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Cunzapom ®Pankonn—BuUKKeIs — peikoe HAcCJIeACTBEHHOE 3200JieBaHHE C AyTOCOMHO-PEIleCCHBHBIM THIIOM HACJIEI0BAHMS, Xa-
paKkTepu3yeTcsl HAKOIJIEHHEM IJIMKOT€HA B NMEYeHH U MOYKaX, AMC(HYHKIHME MPOKCUMAJIbHBIX KAHAJbIEB NMOYEK M HAPYLIIEHHEM
YTHJIM3ALUH III0OKO3bI H FAJIaKkTO3bl. 3200JeBaHne 00ycI0BIeH0 MyTanusaMu B rene SLC2A2, KoTopblii KOAUPYET 0eJIOK-TepeHoC-
yuk nioko3sl GLUT?2, ocymecTsiasiomuii TpancnopT MoHocaxapuaoB. [IpuBoaUTCS KIMHNYECKOE ONMUCAHNE DO0JIBHOI ¢ CMHAPO-
mom Dankonn—bBukkeas. Y neBouku 7 Jet BbisBieHbl MyTanuu B reHe SLC2A2 B cOCTOSHMM KOMIAYHIHOI reTePO3UrOTHOCTH.
B KIMHHYECKO# KapTHHE HA0TIONAINCH: MOJIMANIICHS U MOJHYPHs, 3aePKKa (pU3n4ecKoro pa3BuTHs, pAXUTHIECKHE U3MEHEHHS,
renartocijieHomerains u Heppomeranus. JlaGopaTopHblie HCCIEA0BAHUS BbIIBUIM TMIONIMKEMHIO HATOMIAK, COYETABIIYIOCS C TH-
nepriuKeMueil nocJie epl; NPU3HAKH HAPYIIEHHs (PYHKIMH NPOKCUMAIBHBIX KAHAJIBIEB MOYEK, TUNEPX0JIeCTePHHEMHIO U THIIep-
TPUNTHIIEPUIEMHUI0, HU3KUIl YPOBEHb CBOOOIHOr0 KapHUTHHA B KpoBu. [Ipenctasien muddepennuanbupiii AMarao3 3a001eBanns
¥ MOJMKOMIIOHEHTHAS Tepamnus, BKIOYAIOMAsA IpoOHOE NUTaHUEe, HA3HAYeHne MeTa0o0IuTOB BuUTaMuHa D, npenapaTos jieBoKap-
HUTHHA, TeNATONPOTEKTOPOB U Ap. KaTMHecTHYEeCKOE HAOMI0IeHHE B TeYeHHe 2 JIeT BbISIBUJIO MOIOKHUTEIbHYI0 TMHAMUKY OOLIET0
COCTOSIHUS Pe0eHKA C YACTHYHDBIM YJIy4YlIeHHEeM J1a00PaTOPHBIX NMOKa3aTeJleii.

Karouesoie crosa: demu, cunopom Pankonu— bukiensn, eenamomezanus, SLC2A2, GLUT2, mpancnopm monocaxapuoos, oucqyn-
KUus nPOKCUMANbHBIX KAHAAbYEE NOUeK, C60000HbLI KaAPHUMUH.

The Fanconi—Bickel syndrome is a rare, inherited, autosomal recessive disease characterized by hepatic and renal glycogen storage,
proximal tubular dysfunction, and impaired glucose and galactose utilization. The disease is caused by mutations in the SLC2A2
gene encoding the glucose transporter 2 (GLUT?2) protein that carries monosaccharides. The paper provides a clinical description
of a female patient with Fanconi—Bickel syndrome. The 7-year-old girl was found to have SLC2A2 gene mutations in the com-
pound heterozygosity state. The clinical presentation of the syndrome was polydipsia and polyuria, retarded physical development,
rachitic changes, hepatosplenomegaly, and nephromegaly. Laboratory studies have revealed fasting hypoglycemia concurrent with
postprandial hyperglycemia; signs of proximal tubular dysfunction; hypercholesterolemia and hypertriglyceridemia; and low blood
free carnitine levels. The differential diagnosis of the disease and multicomponent therapy comprising split meals and the use of vi-
tamin D metabolites, levocarnitine preparations, hepatoprotectors, and other medications are presented. A two-year follow-up has
established positive changes in the general condition of the child with a partial laboratory improvement.

Key words: children, Fanconi— Bickel syndrome, hepatomegaly, SLC2A2, GLUT2, monosaccharide transport, proximal tubular dys-
function, free carnitine.

HEpPEIKO TMPOTEKAIOT IO «MAaCKOW» HEHACJIEICTBEHHOMN
MaToJIOTUM, YTO CO3MAeT 3HAYUTEJbHBbIC NUddepeHn-
aJIbHO-AMarHOCTUYECKHUE TPYIHOCTH. Tak, HacJIeICTBEH-

I IaCJ'[C)ICTBCHHBIC 3a00J1eBaHusI BCTPECYAIOTCA B ITpa-
KTHUKEC KaXaoro mneauartpa. MOXHO BBIIEIUTH IBE
BaXKHeMIIIMe OCOOEHHOCTM HAacCJeICTBEHHBIX Oo0Je3Hel

JIETCKOTO BO3pacTa: BO-TEPBbIX, OHU MaHUDECTUPYIOT
B pa3Hble BO3pPACTHbIE MMEPUOAbI, HAYMHAsT OT HOBOPO-
>KIEHHOCTH J10 MOAPOCTKOBOIO BO3pacTa, U, BO-BTOPbIX,
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Hble 60JIe3HN 0OMEHa BEIECTB IIPOTEKAIOT O «MacKO»
JIETCKOTO I1IepeOpaIbHOrO Tapajinuyva, HacJeICTBEHHBIC
paxuTononoOHble 00JIE3HU — TMOJA «MacKoi» XOpoulo
W3BECTHOTO TeauaTpaM paxuTa W T.A. Kuumciy takux
ITaTOJIOTUIECKNX COCTOSTHUI OoTHOCUTCS crHIpoM PDaH-
KOHU — DBWKKeNsa, KOTOpBIi MOXET ITepBOHAYAIbHO
MaHU(eCcTUpoBaTh KaK PaxuTONoOAO0HOEe 3a0oJeBaHKe
WY TSCKEJTBI paxuT, OJHAKO IT0 Mepe MpOoTpeccupoBa-
HUS TIOSIBJISTIOTCSI CHMIITOMBI, HE CBOMCTBEHHBIE 3TUM
3a00JIeBaHUSIM, — BBIPaXKCHHAsT TeIaTOCTUICHOMETalIs,
TUTIOTJIMKEMUS, pe3Kasl 3a7epKKa pocTa v Ap. DTO MpHU-
BOIWT K TOMY, YTO TOYHBIM TMArHO3 IJIUTEIBHOES BPeMs
HE yCTaHABIMBACTCA.

Hamu wabmionancsa cayvaii 6onesnu daHkoHu
— bBukkenst, KOTOpBIii BIepBBIe OBUT TMAaTHOCTHPO-
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HACJIE4ACTBEHHbBIE N BPOXXEHHbBIE 5OJIESHU

BaH B CMEUMATU3UPOBAHHON IF€HETUUYECKON KIWHUKE.
[TpuBOAMM KIMHUYECKOE OMUCAHUE.

Anuna 2K. 7 1eT mocTynuiia B KJIMHUKY C XKajlobaMu
ponuresieil Ha oTrctaBaHue pebeHka B pocte, aedopma-
LIMM CKeJIeTa, MOJMYPUIO U oJuauIicuio. B pogocioBHoi
MAHHBIA CIy4Yaill pacleHUBAETCS KaK CIIOpaauyeCcKUid.
Poautenu npobaHaa B KDOBHOM POJICTBE HE COCTOSIT.

JleBouka pomuyiach OT 1-ii (pU3MONIOTrMYECKU TPOTE-
KaBlleir OepeMeHHOCTH, CPOYHBbIX poaoB. Macca Tena
pebenka npu poxaeHuu 3050 1, mimHa 50cM, oleHKa
no mkane Anrap 9/9 6awios. Krpyau Oblia mpuiio-
’K€Ha B POAWJIBHOM 3ajie, Ha rpyIHOM BCKapMJIUBaAaHUU
HaxoJWiach B TeUEHUE TEPBOro Mecsilia XU3HU, Jajee
Obl1a TiepeBelleHa Ha UCKYCCTBEHHOE BCKapMJIMBaHME.
IMcuxuyeckoe pazBuTve pedeHKa MPOTEKaIo 6€3 OTKIIO-
HEHUI OT Bo3pacTHOl HopMbl. C poxaeHusi obpaliaia
Ha ce0s1 BHUMaHUeE MOBbILIEHHAs! TOTJIMBOCTb, B IEPBOM
MOJIYTOIUU XU3HU NOSIBUMCH TOJIUIUTICUST U TIOJIMYPUSI.
Co BTOpOro MOJIyroAusl CTajJa OYEBMIHOW 3alepxKKa
MOTOPHOTO U (PU3MYECKOTO PA3BUTUSI JEBOUKHU: CaAMO-
CTOSITEJIbHO Havajla cuiieTh ¢ 10 Mec XU3HU, XOAUTh —
¢ 1 roga 8 mec, B Bo3pacte | rosa AavHa Tejia CocTaBisia
65cm, macca — 8000 . K rogoBasioMy Bo3pacty chop-
MUPOBAIUCh BbIpaXKEHHbIE paxuTUueckue aedopmaiuu
ckenera. B 5 jiet nepeHeca 3aKpbIThIi epeioM CpeaHel
TPETU JIeBOTO Oenpa.

[Tpu nabopaTopHOM 00OCIeqOBaHMU MPOOAH/IA 10 Me-
CTY XWTEJbCTBA BBISIBJIEHO TOBbIIIEHWE AKTUBHOCTU
mesoyHon ¢ocdarasbl, TMIOKAIbUUEMUS], TUIIEPKab-
LMypus, alleToHypusi. JleBouka Oblia KOHCYJIbTUPOBaHA
B Poccuiickoil neTCKoi KIMHWYECKOH OOJbHUIIE, TIe
JIMarHOCTUPOBaHA TyOYJONaTUs U PEKOMEHIOBaH MpU-
€M aKTUBHBIX MeTa0OJMTOB BUTaMMHa D u npemnapa-
TOB Kajbuusi. OJHAKO 3HAYMTEJIbHOW IMOJOXUTEIbHOMN
NUHAMUKNA B (PU3MYECKOM DA3BUTUM, B YMEHbIIEHUU
BBIDAXKEHHOCTU CKEJIETHBIX WM3MEHEHUN U CO CTOPOHbI
J1abopaTOpHbBIX TOKa3aTeselr He Habmoaalock. [eHe3 3a-
0oJieBaHUSI OCTAaBaJICS HESICHBIM, W peOEHOK B BO3pacTe
7 net Obl1 HanpasieH B MHUMUW neguarpum u merckoi
XUPYPIUHU.

I1pu o6cienoBaHM B KIMHUKE oOOpalanio Ha ceost
BHUMaHUE 3HAYUTEbHOE OTCTaBaHUE B (PM3UUECKOM Pa3-
BUTUU: POCT AEBOYKU COCTaBiIsLl 93 cM, Macca Tesna Obuia
14,7 xr (rmokazarenu MeHee 3-ro mnepueHTwis). Mmenuch
BbIpaKEHHbIE paxuTUueckue aedopmanuu ckenera (cM.
PUMCYHOK): OOYKOOOpa3Hasi TpyaHas KJIeTKa, BapyCHO-
BaJIbTYCHbIE MCKPUBJIEHUSI HUXKHUX KOHEYHOCTEe, «Opa-
CJIETKU» B O0JIACTU JIy4ye3arsiCTHbIX cycTaBoB. OTMeuanach
MOJUIUTICHS U TTOIMYPpHUsI — OOBEM BBIMTUTOMN U BbIAEIECH-
HOW >KMIKOCTU 3a CYTKM COCTaBJsu1 oKoJjio 271. KoxHbie
MOKPOBBI OJIEHbIE, YUCTBIE, MOAKOXHbBIN XUPOBOU CioM
Pa3BUT HEIOCTATOYHO. [IbIXaHUE BE3UKYJSIPHOE, YacTo-
Ta apixaHuii 20—24 B MmuHyTy. TOHBI ceplla SICHbIE, pUT-
MUYHBIE, YACTOTa CepAEUYHbIX coKpauieHuit a0 100 B Mu-
HyTy. AprepuanbHoe napjieHue 80/50MM pT.CT. ANNeTut
VIOBJAETBOPUTEIbHBIN. 2KMBOT YyBeJMYeH B pa3Mepax,

Pucynok. Boabnas XK. 7 ner.

0e300J1e3HEHHbII  MPU NaIbIIAlMKU; TeYeHb BbICTYyIAA
U3-ToJ1 Kpast pedbepHoli ayru Ha 10 cM, cesle3eHKa MaJibIiu-
poBajiach Ha 3 cM HMXKe Kpast pedepHoit myru. OTMeuanach
nuddysHas MbllliedyHask TUIIOTOHUSI, TICUXOPEeYeBoe pas-
BUTHE COOTBETCTBOBAJIO BO3PACTY.

KiuHuueckne aHanu3bl KpoBU 0€3 UBMEHEHUIA.
B Guoxumuyeckux aHajquM3ax KpOBU 0Opalliajio Ha cedst
BHUMaHWE CHUXEHUE YPOBHSI TIJIOKO3bl HATOUIAK —
ot 2,8 10 3,3 wmmonb/n  (Hopma 3,9—5,8 MMoJb/J),
CHUXEHUE  YpOBHSI  HeopraHuueckoro  Gocdopa
1o 0,77 Mmmonb/n (HopMa 1,3—2,26 MMOJIb/J), yBEIH-
YyeHue conepxXaHus TpUIIULEpUIoB 10 3,87 MMob/J
(Hopma 1o 1,7 MMob /), XojecTepuHa 10 6,8 MMOJIb/J
(HOp™Ma 10 6,7 MMOJTb/JT), TIOBBILIEHNE AKTUBHOCTH TPaH-
caMMHa3 — ajlaHMHaMHUHOTpaHchepasbl 10 267 ME/n
(Hopma nmo45 ME/n), acnapratraMuHoTpaHchepasbl
no 181 ME/n (nopma no 40 ME /1), akTUBHOCTH 111€J104 -
Hoii docdaTasbl no 1700 ME/n (Hopma nmo 644 ME/n),
He3HauuTesbHas runokaauemMust 3,47 MMoib/a (HopMa
3,7-5,12 ME/n). Ha doHe craHmapTHOro IJIIOKO30TO-
JIEPAHTHOTO TeCTa YPOBEHb IIIIOKO3bl B KPOBU HapacTal
1o 8,3 MMoITb/J1 yepe3 60 MUH 1 cHIKasICs 10 7,0 MMOJTb/JT
yepe3 120 MUH; IPY TOM BbISIBJISITIOCH TOBBILIIEHUE MOJIOY-
HOI1 KUCJIOTBI B CBIBOPOTKE KPOBH 110 5,52 1 3,35 MMoJb/ 1T
yepe3 11 34 mocie Harpy3kd IJIIOKO30i COOTBETCTBEH-
Ho (Hopma 1,0—1,7 mMmomb/n). [lpu ougHKe KMCIIOTHO-
OCHOBHOTO COCTOSIHUSI UMEJ1 MECTO CyOKOMITEHCUPOBAH-
HBIII MeTabOoJIMYECKUI alua03 ¢ AeUIIUTOM OCHOBaHUIA
BEecf — 11,2 mmons/n; BE (B) — 9,3 mmonb/n (HopMa
1o —2,5 mmonb/n), pH xposu 7,4 (Hopma 7,35—7,45).

B xiinHuYeckux aHajlM3ax Mouu HaOaoganach Lue-
JIOUHasl WU HeUTpaibHas peakiusl, yIeabHbIi Bec KoJie-
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6acst ot 1010 mo 1032, mporennypus cocrasisiia ot 0,06
1o 0,104 r/n, ompenensyiucb €IVMHUYHBIC JICHKOLIMTHI,
SPUTPOLIUTHI Y TMAJIMHOBBIE LIMJIMHAPHL. B cyTouHOM
aHaJIM3¢ MOYM BBISIBJICHA TITIOKO3YPHST IO 56 MMOJbB/J
(3—4%). KetoHypust He 3apervcTpupoBaHa. B 6uoxu-
MHUYECKUX aHaJM3aX MOYM ObITa MOBBIIIEHAa 3KCKPEIIHs
Kaplst 10 6 MMonb/cyT (HopMma 1,5—4 MMoIb/cCyT)
1 HeorpaHW4YecKoro ¢ochopa, KIUPEeHC KOTOPOTO CO-
craBuna 0,54 mu/c (Hopma 0,1-0,3 mi/c), onpenensiiach
reHepallM30BaHHAs TUICPaMUHOAIMAYPUS  TIPH HOP-
MaJbHOM COJIEP>XXaHUM aMUHOKHCIIOT B KpoBU. PUitbTpa-
LIMOHHAs (PYHKITUS TT0YeK He HapyllleHa, CKOPOCTh KITy-
6oukoBoil punsrpauuu no LBapiy 111 ma/MuH (Hopma
90—120 MJ1/MUH).

HccnenoBanue comepkaHuss CBOOOTHOTO KapHUTHHA
1 alIMJIKAPHUTAHOB B KPOBM METOIOM TaHIEMHOM Macc-
CITEKTPOMETPUH (CM. TabJIUILY) BBISIBUIIO PE3KO BBIPAXKEH-
HOE CHIDKEHUE YPOBHSI CBOOOMHOTO KApHWTWHA B CHIBO-
poTke KpoBU 110 9,8 MKMOJb/1 (HOpMa>20 MKMOJb/J).
ConepxxaHue 0011ero KapHUTUHA ObUIO Ha HUXKHEHN rpa-
HWIIE HOPMBI. PacdeTsl MmoKaszanm, 4Toy peObeHKa pe3Ko
TTOBBIIIICHA TOJIST CBSA3aHHOTO KapHUTHHA (aIMJIKapHUTH-
HoB), nocturaiomias 73% (B HopMme okojio 20%), v yBeu-
YeHO OTHOIICHUE alMIKAPHUTUHOB K CBOOOTHOMY Kap-
HUTUHY 10 2,7 (B HOpMe He Bhimie 0,4—0,6). DT naHHBIE
VKa3bIBaIM Ha BBIPAKCHHYIO HEIOCTATOYHOCTh KapHUTH-
Ha ¥ HapyIIeHne ero (pyHKIIIN.

PesynbraTel  yIBTpa3ByKOBOTO WCCIACIOBAHUS TIOMI-
TBEPIWIIM HAIM4YWeE y peOeHKa rermaroMeraiun. PazMepst
TTIeYeHN 3HAYUTEIHbHO YBEIUICHBI: KOCOUN BEpTUKATBHBIN
pa3mep 15,5 cm (Hopma 10,8 cm), I cermenT coctapiistit 40 %
(HopMma 1o 30%), HYDKHWI Kpait BEICTYITA U3-TI01 pebep-
Hoit myru Ha 10cM, 9XOTEHHOCTh MTapeHXUMBI OOBIYHAS,
9XOCTPYKTYpa HECKOJIBKO HEOMHOPOMHAsl 3a CYeT TO-
YEYHBIX YJaCTKOB TOBBIMIEHHON 3XOreHHOCTH. Cocymbl
Y TIPOTOKU TIEYeHU He pacIiMpeHbl. PasMepsl cene3eHKI
COOTBETCTBOBAJIM Bo3pacTy. [1pH yIsTpa3ByKOBOM HCCITe-
IOBAaHUY BBISIBJICHO YBEJIMICHUE PA3MEPOB TTOIKETYI0Y -
HOI Xese3bl: TooBKKU 10 20MM, Tena mo 11 MM, xBocTa
10 12MM; TIOBBIIIICHUE 3XOTCHHOCTH TIOMKETYTOTHOM
xene3bl U muddy3Has HEOTHOPOTHOCTh €€ 3XOCTPYK-
Typsl. OTMEUYEHO YBEJIMYCHHME pa3MepoB ITOYEK: MPaBOi
1o 10,0x5,9x3,8 cm; neBoit 1o 10,2x5,7x4,0cM u yBenu-
YyeHUe CyMMapHOI0 COOTHOILIEHUS 00beMa 00enX MoYeK

Hosukos I1.B. u coaem. Cunnpom ®ankoHu—bukkens y neteit

K Macce Tena (TmoyeyHoro mHuekca) mo 1,63% ot macchl
tena (Hopma 0,4—0,6%). TTapeHxrMa TTOYeK YTOJIIEHA,
B TMpaMUIKaX BU3YaAJIM3UPOBATMCH MHOXECTBCHHBIC TH-
nepaxoreHHbIe BKIoYeHus a0 0,3 cM B tuameTpe.

ITo maHHBIM PEHTTEHOJIOTUYECKOTO HCCIICTOBAHUS
TPYOUAThIX KOCTEH OBIITN BBISIBJICHBI: BHIPAXKEHHBIN OCTE-
OTIOPO3; PaXUTONMONOOHBIC M3MEHEHMS B BUIE IMCKOD-
JAHTHBIX JAedopMaIiuii ToJIeHel, pacimupeHust MeTadu-
30B, MIMPOKUX U «Pa3jIOXMaYeHHBIX» 30H pocTa KocTel
TOJIEHEeW U KUCTEH; OTCTaBaHUE KOCTHOIO BO3pacra, KO-
TOPBIIi COOTBETCTBOBA 3 TO/IaM.

Ha snekTpokapmrorpaMme OTMEUEHO YyJallleHUE CH-
HycoBoro putMa a0 105—118 B Munyty, nuddysHoe yxya-
IeHWE MPOIIECCOB PETOJIIPU3AIIMY MUOKapia B BEPTH-
KaJIbHOM TTOJIOXKECHUH, BTOPUYHOE YIUTMHEHIE MHTEpBaJla
Q — T, yTo ObLUIO paclieHEHO KakK 3JIeKTpoKapauorpadu-
YecKre TIPU3HAKK JICKTPOJIMTHBIX HapyieHui. [1o naH-
HBIM 3XOKapauorpaduu BBISBICH MPOJIATIC MUTPAIBHOTO
KJTarmaHa, IuchYHKIUS TPUKYCTTMIAIBHOTO KJlalmaHa, He-
3HAYMTENIbHAS TUJIATAIlsI JIEBOTO Xelymouka 6e3 Hapy-
IIEHUS COKPATUMOCTH MUOKapIa.

YYuTHIBasi COBOKYITHOCTh KITMHUYECKUX TTPU3HAKOB
W Pe3yJIbTaTOB JIaOOPAaTOPHOTO WCCIECHOBaHUA, HUG-
bepeHIIMaNBHBIN TUArHO3 TPOBOIWIN C CHHAPOMOM
He6pe ne Tonn — daHkoHu, TUpo3mHemueil I Turma,
mkoreHo3oM I tuma u cuanpomom PaHkoHu — buk-
kenss. Hanuume y pebeHKa, TTOMUMO TPOKCUMATBHOMN
TyOyJIOITaTUM, TaKMX TPU3HAKOB, KaK TMITOTJIMKEMUSI,
HapyIieHHas! TOJIEPAaHTHOCTH K TJIIOKO3¢ U BhIpaskeHHAS
reraToMerajiusi, ITO3BOJIMJIO YCOMHUTHCS B HATUIUU
y pebeHka cunapoma Jleope ne Tonn — MaHKOHU.

Ipu TMpo3rHeMKM | THITA UMEIOTCS CUMIITOMBI T10-
paskeHUsI TIeYeHU, TIOUYCUHBIX KAaHAJTBIIEB W PAXUTUICCKIE
nedopmanvu ckesnera. OgHako Jisi OOJIbHBIX XapakTep-
HBI MeTaboJIMIeCKUe KPU3bI, COMPOBOXIAIONINECS Pe3-
KOW MBIIIEYHON C€J1abOCThIO, PBOTOM, ayToarpeccueit;
HapyIeHusT GYHKIIMK TIeYeHW HOCAT 0oJiee TSDKEeIbIi Xa-
pakTep; YaCTHIM TTPU3HAKOM SIBJISICTCS TUITOKOATYJIISIINS,
B aHAJIM3aX KPOBM HAOIOMACTCS MTOBBIICHHAs] KOHIICH-
Tpalust THPO3WHA, METMOHWHA 1 (heHUJTaTaHWHA.

VY nereii ¢ mkoreHo3oM I tuma (Gone3Hb Iupke)
MaHupecTalus 3aboseBaHUS OTMEYAeTCs B paHHEM
BO3pacTe, MMeeTcs 3amepkKa (BU3MIeCKOTro pa3BHUTHS,
YBEIWYCHNE Pa3MEPOB TIEUEHU U TTOUEK, TUITOTTIMKEMMS,

Tabauya. TlokasaTenn KADHATHHA ¥ ANMIKAPHATHHOB B KPOBH y peGenka XK.

Tloxazarenu Bospact pebeHka Hopma
7 net 8 et 9 et
Cpobonnblii KapHUTUH (C ), MKMOJIb/JT 9,8 16,5 15,3 >20
AUWIKapPHUTUHBI:
MKMOJIb/JT 26,7 37,5 73,3 19—20
% OT 00I1Iero KapHUTHUHA 73 69 70
OrHowLIeHKe auUIKapHUTUHEL/C, 2,7 2,3 2,4 <0,6
OO0IMii KAPHUTHH, MKMOJIb/JT 36,5 54,1 52,6 30—60
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0COOCHHO BBIpaskeHHAsI HATOIIAaK, KETOAIIUI03, TUIIePXO-
JIECTePUHEMUSI, TUTICPIIUITUICMUST, HOPMAaTbHBIA MHTEI-
JIeKT. Paxutndeckue aedopMmaiiny cKejaera M HapyleHne
(bYHKIIMM TTPOKCUMAaJTbHBIX KaHATBIICB ITOYEK He Xapak-
TepHBI U1 601e3HU [HpKe.

CoueraHue 3amepXKu (U3MUYECKOTO Pa3BUTHSI, pa-
XUTOTIONOOHBIX JedopMalnii, MPOKCUMAJIbHON TyOy-
JIOTIATUM € TUTIOTJIMKEMUE, HapylnIeHHON ToJepaH-
THOCTBIO K IUTIOKO3¢ W TelaTOMEerajneil  TO3BOJIUIO
3aMo03pUTh HAIMYWE Yy JeBOYKM cuHApoMa PaHKOHU
— buxkkens. Ilpu npoBeaenun aHanusa reHa SLC2A2
METOIOM TIPSIMOTO CEKBEHUPOBAHUs OBUTM BBISBICHBI
MyTarmu c.1466delA u c.405insG. YkazaHHbBIC MyTallu
HE OMMCaHbl B MEXIyHapoAHOU 6a3e maHHbIX [1] u OT-
HOCSITCSI K YMCITy HOBBIX. [1aTOTeHHOCTH BBISBJICHHBIX
M3MEHEHUI He BBI3bIBAET COMHEHUI, TTOCKOJIbKY WICH-
TUDUIIMPOBaHHBIE MYTAallMM — JEJIEIAs OMHOTO HYK-
neotuna (c.1466delA) u BcTaBKa OJHOTO HYKJICOTHIA
(c.405insG) — TpUBOIST K CABUTY PaMKW CUYMUTHIBAHUS
1 00pa3oBaHuI0 aHOMaibHOTO OeJyika. Takum obGpazom,
NIEBOYKE OBLT YCTAHOBJICH OKOHYATETbHBIN IMarHO3 CUH-
npoma Pankonu — bukkens. [Tpu yaere Beicokoro 25 %
pUCKa TTIOBTOPEHMsI 3a00JIeBaHUS B JTAHHOM CeMbe B CITy-
Yyae HACTYIUICHUS CIIeAyoleil 6epeMeHHOCTH BO3ZMOXHO
TIPOBEICHME TOPOIOBOI TMATHOCTUKMU.

PebeHky Ob110 Ha3HAYEHO APOOHOE MUTAHUE C BKITIO-
YeHUEM B PAllMOH (PYKTO3HI 1 KyKYpy3HOTO Kpaxmaia.
[MonmKkoMIIOHEHTHAsT Tepanmus TakKke BKIIIOYada KOp-
PEKIINIO METa0OIUIECKOTO alyao3a MPY ITOMOIIH TIPH-
eMa BHYTPb MUWHEPaJbHON TUAPOKApOOHATHOW BOIHI,
IIUTPATHON CMeCH; IIst GOPHOBI C TMIOKATMEMUE OBIT
Ha3HadeH IMaHaHTUH. C Leblo YIydIIeHUST MUHEPaIH-
3aIMM KOCTHOM TKaHW PEKOMEHIOBaHBI KypChI OCTEOTe-
HOHA, OKCHUJIEBHMTAa, KOMIUIEKC (BDU3MOTEpAITeBTUICCKUX
nporieayp (MarHUTOTeparvs, yieKTpodopes ¢ Impemnapa-
TaMU KaJIbLIWSI, KypC JIA3epHOM Teparvu); IUTs yIydIie-
HUS (YHKIIMW TICYeHW Ha3HAYeHBI 3CCeHIMae-hopTe
1 ypcodaTbK; peKOMEHIOBaH ITPUEM ITOTMBUTAMUHOB.

YayuTeiBasg pe3KO BBIPAXKCHHYIO HEIOCTATOYHOCTH
KapHUTWUHA, B CXeMY Tepanmuyd OBUI BKIIOUEH 3JIbKAp
20% mo 2,5 M 2 pa3a B CYTKU per oS (M3 pacyeTa 75 MT
Ha 1 Kr Macchl).

KaramHecTtnyeckoe HaOmoneHWe B TeUYEeHUE 2 JieT
C MOMEHTAa YCTAaHOBJICHMSI AMarHo3a cuHapoma PaH-
KOHM — BUKKes moka3ano HEeKOTopoe YIydIlleHUe ca-
MOUYBCTBUS peOCHKA U YIydlIeHUE IePeHOCUMOCTH
SMOIIMOHABHBIX Harpy3okK. CoxpaHseTcsl BBIpaKeHHast
3a7epkKa (hU3NIECKOTO pa3BUTH. TeMIThI pOCTa COCTAB-
JIIOT 5CM BTOJ, YTO HAaOJIOJANIOCh W O Ha3HAYEHUS
MUETUYECKOTO W MeIWKaMeHTO3Horo JieyeHus. [losBu-
JIJach TEHICHIINS K HEOOIBIIOMY YMEHBIIICHUIO CTEIICHU
runoraMkemMun Haromak (3,4—3,8 MMoJb/1), B KpOBU
HOpMaJU30BaJicsl ypoBeHb Kayiusi. CoxpaHsieTcst CyOKOM-
MEHCUPOBAHHbIN META0OJIMYECKUIi alua03, 6e3 cylecT-
BEHHOU TTOJIOXUTEIBHON TMHAMWKU. B OMOXMMUIecKuX
aHaIn3aX KpOBM HOPMAIM30BAJIMCH MTOKA3aTe I aKTUB-
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HOCTHU TpaHCAMUHA3, aKTUBHOCTb LIEJI0YHON (hocdaTasbl
cHusunacek 10 1000 ME/n, coxpansiercs rurnodocdar-
eMMUSl, TUIEePXOJECTEPUHEMUSI U TMIIEPTPUTITUALIEPUTIE-
must. [lo-npexxHeMy Hab0Aa€TCA MOJIUIUTICUST U TTOTU-
ypusl; HE OTMEUYEHO KaKOW-11n00 AMHAMUKU Pe3yIbTaTOB
001IMX 1 OMOXMMHUYECKUX aHAJM30B MOYM; KETOHYPUS
He Obl1a 3aperucTpupoBaHa.

BbIsiBIeHO ycTOMYMBOE TMOBBILIEHUE YPOBHSI CBO-
GOmHOTO KapHUTHMHA B KPOBH 10 15—16,5 MKMOIB/I,
KOTOPBIil, OJHAKO, OCTAaBAJICS YMEPEHHO CHUXXEHHBIM
(Hopma>20MkMoib/). [lpu aToM comepxkaHue oOI1Iero
KapHUTHHA JOCTUIJIO CPEIHUX HOPMAJIbHBIX IOKa3aTe-
sieii. 1ot CBSI3AHHOTO KapHUTHMHA HEMHOIO CHU3WJIACH
10 69—70%, TakKe HECKOJIBKO CHU3WICS KO3(DGhUIIMEHT
alWJIKaPHUTUHBI/CBOOOJHBIN KADHUTUH (CM. TAOJIHULLY).

ITpu yabTpa3ByKOBOM MCCIEIOBAHUM OTMEUEHO He-
3HAYUTEJIbHOE YMEHbIIIEHUE pa3MepoB MEYEHU: KOCOI
BepTUKaNbHBIN pa3dmep 12,3¢cM, I cermenT 33%, nedeHb
BBICTYITae€T W3-TIOJ Kpasi pebepHoi myrm Ha 6cMm. Hop-
MaJIM30BAIUCH pa3Mepbl MOAXKENYI0UHON Kene3bl. Co-
XpaHsieTcsl yBeJIuueHue oobemMa Mmovek, rurepaIXoreHHbIe
BKJIIOYEHHUSI B KOPKOBOM cjioe U nupamunkax. [lo maH-
HbIM PEHTIEHOJOTMYECKOrO MCCIEeN0BAHUS TPYOUAThIX
KOCTeil Ha (poHEe Tepanmuu HOpPMaau30Bajlach KapTUHA
CTPYKTYpbl MeTa(u30B, HO COXPaHSIIOTCS MPU3HAKU BbI-
Paxk€HHOTO CUCTEMHOI'O OCTEOTOPO3a.

TakuM 0Opa3oM, B LIEJIOM OTMEUYEHa MOJOXUTEbHAsI
JMHAMUKA COCTOSIHUS peOeHKa.

W3 nmutepaTypbl M3BeCTHO, uTo cuHApoM MDaHKOHU
— bukkens Bnepsbie 6buT onucaH B 1949 . G. Fanconi
u H. Bickel [2]. B xiuHuueckoil kapTuHe 3aboseBa-
HUs1 HaOJMIOAAIOCh COYETaHWE TJIMKOTEHOBOW 00Jsie3HU
C KaHa/IblIeBON Hedpomnaruell y MajibunKa, POXIAEHHO-
ro OT KPOBHOPOJCTBEHHOro Opaka. Y maiueHTa ObuUIU
BBISIBJIEHbl MACCUBHAsl T€MaTOMETaIMsI, TSXKeJbI TUITO-
docdareMuueckuit paxur U 3aJepKKa pocTa BCAeNCTBUE
MPOKCUMAaJbHOM TYOYIsipHOI fucdyHKIMU. bojie3Hb rmo-
Jlydusia Ha3BaHUE renaTopeHalbHbIi TJTIMKOTEHO3 C CUH-
apomoM PaHKOHM. 3HAYMTENBHO Mo3Xe B 1987 . GbLIO
MpeAJIOXKEHO HauMEHOBaHUE 3a00sieBaHUSI «CUHIPOM
®ankonu — bukkens» [3] (OMIM Ne 227810), nmm 60-
Je3Hb HakoruieHus raukoreHa XI tuna (MKbB 10 E74.0).
OpHako UCIOJIb30BAHKWE MOCIEIHEr0 Ha3BaHUsI B HACTO-
siiiee BpeMsl He PEeKOMEHIYeTCsl, TaK KakK HaKOIJIEHUE
[JIMKOTEHA MpY 3TOM 3a00JIeBaHUU CBSI3aHO He C aedek-
TOM (QYHKIMKU (EPMEHTOB, YUACTBYIOIIUX B AeTpagalluu
MOHOCAaxapuoB, a SIBJISIETCSI BTOPUYHBIM IO OTHOIIEHUIO
K HapyllIeHUIO UX TpaHCIopTa.

Cunnpom @aHKoHN — BUKKeEIst OTHOCUTCS K PEIKUM
3abosieBaHusIM. K 2007 1. uMenuch coobieHus o 112 cy-
yasix B pa3Hbix peruoHax mupa (Espona, Typuus, MU3pa-
uib, bawxnuii Boctok, CesepHas Adpuka, AnonHus,
CeBepHast AMepuka) [4]. BciencrBue HenmepeHOCUMOCTH
raJlakTo3bl U MOBBIIIEHHOTO YPOBHSI T'aJlaKTO3bl B KPO-
Bu cuHapoM dankoHn — Bukkenss y 60JbHBIX MOXET
ObITb OOHAPYXKEH B MPOLIECCE HEOHATATLHOTO CKPUHUHTA
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Ha TaJIaKTO3eMUI0, U 3a TMOCIeIHee NCCATUICTAE TaKUM
00pa3oM ObLIO BBISIBJIEHO HECKOJILKO MaIlMeHTOB [5].

Cunngpom ®Pankonn — BUKKens HaclieayeTcs o ay-
TOCOMHO-peliecCuBHOMY THMy [3, 6]. 3aboneBaHue 006-
YCJIOBJIEHO AeUUMTOM TepeHocuuka rmoko3sl GLUT2
(SLC2A2). Ten GLUT2 (SLC2A2), xoaupyooimui
TMAHHBIA OEJOK, JIOKAJTM30BaH Ha [UIMHHOM IUIeYe XpO-
MocoMbl 3 BpernoHe 3q26.1-q26.3 [7]. VY manueHTOB
c cuanpomMoM Pankonm — bBukkens ommcaHo 6oiee
45 pa3IMYHBIX MyTallMi, OKOJIO MOJIOBUHBI U3 HUX OTHO-
CSITCSI K OMHOHYKJICOTUIIHBIM 3aMeHaM [1; §].

benok GLUT2 ocyiecTsisieT 00JierYeHHbI TpaH-
CIOPT IJIIOKO3bl uepe3 MemOpaHy kierok. OH obec-
TIeYrBacT IBYHAIIPABICHHBIA TTOTOK TJTIOKO3BI BHYTPH
KJICTKM W W3 Hee, aTakKke SBISETCS TePEeHOCYNKOM
JPYTUX TIOCTYIAIONIUX C IMUINEH MOHOCAXapUIOB, TaKMX
Kak (pyKTo3a M rajakrosa, B IIpeaesiax HUX (pU3MOJIOTH-
yecknx KoHueHTtpauuit [10]. Hanbonbias skcrnpeccus
GLUT?2 na6monaercsl B renarolurax, P-KJIeTKax IOf-
KEJTyMOYHOM JKeJie3bl, 0a3oyiaTepaibHBIX MeMOpaHax
KJIETOK KUIIEYHWKA W SITUTENS TTOYCTHBIX KaHAJBIICB,
T.€. BTKaHSIX, WIPAONUX KIIOYEBYIO POJIb B MeTabO-
JIM3ME MOHOCAxapuIIoB, MocTynawimx c numeit [10].
benok GLUT2 ¢yHKIMOHUPYET TakxXe Kak MeMOpaH-
HBIN pelenTop TIIOKO3BI, KOTOPHIN B COOTBETCTBUU C €€
YPOBHEM TIepemaeT CUTHAJ, MOIYIUPYIOIUH (GyHKIIUN
KJIETKH, 8 MMEHHO TTOCTYIIICHUE TJTFOKO3HI (1 TAJIAKTO3HI)
B TIeYeHb, MOOWIIM3AITUIO TIIIOKO3BI U3 TIIMKOTeHa, CeKpe-
LMI0O MHCYIMHA (B-KJIETKaMU MOMXKETyL0YHON Xese3bl,
IMOYEYHYI0 peabCopOLIMIO U KUILIEYHYIO aOCOPOLIMIO TITI0-
KO3BI ¥ TAJTAKTO3HI.

IMpu cunnpome dankonn — bBukkenss BciencTsre
HapyueHust pyHkuuu 6eaka GLUT?2 ymeHbliaercst 3a-
XBaT MOHOCAXapWIOB TICUYCHBIO, UTO BEAET K TUITePIIIH-
KEeMUU W TUTIEPTATAKTO3EMHH TTOCIIE eIbl. DTOMY Xe CO-
NMENCTBYeT CHUXKEHME CeKpellnM WHCYJIWHA. Beencrue
HapylIeHWs] TPaHCIIOpTa TJIFOKO3bI W3 KJIETOK ITeYeHU
pa3BWBAETCS TUTIOTJIMKEMUS HATOIAK,, TTOBBITIIACTCST BHY-
TPUKJICTOYHOE CONEpKaHUE TJIIOKO3Bl W MHTMOUPYeTCs
Jerpaganys TIMKOTeHa, O0yCIOBIMBas ero HaKOTUICHHE
U pa3BUTHE TeTIaTOMETAINN. [UTTOTIMKEMUS YCUITUBACT-
Cs TIOTepei TITIOKO3BI Yepe3 TTOYKHU BCIIeNCTBUE AedekTa
TPaHCTIOPTA TJIIOKO3bI W TajlakKTO3bl B KJIETKAaX TPOKCH-
MaJTbHBIX KaHaJblleB. CTeleHb HapylIeHWs abcopOImu
MOHOCAXapuIOB B KUIIEYHUKE HEIOCTATOYHA IJIST Ipe-
IYTIPEKICHUST TUTIEPTIIMKEeMU. TeM He MeHee Hapyiie-
HWE TpaHCIIOPTa MOHOCAXapHIOB U3 SHTEPOITUTOB MOXET
BECTH K HaKOTUICHUIO B HUX TJIMKOTEHA, CJICCTBUEM YETO
SBIIACTCST AMapesi, KOTopasi HaOIromaeTcs y 9acT OO0JTb-
HBIX [6, 10, 11].

IMpu nepuiute 6enka GLUT2 nmomMuMo mnoyeyHoi
[JIIOKO3YPUM U TaJIaKTO3ypUU MPOUCXOIUT OoJsiee Tiybo-
Koe HapylleHWe (YHKIIMHM TTPOKCUMAIBHBIX KaHAJIbIICB
nouek: ¢ocdaTypus, CONPOBOXIAOIIASICS CHUKEHUEM
comepkaHUsI HeopraHmdecknx $ochaTtoB B KPOBU, Be-
IIET K Pa3BUTHUIO PaxXWTa; MOTepss OMKapOOHATOB ¢ MOYOMA

Hosukos I1.B. u coaem. Cunnpom ®ankoHu—bukkens y neteit

TPUBOIUT K Pa3BUTHIO YMEPEHHOTO METabOIMYecKOro
alnI03a; yBeIMIeHNE OCMOTUIECKOTO TUype3a IPOSTBIIS -
ercsl noauypueii [3, 4]. CyliecTBeHHbIX HapylIEHUI Me-
tTabou3Ma ppyKTo3bl Mpu cuHapome PaHKoHn — Buk-
KeJist He HaOmomaeres [3].

HavanbHble cUMNTOMBI 3a00JieBaHUSI OOBIYHO T10-
SIBIITIOTCS Y IETell Ha TIEpBOM TOMYy KW3HU, B BO3pacTe
ot 310 10 Mec BBuUAE MEPUOAMYECKON TUMEPTEPMUHU,
IJIOXOTO aIIeTruTa, PBOTHI, 3aeP KK POCTa M CTaTUKO-
MOTOPHOTO Pa3BUTHSI, PAXUTHMUECKUX W3MEHEHMI CKe-
neta. [To3ke oTcTaBaHUE B POCTE CTAHOBUTCS BCe Ooee
3HAYUTEIBHBIM, OOpalaeT BHUMaHUe OOJTBIIION PacTsIHY-
TBII XKUBOT, OTIPEACIISICTCS TelTaTOMeTalIusI, HabomaeTcst
oy pusi. XapaKTepHBI OCTEOITOPO3, HEPEIKO COIMPOBO-
KIAIONITUICS TTepeJIoMaMy TPYOUAThIX KOCTEH, paxuTude-
CKHUe M3MEHEHUST KOCTel, 3alepkKa IpOope3bIBaHUS 3Y-
00B, OTCTaBaHWE TTOJIOBOTO pa3BUTHUsA. MHOTIAa Hanbomee
SIPKUMU TIpU3HAKaMU 3a00JIeBaHUSI CITYKAaT CUMITTOMBI
Manbadbcopouuu [3, 4]. 1o nanusiM R. Santer u coast.
[8], remaToMeranust MOXeT He SBIATHCS 00SI3aTETBHBIM
YCIIOBUEM JUTSI AMarHOCTUKY JaHHOTO CHMHAPOMA B MJjla-
neHueckoM Bo3pacte. KaTapakra He xapakTepHa [3].

[leyeHb ¥ IMOYKW YBEIWUYECHBI B pa3Mepax B CBSI3U
C HAaKOIUICHUEM TJIMKOTeHa, CTPYKTypa KOTOPOTO He Ha-
pylreHa. B mmoukax TJIMKOTeH HaKaruTBaeTCs B KJIETKaX
MMPOKCUMATBHBIX KaHablleB. [IporHo3 i XKU3HU OT-
HOCUTENIbHO OyaronpusTHBIN. C BO3pacTOM COCTOSTHUE
MOXET CTaOMJIM3MPOBATRCS, pa3Mephl IIEYCHN HECKOIBKO
yMeHbIiatores [3].

JlabopaTopHbie HCClIeTOBaHUS BBISIBJISIIOT TUMOTIM-
KEeMUIO, KETOHYPUIO M HU3KUI YpPOBEHb JIaKTaTa HAaTO-
IaK, TOTAa Kak Mocjie eIbl MPOUCXOMUT BBIPAXKEHHOE
TTOBBIIIIEHWE YPOBHS TJIFOKO3bI, TaJIAKTO3BI U JIAKTaTa.
B chIBOpOTKE KPOBH Y OOTBHBIX CHIDKEH YPOBEHb Heopra-
H1YecKoro pocdopa, yMepeHHO IMOBHIIIIEHO CoMepKaHue
XOJIECTeprHA, OOIIUX JIMITUIOB, aKTUBHOCTH IIEJIOUHOMN
docdarassl; BHISBISICTCS YMEPEHHBIA METa0OTMICCKUI
anmno3. MccnemoBaHue MOYM BBISIBIISICT TIPU3HAKY JIHAC-
(YHKLIMY MPOKCUMATILHBIX KaHAJIbLEB ITOYEeK — TITIOKO-
3ypHUIO, TATAKTO3YPUIO U TCHEPATM30BAHHYIO TUTIEpAMU-
HOAIMAYPUIO, TIOBBITIICHUE SKCKPEITMU HEOPTaHUIECKUX
docharoB, Kamplusi, MOYEBOW KHUCIOTHI, HEMOCTOSH-
HO MOXET OIpeNesIThcsl JierKas mpoTtenHypusa. Cko-
pPOCTb KJTyOOUKOBO (DUIBTpaliiK OCTaeTCsl HOpMaIbHOM
WJIM MOXET ObITh CJIeTKa CHUXXEeHHO [4, 12].

Jleuenue 3abosieBaHus He pazpaboraHo. CumIroma-
TUYECKas Teparnvsl HarpaBlieHa Ha YMEHBITICHHE TeTHIpa-
TaIl¥, BOCTIOJTHEHNE Ne(UITUTA JICKTPOJIUTOB, BKITIOYEC-
HMe TiperapatoB BuTamMuHa D.JImeToTepamusi cTpouTCs
10 TUITY JAMAa0eTUYECKOM: YacToe MUTaHWEe HEOOIBITUMU
TTOPLIUSIMM C OTPAaHUICHUEM B paITMOHE TITIOKO3HI M KETO-
TeHHBIX TIPOIYKTOB. B KauecTBe albTepHaTUBHOTO MCTOY-
HMKa MOHOCAXapuIoOB MCTOJb3yeTcs dpykTo3a. [TomyueH
OyaronpusTHBIN 3¢ dexT OT MpruemMa NpoayKTOB, COIEpXKa-
WX KYKYPY3HBIN KpaxmaJl, 9YTo 00ecIieunBaeT MeIJICHHOE
BBICBOOOXIEHNE TIIOKO3BI U TIPEMyIpeXKaacT TUITOTIINKE-
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muio [3, 4, 13]. YeTkux ykazaHUii Ha HEOOXOAMMOCTb OT-
paHWYEHUS TIpHeMa TaJTaKTO3bI HET.

B muTepatype OTCYTCTBYIOT CBelleHUsI 00 YpOBHE Kap-
HWTWHA B KPOBU y neTeii ¢ cuHapomoM dankonn — buk-
Kessi. B To e BpeMsi u3BecTHO o nedunnre cBOOOIHOTO
KapHUTAHA TIPU TPOKCUMAJIBHON TyOyJIOIaThU, Xapak-
TEPHOU IUTA IEPBUYHOTO ¥ BTOPUYHOTO (HATIpUMep,
IIpu MCTUHO3e) cuHapoMa [debpe me Tonum — PaHKo-
HM. Y TaKWX OOJBHBIX HU3KUU TTOKa3aTelb KapHUTWHA
B KPOBU SIBJISIETCSI CJIEACTBMEM AedeKTa ero peadcop-
61U B MPOKCUMATBHBIX KaHAJIbIIAX, TOTIa KaK B HOpME
He MeHee 97 % cBOOOIHOTO KapHUTHHA MTOABEpraeTcs Ka-
HaJIbLIeBOI peabcopoumu [14—16]. TumokapHUTUHEMUST
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