puc. 1).
Poct — 80 cMm, macca tena — 10 xr (00a mokaszatesst MeHee
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3 mepuentuist), AIL — 90/60 mm pt. 1. [1pn obcrenoBanun
BBISIBJICHBI OTMCaHHBIE paHee JTabopaTOpHBbIE TMPU3HAKU
pa3BepHyTOro cuHapoma MaHKOHU MPU OTCYTCTBUM Hedpo-
KaJblIMHO3a ¥ aHOMAJIWii pa3BUTHUSI MOYEK U MOUYEBBIBOJISI-
IIMX MyTel 1Mo TaHHBIM YJIbTPa3ByKOBOTO MCCIIEIOBAHMUS.
brin 3amogo3peH HUMCTUHO3, TMarHO03 KOTOPOro ObLI MOA-
TBEPKICHO MPU O(DTATLMOCKOIIAN C TIOMOILBIO 1IEJIEBOM
JIAMIIbl, TPOAEMOHCTPUPOBABILIEN HaIMYKMe B POTOBUILIE
KpUCTAJUIOB IIMCTUHA. [Ipu MOJIEKyIIpHO-TeHETUYECKOM
WCCNIeIOBAaHUM BbIsIBJIEHBI MyTaliuu reHa CTNS — nenenust
57257 nyxmeotunoB u p.W262X. PebGeHKY NpOBOAMIACH
nepopajibHas Teparnusi, HanpaBleHHas Ha KOMITEHCALIUIO
cuHapomMa MaHKOHUW: TIPHEM KMUAKOCTH 1O 3 J1 B [CHB,
OukapOoHaTa HaTpusl 3-5 MMOJIb/KT/CYT, XJopuaa Kaausi 2
MMOJIb/KT/cyT, docdopa 50 mr/kr/cyr, ButamuHa D 0,5
MKT/cyT. 15T KOppeKIINY aHEMUN TIPUMEHSUT SPUTPOTIOI-
TUH U mpemnapar xene3a. Ha oHe Tepanuu 10CTUTHYTHI
KOPPEKIUS alua03a, YBeJIMUeHUe ColepXXaHusl Kaaus 10
3,5 MMoJIb/1 1 pocdara o 1,2 MMOIIB/JT, HOpMAaIU3aIUs
KOHILEHTpALMKM TeMOTJIOOMHA. YIy4IIUIOCh CaMOYyBCTBHE,
YBEJIMYMIIUCh POCT U Macca Tena, ogHako CK® ocraBanach
CHMXEHHOM.

B Bo3pacte 4 et Havyato JeyeHUe IUcTeaMuHa OuTap -
TpaToM BHYTpPb B 103¢ 50 MI/Kr/CyT, a TakXe TJ1a3HbIMU
KaIuIsIMM 1IMCTeaMWHa. B pesysbrate matoreHeTHYeCcKoi
Tepanuu HabIIOAATHMCh JajibHelillee HapacTaHue MpuOaBKu
pocTa M Macchl Tesa, YBeJUUeHUEe IBUTaTeIbHOM U UHTE-
JIEKTyaJIbHOW aKTUBHOCTH, CTAOWIM3AIMS TIOYECIHOM (DYHK-
uuu. Bmecte ¢ Tem TpeboBasach MpexkHsIsl BOCIOIHSIONIAS
Tepamnus 1o nosoay cuHapoma Pankonu. B 10 et neBouka
MepeHecia 3130/ OCTPOTo MOYEYHOTO MOBPEXICHUsT Ha
doHe mermapaTallMi ¢ HapacTaHUEM CHIBOPOTOYHOTO
cozepxkaHus kpeatnHuHa 10 700 MKMOJIb/JI, KOTOPOE CHM-
3WJIOCH TTocie MHPy3noHHOU Tepanuu. OgHako K 12 romam
CK® nocrenenHo cHusuiaach 1o 31 mi/mud/1,73 m 2 Ha
aToM (hoHe docharemus yBenuumuaach 10 1,9 MMonb/i, B
CBSI3M € yeM TpenapaT ¢ocdopa ObuUT OTMEHEH. Tepamnus
OMKapOOHATOM HATPUS U IIUCTEaMMHA OUTapTpaToM ObLIa
npomoykeHa. B nexabpe 2020 r. B Bo3pacrte 15 et B cBsI3u
C MPOrpeccupoOBaHMEM XPOHMUYECKON TOYEYHO HeaocTa-
toyHocT B HMMUILL TpaHCIIaHTONOTMU M UCKYCCTBEHHBIX
opraHoB uMm. B.W. IllymakoBa Oblna BBHIMOJIHEHA IIpe-
eMITTUBHAsT POJACTBEHHAs TpaHCIUIaHTalMs Tovku. K atomy
MOMEHTY POCT MalMeHTKM cocTapsil 147 cM, Macca Teqa —
45 xr. Ilocne TpaHCIUIAaHTAIMK TIOJYYaeT TPEXKOMITOHEHT-
HyI0 UIMMYHOCYTIPECCHBHYIO Tepario, a Takke IUCTeaMuH
BHYTPb M B BUJIE TJIa3HBIX KareJb.

A.H. Hurun. Kak ykazaHo Bbllle, HIUCTUHO3 SIBJISIETCS
Haubojiee YacToil TpuumHOU cuHApoma DaHKOHU Y
MaJIeHbKUX JeTeii, TO9TOMY B Clyyae ero pa3BUTHS B Tep-
Bbl€ TOABI XXM3HM HEOOXOMMMO BCeraa MCKI0YaTh 3TOT
JMarHo3. B KayecTBe CKPMHWMHTOBOTO METO/Ia MOXKHO TTPO-
BECTU OCMOTP POTOBUIIBI C TIOMOIIIBIO 11I€JI€BOI JIAMITBI,
KOTOPbIIi TIO3BOJISIET BBISIBUTH OTJOXEHUS] KPUCTAILIOB
nuctrHa. K Bo3pacty 1,5 et KpucTauibl IMCTHHA OTpese-
JISIIOTCSL B POTOBUIIE Y BCEX MAIIMEHTOB C MCTUHO30M. [1st
MOATBEPXAEHUS]  JMArHo3a  OMNpefessiloT — colepxKaHue
LACTHUHA B JICHKOLIMTAX KPOBU C TIOMOIIBIO BEICOKO3(DhEK-

KNMHUYECKAA GAPMAKO/IOTUA U TEPANNKA, 2022, 31 (1)
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TUBHON KMIKOCTHOI Xxpomarorpaduu wivm >XUIKOCTHOMN
Xpomarorpadun/TaHIeMHO Macc-CIIeKTPOMETPUH 1 TIPO-
BOIST  MOJIEKYJNSIPHO-TEHETUYECKOe  MCcclenoBaHue. Y
Halleil MauMeHTKU ObLIM BbISBJAEHbI JBE MYTallMU TeHa
CTNS. Onna u3 HUX — fenenust 57257 HYKIEOTUI0B —
onpenenensiach y 14 (42,4%) u3 33 neteii ¢ uHMaHTUIb-
HBIM IIMCTMHO30M, KOTOPbIe HAOIIOAAI0TCS B HAILlEM IIEHT-
pe [18].

C.B. Moucees. [lanueHTka ¢ 4-1eTHero Bo3pacra nosay-
YaeT MaTOreHeTUUECKYIO Tepario IucTeaMiHOM. TeMm He
MeHee, y Hee COXPaHsJIMCh MpU3HaKu cuHapoMa PaHKOHH,
a B 15- jeTHeM Bo3pacTe NOTpeboBaach TPaHCILIAHTALIMST
MOYKU. MOXHO 1M cuuTaTh JedeHue SPQPEKTUBHBIM U
11eJ1Ieco00pa3Ho JIM MPOAOJIKATh €ro MOocae TPAHCIUIAHTa-
uun?

A.H. IpruH. TTopaxeHne MPOKCUMaTbHBIX KaHAbIIEB
MpY LIMCTUHO3€ MPOUCXOAUT YK€ B MEPBbIe MECSLIbI XKU3HU,
a LIMCTeAMUH, K COXAaJIEHUIO, HE BIMSET Ha MPOSIBACHMUS
cunapoma Mankonu. Tem He MeHee, TaTOTEHETHYECKAs
Tepanusi, 0COOEHHO Hayartasi cpasy Mocje yCTaHOBJIECHUS
JIMarHo3a, Mo3BOJISIET 3aAepKaTh MPOTrPecCUpoBaHUe Xpo-
HHUYECKOM TIOUEUHOM HEeTOCTATOYHOCTU. B MexmyHapomrHOM
PEeTpOCMeKTUBHOM  MCCJEIOBaHMU, B KOTOpPOE ObLIM
BKJTI0UeHBI 205 00JbHBIX HUCTUHO30M B 8(0-X IT. IPOILIOro
CTONICTHS, T.€. IO Pa3pabOTKM MaTOTeHETUIECKOI Teparvi,
MeIuaHa Bo3pacTa MalMeHTOB Ha MOMEHT CMepPTH OT ype-
MUU WIM UHULIMALIMM 3aMECTUTENIbHOM MOYeyHO Tepanuu
cocraBwia 9,2 roma [19]. DTu gaHHBIE CBUAETEIBCTBYIOT O
TOM, YTO OJlarojapsi JIEYEHUIO HaM YAaJoCh OTCPOUYMTH
HEOOXOIMMOCTb B 3aMECTUTENILHOM MMOYEYHOM Teparuu Mo
KpaiiHeit mepe Ha 5-7 set. CremyeT YyYWTbIBaTh, 4TO
HavaiabHOe cHikeHrne CK® y manueHTKH Hab01aI0ch
yXe B 2-JIeTHEM BO3pacrTe.

Iocne TpaHcHIaHTAlMK MOYKU TEPaATUIo LIUCTEAMUHOM
He0OX0IMMO, KOHEUHO, TIPOI0JIKATh, TaK KaK IUCTUHO3 —
3TO CUCTEeMHOE 3a00JieBaHUE, KOTOPOE MOopaXkaeT He TOJbKO
MOYKK ¥ POrOBHULLY, HO U APYrue opraHbl ¥ TKaHu. B yact-
HOCTH, B CTaplleM BO3pacTe Y MalueHTOB ¢ LIMCTUHO30M
YacToO pPa3BMBAIOTCS TUIOTUPEO3 M WHCYJIMH3ABUCUMBII
caxapHbIil uabeT, HeBPOJIOTMIECKNE PAcCTPOICTBA, MUO-
MaTusl, TUTIOTOHAM3M Y MYXKUMH, YBeJIMYEHUE MeUYeHU 1
ceneseHku [20]. bes sieueHust mporpeccupoBaHue HUCTUHO-
3a HeM30€XXHO, B TO BpeMsI KaK IaToreHeThIecKasi Teparust
MO3BOJIIET CHU3UTHh PUCK PA3BUTHS HeOIATONMPUSITHBIX
ncxonoB. 1o JaHHBIM PETPOCIIEKTUBHOTO MCCIEIOBAHUS Y
86 B3poC/IBIX OOJBHBIX (CpemHUi Bo3pacT 26,7 JeT) LUCTH-
HO30M, Teparnus ICTeaMUHOM, HayaTasi B BO3pacTe 0 5
JIeT, 3HAYUTEIbHO 3a/iepXKrBajia Pa3BUTHE TEPMUHATIbHOIM
CTaInu XPOHUYECKOI 0OJIe3HU MOYeK, a TaKXe TMIOTUPEO-
3a, caxapHoro auabeTa U HEHPOMBILIEUHBIX HAPYIIEHUN 1
yBeJIMYMBaJla MPOIOJIKUTEIbHOCTD XU3HU MalueHToB [21].
Jnst MpoUIIaKTUKHY TTPOTPECCUPOBAHMS TIOPAXKEHUST POTO-
BUIIbI, KOTOPOE MPOSIBISIETCS] CBETOOOSI3HBIO U CHUXKEHUEM
OCTPOTHI 3pEHUSI, HEOOXOAMMO TaKXKe MPOJOIKATh MECTHOE
TIpUMEHEeHWE IICTeaMHa B BUIE IJTa3HBIX Karleb.

C.B. Moucees. [1epBbie nposBieHUsT HIUCTUHO3a OTMeE-
YaloTCsl B paHHEM JETCKOM Bo3dpacTte. HackonbKo akTyaib-
Ha mpobjeMa LMCTUHO3a I HEdPOJOroB U APYrux

KNMHUYECKAA ®APMAKONIOTMA U TEPAMNA, 2022, 31 (1)

CHELMATUCTOB, KOTOPbIE 3aHUMAIOTCS JIEYEHUEM B3POCIIBIX
ManueHToR?

H.B. YeborapeBa. Camoii pacrpoctpaHeHHOI (hopmoit
LIMCTUHO3A SIBJISIETCS] MH(MAHTUIBHBIN HedponaTuuecKuii
BapuaHT, TeUeHNEe KOTOPOTO WUTIOCTPUPYET MPUBEIAEHHOE
HabmoneHue. TeM He MeHee, BCTPEYAlOTCs TaKXKe HoBe-
HWJIBbHAsT W B3pocnas (GopMbl 3aboneBaHus (okomo 5%
0osbHBIX) [22]. [1pK 10BEHUIIBHOM LIMCTUHO3¢ MOPAXKEHUE
MoYyeKk MeHee TSDKeNoe, YeM Mpu MHGbAHTUILHOM BapUaHTe,
a CYIleCTBeHHas 33Jiep>KKa pocTa OTCYTCTBYET, UTO MOXKET
3aTPYIHUTD AMATHOCTHKY HACJIEACTBEHHOTO 3a00JIeBaHNSI.
OyHKIMS oYK YXYIIIaeTcss MeJeHHee, a TepMUHAIbHAs
ypeMust MOXeT pa3BuThes mocie 18 jet. ITpu 1mcTuHo3e
B3POCIIBIX TTOYKU M IPYTUE BHYTPEHHUE OpPTaHbI He TIOpa-
JKAlOTCs, a €AMHCTBEHHBIM CHMIITOMOM SIBJISIETCS CBETOOO-
SI3Hb, CBSI3aHHAs C OTVIOKEHHMEM KPUCTAJUIOB IIUCTHHA B
POTOBHIIE.

E.A. Tao. bnarogapst 3aMecTUTeIbHOI MTOYEUHOI Tepa-
MUY BBIKMBAEMOCTb OOJNbHBIX MH(MDAHTUIIBHBIM HedporaTh-
YECKMM LIMCTUHO30M 3HAUUTEJILHO YBEJIMYMIACh, @  TOCTIe
JOOCTUXKeHus1 18-1eTHero Bo3pacta OHU HYXIAIOTCs B Iepe-
X0JIe U3 JIETCKOI BO B3POCHYIO CIY:KOY 31paBOOXpaHEHUSI.
IIpu 5TOM BaxkHO 006ECTIEUUTD MAIIMEHTaM BO3MOXKHOCTh
MPONOJKEHMST TTATOTEHETUYECKOM Tepanuy UCTeaMUHOM 1
HabJTIofieHUe He TOJBKO Y Hedposiora/TpaHCIUIaHTOJIOTa, HO
U IPYTUX CMELMATUCTOB C YUETOM TPOsIBJCHHUI 3a00ieBa-
HUS. Y OOJbHBIX LIMCTUHO30M METOAOM BbIOOpa 3aMeCTH-
TETbHOM TIOUEUHOW Tepamuy CYMTAIOT TPAaHCIUIAaHTAIMIO
MOYKH, TaK KaK HaJM4Me 3TOro 3a00J1eBaHMs aCCOLIUUPY-
eTCs CO CHIKEHHMEM PHCKa OTTOPKEHMUST TpaHCIIaHTaTa
[23], a cunnpom daHKOHM B TpaHCIUIAHTATe HE PELUIMBHU-
pyer [24].

Eciu menwatp mpenarmonaraeT Haluuue LIMCTUHO3A Y
pebeHka ¢ cuHapomMoM MaHKOHM, TO TIOATBEPAUTDL 3TOT
JIMarHO3 OTHOCUTEIBLHO HECI0XHO (OCMOTpP POTOBMIIBI C
MOMOLIBIO 1LEJeBOI JaMIIbl, OMpeAeJeHUe 1IUCTUHA B JIeii-
KOIIUTaX KPOBU, MOJIEKYJISIPHO-TEHETUUECKOE MCCIIeI0Ba-
Hue). [Ipobaema 3akiouaeTcss B TOM, YTO Bpaud B 1IEJIOM
HEeIOCTaTOYHO OCBEAOMIICHBI O pefkuX (ophaHHbIX) 3a00-
JIeBaHUSIX, TO3TOMY OHM MHOT/IA OCTAIOTCS HEAMAarHOCTHPO-
BaHHBIMU Ha MPOTSKEHWM MHOTUX JIET WM AeCATUIeTUI
Jaxe MPpY HAJTMYUKU TUITAYHBIX KIMHUYECKUX TTPOSIBICHMIA.
Hamnpuwmep, B kmunuke um. E.M. Tapeesa HaGmonaercst 34-
JIETHSIS1 TTALMEHTKA ¢ MHMAHTUIbHBIM He(ponaTuyeCKUuM
LIMCTUHO30M, y KOTOPOW C pPaHHEro IEeTCKOro BO3pacTa
OTMEYaJTIiCh BCE TUITMYHBIE MPOSIBICHNUS 3a00IeBaHNsI, B
TOM 4KCIe 3aaepkKa pocta, cuHapoM MaHkoHu, runodoc-
(batemMuueckuii paxuT, Mporpeccupylolias XpoHUYECKas
MoYevYHast HeOCTaTOYHOCTh, MOTPeOOBaBIIIas Ha3HAYECHUS
3aMECTUTENILHOI MMOYSYHOM Tepanuu (Iuaau3 B 9 et u
aJIJIOTeHHasl TPaHCIUIAHTalMsI TIOYKKU B 14 5ieT), U cBeT06O-
si3Hb [25]. OmHaKo [MarHo3 UMCTUHO3a ObL YCTAHOBIIEH
TOJIbKO 4epe3 20 JieT mocsie MOSIBJCHUS TIEPBBIX CUMITTOMOB
3a00JIeBaHMsI HA OCHOBAaHUM HATWYUS KPUCTALIOB IIMCTUHA
B porosuiie. Kak yka3aHo Bblllie, OTIOXEHUS 1IUCTUHA B
POTOBHUIIE OMPEAENSIOTCS Y BCEeX MAMeHTOB ¢ MH(DaHTUIb-
HbIM He(ponaTnyeckuM LUCTUHO30M YxXe B Bo3pacte 1,5
net. COOTBETCTBEHHO, TUArHOCTUPOBATh 3TO 3a00JIeBaHNE
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MOKHO OBUTO 3HAUUTEJNLHO paHblle, eCIn Obl MALMEHTKY
CBOEBPEMEHHO HANpaBUIM Ha KOHCYJIBTALUIO K OMBITHOMY
o TasbMOJIOTy.

C.B. Momucees. [leteit 1 B3pocibix ¢ cuHapoMoM PaH -

KOHU HEOOXOOMMO TLIATEJbHO 00C/Ie0BaTh, YTOObI YCTAHO-
BUTb MPUUUHY TIPOKCUMAIBLHON TYOYIOMaTUU. Y B3POCIbIX
MPOKCUMAJIbHBIE TTOYEUHbIE KaHAJIbLIbI OOBIYHO TIOBPEXK-
JTAIOTCS TIO/ IeMCTBUEM JIEKAPCTBEHHbBIX CPEACTB, B TOM
yucie 6uono6aBok. CiaeayeT UCKIIOUaTh TAKKEe MOHOKJIO-
HaJIbHBIC TaMManaruu, a y 0ojee MOJIOJBIX JIIOIeH — HeKO-
TOpbIe HACJAeACTBeHHbIe 3a00JeBaHus. Y IeTeil pa3BUTHe
cuHapoMa MaHKOHM yallle BCEro 00yCI0BIEHO PeAKUMU
HacJeCTBEHHbIMU 3a00JI€BAHUSIMU, TAKUMU KaK LIUCTUHO3,
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Fanconi syndrome in adults and children

N. Chebotareva, A. Tsygirf, N. BulanoV,
E. Tao', V. Lomakir, V. Maltsevd, S. MoiseeV

'Tareev Clinic of Internal Diseases, Sechenov First Moscow State Medical
University, Moscow,*Scientific Medical Center of Children Health, Moscow,
*Clinic of Cardiology, University Clinic Hospital Ne1, Sechenov First
Moscow State Medical University, Moscow, Russia

Fanconi syndrome is a rare disorder characterized by a gener-
alized dysfunction of the proximal renal tubules and excess
amounts of glucose, certain amino acids, vitamins, bicarbon-
ate, phosphates, uric acid, potassium, and other substances
being excreted in the urine. In adults, proximal tubulopathy is
usually caused by exogenic (i.e. heavy metals) or endogenic
(i.e. light chains of immunoglobulins) toxins, medicines or
food additives, whereas in pediatric patients various rare
hereditary diseases, particularly cystinosis, should be ruled
out. Diagnosis of cystinosis is essential for the timely initia-
tion of pathogenetic treatment that prevents cristallization of
cystine and induces its elimination from lysosomes in organs
and tissues. The authors discuss two clinical cases of Fanconi
syndrome in adult and pediatric patient.
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