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Ciryyaii MHOKE€CTBEHHBIX a/IeHOM NeYeHH
Y NOJPOCTKA C TSKEIbIM T€4eHUEM IJIMKOTeHOBOM
0oJs1e3nu Tina Ib

IIpedcmasnen Kaunuveckuil cayuail paseumus MHONCECIMEEHHbIX A0EHOM NeHeHU Y NOOPOCMKA ¢ MANCeAbIM MeHeHUueM 2AUK02eH080l 6oae3Hu muna
Ib (udenmughuyuposanvt mymayuu c.1042_1043delCT u c.817G>A cena SLC37A44 ¢ komnayno-eemepo3uecomuom cocmosnuu). Pebenky naznauena
Mepanus CoipbiM KyKypy3HbIM KPAXMAAOM U 2enamonpomexmopamu, HO NAyUenm u e20 pooumenu Umenu HU3KYH KOMHAAEHMHOCHb K AeHeHUH).
B 13,5 aem y pebenka, no danHbim YabmpazgyKo6o2o Uccae008anus U KOMHbIOMEPHOU momoepapuu, enepgvie Obiau 6biAGAEHbI MHONCECMEEHHbIC
adenomsl nevenu. Ilo npuuure mscen02o coCmosHUs NAYUeHMa npogederue NPULEeAbHOL OUONCUL 04a208 HA OAHHOM dMAne 0KA3aA0Ch He803MONCHbIM.
B nacmoswee epems nposooumcs koppexuus memabosuteckux Hapyuerui, nocie 4e2o oyoem peuier onpoc 0 OUASHOCMUYECKOU NYHKUUU 0151 onpe-
denenus danvreliuell makmuku edenus 604bH020. B o6cyscoenuu npuseders cospemenHbie 0arHble 0 NPUMUHAX U HAKMOPAx pucka paseumus a0eHom
neueHu y nayUeHmos ¢ 2AUK02eH080I 0Ne3HbI0, OMMEUEeHA B03MONCHOCMb UX MAAUCHUZAUUU, NPeOCMABAeH aAeopumm HaAOA00eHUs MAaKuX 00NbHbIX,
a makce ceedeHuss 0 Memooax aeueHus: a0eHOM.

K c106a: 2AUK 60.1e31b, a0eHOMbL neuenu, OUAZHOCMUKA, 0emu.

(Becmnux PAMH. 2014; 11—12: 54—59)

Benenue

I'mukorenoBast 6os1e3ub (I'B) Tumna I, unu 6onesus ['mpke,
CBsI3aHHas ¢ IeUIIMTOM IITI0K030-6-docdarasbl — 3T0 0aHA
U3 HauboJsiee TSXKeJIbIX (hOPM Cpelu BCeX INIMKOreHO30B, YTO
CBSI3aHO C BEPOSITHOCTBIO PAa3BUTUSI OCTPBIX MPOSIBICHUI
TUMOTJIMKEMUUN [aXe IMPU HEMIPOIOJKUTEIBbHOM TOJIOAAaHUU
Y BTOPUYHON MeTaboIMYecKOoi AeKOMIEHCAauuu (aluuos,
TUMEPIUIUIECMHUS], TUNIEPYPUKEMUS, NTUCHYHKLUS TPOMOO-
uutoB). KiimHUuyeckrue ¥ maTojioroaHaTOMMYeCKKe Mpu3Ha-
KU 3abosieBaHMsl BriepBble Obutn onucaHbl E. von Gierke

B 1929 r., a depmenTHrlil aedexr ycraHosieH C.F. Cori
tosnbko B 1952 r. I'b tuna I BcTpewaercs mpubIM3UTENBHO
y 1 u3 200 Thic. HOBOPOXAEHHBIX. 3a00JIeBAEMOCTh MaJjlb-
YUKOB M J€BOYEK OAMHaKoBa. HacriemoBaHue — ayrocom-
Ho-peueccuBHoe. [Ipu 3Toil maTtosoruu Hapylaercsi Kak
[JIMKOTEHOJM3, TaK U TJIIOKOHEOreHe3, YTO U OOYCJIOBIMBA-
eT TposiBieHUs1 0ojie3HU. OCHOBHBIM KJIMHUYECKUM CHUM-
ITOMOM SBJISIETC TE€ImaToMerajivsgd, BO3HHUKarIasi B CBA3U
C M30BITOYHBIM HAaKOIUUIECHUEM TJIMKOTEHA U JIMIIUOOB B rera-
TouuTax. OOBIYHO 00JIE3Hb AMATHOCTUPYIOT Yepe3 HECKOIbKO
MecCSILIEB MOCTIe POXIEHUs, KOrja y pebeHKa 0OHapyKMBaKOT
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History Case of Multiple Hepatic Adenomas in Adolescent with Severe
Course of Glycogen Storage Disease Type 1b

We represented a case history of multiple hepatic adenomas in an adolescent with severe clinical course of glycogen storage disease type 1b (compound
heterozygous mutations c.1042_1043delCT and c.817G>A in the SLC37A4). The patient was prescribed a raw cornstarch and hepatoprotectors
therapy, but he and his parents had low compliance to treatment. At the age of 13,5 years ultrasound investigation and computed tomography revealed
multiple adenomas. Due to the severe condition of the patient it was impossible to perform focal hepatic biopsy. At present time the patient receives
treatment focused on correction of metabolic disturbances, thereafter an applicability of exploratory puncture will be settled for the further patient
surveillance. The modern data on causes and risk factors of hepatic adenomas in such patients, the possibility of their malignization, the algorithm of

the follow-up and the methods of treatment are presented in the discussion.

Key words: glycogen storage disease, hepatic adenomas, diagnostics, children.
(Vestnik Rossiiskoi Akademii Meditsinskikh Nauk — Annals of the Russian Academy of Medical Sciences. 2014; 11—12: 54—59)
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YBEJMYEHUE pa3MepOB KMBOTA M 3HAYUTEIIBHOE YBEJIMYCHUE
pa3MepoB TeyeHU. TsKecTh TMIONIMKEMUN TTOCTETIEHHO Ha-
pacTaer, 4To MPUBOAMT K CUCTEMHBIM METa0OJMYECKUM Ha-
pywenusiM. K nzBectHbiM ocioxxHeHusiM I'b Tuna [ otHocsT
MTOIarpUYECKUIT apTPUT, OCTEOTIOPO3, 3alEPXKKY IOJIOBOTO
co3peBaHUsI, KCaHTOMAaTo3, (GUOpo3 WM LUPPO3 TECYCHHU,
aTakke (hopMUpoBaHUe renaroleLTIoIsIpHbIX aneHoM (ILIA),
KOTOpble pa3BuBatoTcsi B Bo3dpacte 10—30 jeT ¢ yacToToit
or 16 10 75% [1—3]. MexaHU3Mbl UX Pa3BUTHUSI 10 KOHLA HE
BBISICHEHBI. B mociieHee BpeMst BeIyIiyto poJib TPUIAIOT XPO-
MOCOMHBIM M TEHETMUECKUM aHOMausIiM. Tak, B McciieoBa-
auu P.S. Kishnani 1 coaBT. coo011a10ch 06 OMHOBPEMEHHOM
MPUOOPETEHNH JIOKYCa XPOMOCOMBI 6p M TIOTepe 6 y TalueH-
toB ¢ I'b Tnma la, umetommm I'LIA [4]. ITpu aTOM GoJiee KpyIi-
Hble ['LIA ObuIM cOmnpsiKeHbI ¢ abeppalusMu XPOMOCOMBI 6,
a cHmkeHHas akcripeccust /[GFR2R n LATS1 (reHOB-KaHIW-
JTaTOB Ha POJIb CYITPECCOPOB OITYXOJIEBOTO POCTa) B TOJIOXKE-
HuM 6q 6otee yeM B 50% ciydaeB I'LIA Oblia accounupoBaHa
¢ HamuueM I'b tuma la [4]. B cBoio ouepens, J. Zucman-
Rossi 1 coaBT., MpOBONUBILIME HWCCIENOBAHUE OITYyXOJEBBIX
0o0pa3oBaHUil y JIOACH C pa3TUYHBIMU 3a00JIeBaHUSIMU TIe-
YEeHU, MMOKA3aJIM, YTO aIEHOMBI, COTIPSIKEHHBIE ¢ aKTUBAIUEH
[B-kaTeHMHA, UMEIOT OoJice BBHICOKMI PMCK MaJlMTHU3AIUNU [5].
R. Froissart 1 coaBT. COOOIIUIN O TpeX CIydyasix oOHapyxKe-
HHUSI aKTUBUPOBAHHOTO [-KaTeHWHa y manueHToB ¢ ['LIA,
CTpaJalolIMX TJIUKOTEHOBOW Oosie3Hbio Tuma la, mpuuem
BomHOM ciiydae pasBuiiach 'LIA [6]. Takke MOsSIBUIINCH TaHHbIE
0 TOM, YTO TIOBBILLIEHHAs] CBIBOPOTOYHAs! KOHLIEHTpALUs Ofl-
HOTO 13 OeJIKOB, MHAYLMPOBAHHBIX OTCYTCTBMEM BuTamuHa K
(PIVKA-II), MOXeT CBUIETEIbCTBOBATH O 3J0KAUYE€CTBEH-
HOM TiepepoxkneHun aaeHoM [7]. Kpome Toro, obcyxmaercst
poJib KayecTBa MeTabOJMYEeCKOTO0 KOHTPOJISi B OTHOIIEHUU
pucka (opmupoBanus ['IA [8]. Ipyroii mMexaHuU3M BO3-
HUKHOBEHMSI aleHOM MOXET ObITb CBSI3aH C HapyLICHUSIMU
MMMYHHOTO OTBETa, KOTOpbIE Pa3BMBAIOTCS Y MaLMEHTOB
¢ I'b tuna I Ha ¢oHEe AIUTETBLHOIO MOBPEXKIEHUS TEYSHU.
Tak, S.Y. Kim u coaBT. cooOuialoT, YTo B 3KCIEPUMEH-
TanbHOI Monenu I'b Tuna la y Mmblneil oTMevyaeTcs ctoiikoe
yBeJMYEeHHEe Yuciia HeTpohuaoB B nepudepruyeckoit KpoBu
Hapsily C TOBBILIICHHBIM COJEPXaHUEM TPaHYJIOLUTaPHOTO
KOJIOHMECTUMYJIUPYIOIIEro (hakropa M HUTOKUHUHIYLIUPYE-
MOro XeMoaTTpakTaHTa HelTpoduios [9].

Knnnyeckuii npumep

[Manuent B., Bo3pacr 13 et 7 mec.

M3 aHamHe3a M3BECTHO, YTO peOEHOK OT 2-il OepeMeH-
Hoctd (1-s1 GepeMEHHOCTh — MaybuMK, 16 JeT, 310poB),
MpoTeKaBIlleld Ha (PoHe 3MM30Ia OCTPON PECHUPAaTOPHOIL
MHEeKIUU 1 ¢ oTeKamu Ha 38-it Hem. Pombl Ha 42-if Hen,
Bec nipu poxaeHnu 4020 r, poct 53 cm. OneHKa 1o IIKajie
Amrap 7/8 6ainoB. U3 ponuibHOTO 10Ma peGeHOK BBITTMCAH
Ha 5-e cyT. Ha rpyiHOM BCKapMJIMBaHUM HAXOIUIICS C POKIIE-
HUS 10 3 MecC KU3HMU.

C poxneHUsi MaTh OTMeYajla, YTO y peOeHKa YyBeJIMYeH
KWBOT, UMEIOTCSI CUJTbHAS TTIOTJIMBOCTH BO BPEMSI CHA, YaCThIi
KUIKWI CTYJI, ONbIIIIKA. B Bo3pacte 5 Mec MaJlburKy BITEpBbIE
BBIITOJTHEHO Y3 opraHoB OpIOIIHOI TTOJIOCTH, IIPU KOTOPOM
BBISIBJICHBI 9XOTIPU3HAKU TrernarocruieHoMeranu. B Bo3pacte
8 Mec TIpom3oIIeT 3MU30[ PBOTH «KOMEWHON TyIIek», TTpu
OCMOTpe Te4YeHb Ofpeneisuiach Ha +9 cM OT Kpasi TpaBoii
pebepHOil IyTu M0 CPeNHEKITIOUNIHON JIMHUM, Cele3eHKa —
+4 cMm. B Bo3pacte 10 mec — taxumnHos no 70/MuH, eyeHb —
+10 cM. BriepBble ITpoBeIeHO OMOXUMUYECKOE UCCICIOBaHIE
KPOBH, TIO pe3yJbTaTaM KOTOPOTO BBISIBJIEHA TUTTOTIIMKEMUS
no 3,1 mmonb/n (HopMma 3,3—5,5 MMoOIb/7), TOBBIIICHUE

aktuBHoctu AJIT no 72 ME/n (Hopma 5—40 ME/n), ACT —
1o 105 ME/n (Hopma 5—42 ME/n), menouHoii ocdarazsr —
no 668 ME/n (nopma 60—500 En/i), KOHLUEHTpaLMKU XOJie-
crepuHa — 0 10,6 Mmmouib/J1 (HopMma 1,3—6,5 MMOJIb/IT), TPU-
TJULEpUIOB — 10 3,25 MMmoutb/ (HopMma 0,34—1,6 MMoub/).

B Hosi6pe 2001 r. (B Bo3pacte 1 roma 3 mec) maimeHT ObiT
BIIEPBbIE TIPOKOHCYJIBTUPOBAH CIlelUancTaMu HayaHoro
1eHTpa 300poBbs neteit (MockBa), U HA OCHOBaHUU KJITMHU-
KO-J1ab0OpaTOPHBIX JaHHBIX ObUIa nuarHoctupoBaHa I'b tuna
Ib. BiociencTBum quarHo3 ObUT TOATBEPKIEH MOJIEKYISIPHO-
reHeTnyecku. KitaccmueckuM MeTomoM TpsSIMOTO aBTOMATH-
YECKOTro CeKBeHUpoBaHUS 1Mo CaHTepy ObLIM UCCIIEIOBaHbBI
BCE KOIUPYIOIINE 3K30HbI U MPWIETalollie NHTPOHHBIE 00-
nactu reHa SLC37A4, BoisiBiieHbl mytauui c. [042 1043delCT
(p-Leu348Valfs*53) n c.817G>A (p.Gly273Ser) B xoMmayHI-
TeTePO3UTOTHOM COCTOSTHMU. WMHTepecHO, 4TO MyTamus
c.817G>A (p.Gly273Ser) panee He ommcaHa B 0a3e JaHHBIX
Human Gene Mutation Database (HGMD), a o maHHBIM
KOMITbIoTepHOTO aHanu3a (Alamut Visual v. 2.4) oHa MOXeT
SIBIIATBCS TTatoreHHoi. B 2013 1. J. Wang ¢ coaBT. oOHapyKu-
JI1 TOYHO TaKOW Xe TaruioTUI y NEBOYKHU B Bo3pacTte 1,5 jer
¢ KIMHUKO-JIA0opaTOpHBIMU TposBiaeHusIMU ['b Tuma Ib:
remaroMerajiieii 1 OTCTaBaHWEM B (PU3MUYECKOM DPa3BUTHUU,
TUIepJakTaTeMuell u runepaunuaemueii [10].

[Tocne mocTaHOBKM AMArHO3a MAJIBYMKY OBIJIO HA3HAUYEHO
JIEYEHNE CBhIPBIM KYKYPY3HBIM KpPaxXMaJloM U TenaToMpoTeK-
Topamu. Jlanee peGEHOK PEryIsipHO MPOXOIWJI CTalMOHAp-
Hoe obOcienoBaHue B HayyHOM LieHTpe 3I0pOBBSI JeTeil.
ITo maHHBIM OMOXMMMYECKMX aHAJIM30B KPOBHM COXpaHSLI-
Csl BBIPaXXEHHBIN JakTatauuao3 (o 17 MMoiab/1), LUMTOIU3
(AJIT no 100 En/n, ACT mo 195 En/n), runepxosnecrepuHe-
mus (12,2 mmonb/n). ITo panHbiM Y3U opraHoB OpIOLIHOM
MOJIOCTU TeYeHb ObUIa BBIPAXKEHHO yBeJlMYeHa, UMesla POB-
HBIIl KOHTYP, TUMEPIXOTeHHYI0 U A1 dy3HYI0O MeTKooyaro-
BYIO HEOIHOPOAHOCThb (CTeaTo3); MOIMOJHUTEIbHbIE O00BEM-
Hble 00pa30BaHUsI HE BU3YaJIU3UPOBATKCH.

B 2008 r. (B Bo3pacTe 9 5ieT) nmalueHTy BIepBble MPOBEIe-
Ha KOMITbIOTEpHast ToMorpadusi OpraHoB OPIOIIHON MOJOCTH:
MeyeHb 3HAUMTENIBHO YBeJMYeHa B pa3Mepax, KOHTYphI ee
POBHBIE, MAPEHXMMa TOMOTEHHasl, PEHTITeHOBCKasl TUIOTHOCTh
HE3HAYUTENIbHO CHIXKeHa (10 +47—51 en. X). JlonoJHUTEIb-
Hble 00bEMHBIC 00Pa30BaHUSI B MApEHXMME MTeYeHU He BU3ya-
JIM3UpOBaAIUCh (puc. 1).

C 2010 o 2013 r. ponuTeNu C MAalMEHTOM 1O COOCTBEH-
HOW MHULIMATHBE Ha IJIaHOBbIE OOCJIENOBaHUS HE SIBJISUTHCH,
MeTabOoIMYEeCKUit CAMOKOHTPOJIb HE MPOBOIWIN, BpayeOHbIE
PEKOMEHIAIUU HE BBITTOTHSUIN, TUETY PpEOCHOK He cobToall,
He MPUHKUMAJT ChIPOIA KYKYPY3HBIi Kpaxmal.

B mae 2013 1. (B Bo3pacte 12 jer 9 Mec) maiueHT ro-
CIUTAIM3UPOBaH B HaydHblii 1IeHTp 3mM0poBbst neteit. [1pu
OCMOTpEe WMeJI TUIMYHBIA BUI OOJBHOTO TJIMKOTEHO30M:
OOJIBIION BBICTYMAIOLIMIA KUBOT, «KYKOJILHOE» JIMLIO, KOPOT-
Kasl 11esi, TOHKME KOHEYHOCTH, IMOXOJKa BrepeBasiky. Du-
3UYECKOe pa3BUTHE HU3KOoe, aucrapmMoHuyHoe. Poct 110 cm
(COOTBETCTBYET 5 ToIaM XM3HM), BeC 23 KT (COOTBETCTBYET
7 romam ku3Hu). KoXHble MOKPOBBI YUCTHIC, OJIEMHbIC, Tie-
PUOPOUTATTBHBIN 1IMAHO3, BBIPAXXKEHHAS KANMWUISIPHAS CETh
Ha IIIeKax, YIIHBIX PaKOBUHAX, YCWJIEHWE BEHO3HOTO PUCYH-
Ka Ha Ipyau, IepeaHell OprOIIHOM CTEHKe, CIUMHE, CUHSKU
Ha TOJICHSIX, TOBBILIEHHAsI TOTIUBOCTh. JledeKTbl 3yOHOIt
SMaJM, HapyllleHWe OCaHKW, Pa3BepHYTas HIDKHSS arnepTypa
TPyOHON KJIeTKH, muddy3Has MbledyHas TurotoHus. [lpu
ayCKyJIbTallUM B JIETKUX JbIXaHUE BE3UKYJISIPHOE, TTPOBOIUT-
cs BO BCE OTHENbl paBHOMepHO, xpurnoB HeT. Y 20/muH.
ToHbl cepalia 3ByYyHble, PUTMHUYHBIC, CHUCTOIMYECKUN IIyM
Ha BepXylIKe CpelHell MHTEHCUBHOCTH C Mppaauaiueil B jie-
BYIO TIOIMBIIIIEYHYIO O0JIaCTh. BhIpaskeHHBIN CHUCTOTMYECKUIA
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Puc. 1. KommbloTepHasi ToMorpaMma OpraHoB OpPIOLIHOM TOJIOCTH
TMalyeHTa ¢ NIMKOTeHOBOI 6ose3Hblo Ib Thna B Bozpacte 9 et (akcu-
anbHast mpoekuus). [leyeHb 3HAYMTENBHO YBEIMYEHA B pa3mepax,
KOHTYpBbI IEYEHU POBHbIE, PEHTIEHOBCKAsl IUIOTHOCTh HE3HAUUTEIb-
Ho cHuXeHa (+47-51 en. X). JJonomHuTenbHbIe 00beMHBIE 00pa30-
BaHMsI B TApEHXMME MeYEHU HE BU3YaTU3UPYIOTCS.

M KOPOTKMI JMACTOJIMYECKMIi IIyM Ha OCHOBAHMU Cepilia,
Gosbiie cieBa, crost coxpansercss. YCC 108/mun. AJl mokost
115/70 MM pr.cT. S3BIK 0OJOXEH, KMBOT PE3KO YBEIMYECH
B 00BbEeMe, OKPYKHOCTb XKUBOTa — 73 cM. HYKHsIs1 rpaHmIia Tie-

yeHU Tpu nepkyccun: +12+17+20+12+13+7+4 cm (HauuHast
C TIPaBOil CpeIHEel MOAMBIIICYHON JTMHUM); MPU MaIbIalli
MeyeHb YIUIOTHEHA, Kpail ee 3akpyIjieH, POBHbIN, 0e300e3-
HEHHBIN, MO TIPaBbIM CpPemHEN W TepelHell MTOAMBIIIECUHBIM
JIMHUSIM B 00JIACTH TIEYSHU OTIPEEIISIETCSI JIOKATBHOE OKPYTJIOe
yIUtoTHeHue /10 5 cM B tuametpe. CenedeHka +5 cM (oTTecHeHa
BHU3 YBEJMYEHHOM JIeBoii noseil iedeHn). CTys XUAKUi, 10
3—4 pa3/cyT, 6e3 MaToJOrMYeCKUX IPUMECEIA.

[To pesynabTatam KIMHWYECKOTO aHaIu3a KPOBU MMeJa
MECTO THUIIOXpOMHAs Xejie30eUulINTHasT aHeMUsT CpeIHeil
CTETIeH!, aHW30-, MUKPO-, MOWKUJIOLNTO3, HEUTPOTICHUS,
TpoMmbo1TO3. [l0 MaHHBIM OMOXMMUYECKOTO aHaTu3a Kpo-
BU — CUHApPOM nuronusa u xosnecrasza (AJIT 100 Ex/n, ACT
195 En/n, I'TT 154 En/n npu Hopme 5—35 En/n; rumep-
JIUTTUAEMUST: XosiecTepud 12,2 MMOJIb/JI, TPUTTULEPUIBI —
31,79 mmomb/n; TunepiakTareMust 8,1 MMOJb/J TIpU HOpMeE
0,5—2,2 mMoItb/1).

[Tpu BemonHeHnn Y3U opraHoB OpIOIIHOI TTOJIOCTH: Tie-
YeHb BBIPaXXEHHO yBemdeHa (j1eBast noyst — 87, I cermeHT —
28, mpaBast mosist — 151 MM), KOHTYp €€ POBHBIIA, YToJl BUCIIE-
paJbHOTO Kpasl 3aKpyIyieH, yBeaudeH 10 58—60 °; mapeHxu-
Ma medeHn nuddy3HO HEOTHOPOMIHAS, PE3KO TOBBIIIIEHHOMN
9XOT€HHOCTH, COCYIMCTBIi PUCYHOK BBIPAXXEHHO OOEIHEH,
(UOPO3HBIIT KOMIIOHEHT He ycuiieH, B V—VI cermeHTe BuU-
3yaqu3upyeTcsl OKpPYIJoe TUIEPIXOTeHHOEe O00pa3oBaHMe
pa3smepoMm 10 16X15 MM, C 4YETKMM POBHBIM KOHTYPaMu;
B VI cermeHTe — OKpyrjioe 00pa3oBaHKE C YETKUM POBHBIM
KOHTYPOM pa3MepoMm 32X29 MM, MOHMKEHHOW 3XOTEHHOCTH
MO CPaBHEHUWIO C OCHOBHOW MapeHXMMON TMeYeHU; aHaJo-
TMYHOe obpa3oBaHue pasmepom a0 43%29 mm B 111 cermen-
Te (puc. 2 a—B). /luameTp CTBOJIa BOPOTHOI BEHBI 8,2 MM,

Puc. 2 (a—B). DxorpaMMbl NIeYeHM MalMEeHTa C TNIMKOTEHOBOM 00J1e3-
Hbto Ib TMma B Bo3pacte 13 ner. [leyeHb yBenuueHa B pa3Mmepax,
napeHxuma ee 1uddy3Ho HEOTHOPOIHASI, PE3KO TOBBIILIEHHOI 3X0-
TEHHOCTH, COCYAMCTBI PUCYHOK BBIPaXeHHO 00eiHeH (a, 0), BU3Y-
IM3UPYIOTCST MHOXKECTBEHHBIE OKPYIJIbIe 00pa3oBaHUsI Pa3IMIHOIM
9XOT€HHOCTH (CTPEJIKM).
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Puc. 3 (a—r). KoMnbloTepHble TOMOrpaMMbl OPraHOB OPIOIIHOM MOJIOCTH MalMeHTa ¢ TIMKOreHOBoi Gose3Hbio Ib Tuna B Bo3pacte 13 jer
(a—B — aKcHaJIbHasl, T — rOpU3OHTaIbHAs TIPpoeKIMsl). [TeueHb BbIpakeHHO YBEIMYEHA B pa3Mepax, KOHTYpPbI IeYeHU POBHbIE, PEHTTEHOBCKasI
TJIOTHOCTb 3HAYMTENIbHO cHIKeHa (+32 ex. X). Bo Bcex oTaenax reueH ONpenessiioTes MHOKECTBEHHbIE OKPYTJIble 00pa30BaHMsl (CTPEIKH)
C MakCUMaJIbHBIM JuamMeTpoM 10 30 MM, HEKOTOpbIE U3 HUX — OJHOPOIHON MSITKOTKAHHOM MJIOTHOCTH, APYTMe — C LEHTPAJIbHBIMU 30HAMU
TIOHVKEHHOM TUIOTHOCTU. BOKPYT OT/Ie/IbHBIX 06pa30BaHMii ONpPenessiioTesl TOHKUE 30HbI OT€Ka MTapeHXUMBI TIEYEHHU.

KPOBOTOK TIPU IIBETOBOM [OTIIIEPOBCKOM KapTUPOBAHUU
HE U3MEHEH; OTMEYaeTCsl BEPTUKATU3AlIUsI TIEeYEHOYHBIX BEH,
KPOBOTOK IO HUM MOHO(Ma3HbIi. Celie3eHKa CpeTHEro pas-
mepa (93x54 mMm), mapeHXMMa ee pe3KO HEOTHOPOIHAs,
COCYIUCTHIN PUCYHOK YCWIEH, CTEHKU COCYIOB YIUIOTHEHBI,
IMaMeTp CTBOJIA CEJIE3EHOYHON BEHBI 5,5 MM, KPOBOTOK
He U3MEHEH, JJaMUHAPHBI; KeTUHBI My3bIpb HE YBEJIUUYEH,
dopma ero rnpaBuiibHasi, CTEHKH YIIOTHEHBI, TPOCBET 3XO-
HeratuBeH. [TomxkenymnouHas keje3a yBeJuueHa B pa3mepax
(16x14x20 MM), mapeHXUMa MOBBIIIEHHOM 3XOT€HHOCTH, pe3-
KO HEOIHOpOIHasi, BUpCYHTOB MpOTOK He paciuupeH. Takum
00pa3oM, y nalreHTa Ha ()oHe BBIPaKEHHOM rermatoMeraniuu
¥ 1udbY3HBIX U3MEHEHUI TIeUYeHU BIIepBbIe ObLIM YCTaHOB-
JIEHBI 9XOMPU3HAKK aIEHOM TeYEHU.

C 1enbl0 YTOUHEHHMsI XapakTepa o4yaroB OblIa TpPOBe-
JieHa KOMITbIOTepHast ToMorpacdusi OpraHoB OpIOIIHOIM TIO-

JIOCTU: TIO CPAaBHEHUWIO C TIPEABIIYIIUM WMCCIIEIOBAHUEM OT
2008 r. 3apukcUpoBaHa OTpUIATENIbHASI TMHAMUKA B BUIE
ele OOJIBIIETO YBEJIMYEHMSI Pa3MEpPOB IMEYEHU, CHIDKEHUS
PEHTTEHOBCKOU IJIOTHOCTH €€ MapeHXuMbI 1o +32 ex. X (Ha-
pactaHue BbIpaXX€HHOCTH cTearos3a). Bo Bcex oTaesnax meue-
HM OTPENesIsSUINCh MHOXECTBEHHbIE OKPYIJIble 00pa30BaHUs
MaKCUMaJIbHBIM TUamMeTpoM 10 30 MM, HEKOTOPbIE U3 HUX —
OTHOPOTHOU MATKOTKaHHOM tuiotHOCTH (+50 1. X), apyrue —
C LEHTPaJbHBIMU 30HAMU MOHMKXEHHOM TUIOTHOCTU. BOKpyr
OTHETbHBIX 0OpazoBaHuii B V u VI cerMeHTe onpenensuimch
TOHKME 30HBI OT€Ka ITapeHXNUMEI TleueHn (puc. 3 a—T).
[MamuieHTy BBIMOJHEHA TPAaH3WMEHTHAs! YJIbTPa3ByKOBasi
ajacrorpacdust evyeHu: Mearana coctabuia 6,3 klla, uro co-
OTBETCTBOBAJIO ciiabomy ¢uodposy (F1) mo mkane METAVIR
[11]. B TO XXe BpeMs B OTHENBHBIX yJaCTKaX IEYECHH OIpeIe-
JISTTUCh OYarv € BBIPAXKEHHO TOBBIIICHHBIMUA 3HAYEHUSIMU
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morHoctu: 10,7; 17,3; 13,5; 14,3; 16,9 kIla (4r0 MOXeT co-
OTBETCTBOBATh aJieHOMaM), a TMPU TPOBEACHUN W3MEpPEHMUIt
B 00J1aCTH MAJIBIIUPYEMOro 00pa30BaHMs TIEYEHH IJIOTHOCTh
oKazajach pe3Ko MOBBIIIEHHONH — 10 63,9—66,4 kI1a (HopMa
1o 5,9 klla).

JIIsi MCKITIOYEHHUsT 3JI0KAUECTBEHHOTO XapakTepa HOBO-
00pa30BaHuil ObUIO TMPOBEAEHO OIpEIeieHNEe COIEpKaHUs
OHKOMAapKepOB B CHIBOPOTKE KPOBU. VX KOHIIEHTpaLMsl OKa-
3aj1ach HOpMaJibHOI: a-dertonporeun — 1,12 ME/mn (Hop-
ma 0—3,2 ME/mi), pakoBblil SMOpUOHATBHBI aHTUTEH —
1,04 ur/mn (Hopma 0—4 Hr/mo).

BBumy TsKeq0ro cocTosiHUsI peGeHKa, CBSI3aHHOTO C Je-
KOMITEHCAall1eil OCHOBHOTO 3a00JIeBaHMsI, BBITOJHEHUE TTPU-
LIEJIbHOM OUOTICHM OYaroB IMevYeHU ObUIO MPOTUBOMOKA3aHO.
B Hacrosiiiiee Bpemsi TIPOBOASITCSI Jie4eOHbIE MEPOIPUSITHSI,
HarpaBJieHHbIe Ha KyIMPOBaHME METa0OJIMUYECKUX Hapylle-
HMIA, TOCJie 4Yero OyaeT pelleH BOMPOC O BO3MOXHOCTHU
BBITIOJTHEHMSI TMaTHOCTUYECKON MYHKIIMOHHON OMOTICUM Tie-
YeHU Ul OKOHYATEeJbHOTO CYXJIEHHUS O XapakTepe HOBOOO-
pa3oBaHUI.

Oo0cyxnenne

Hamu nipencraBneH ciyyaii Tsikenoro tedeHust I'b tuma Ib
y MOAPOCTKA, HEKOMIUIAEHTHOTO K JICYeHUI0, Ha (hOHE Yero y
raireHTa 3a 3 rojia pa3BUJINCh MHOXKECTBEHHBIE aIcHOMBI T1e-
YeHU, KOTOphIE B CiIyyae AaJbHEHIIero OTCYTCTBUSI CTPOTOTro
CaMOKOHTDOJISI, HEaAeKBaTHOTO MUTAHUS U HEBBIOTHEHUS
BpaueOHBIX PEKOMEHAAIMI MOTYT MPOTPeccupoBaTh, a PUCK
UX MJIMTHU3ALMU OyJIeT MOBBIILIATHCS.

B 3apy0esxHOl MeTUIIMHCKOM JIUTepaType BOIIPOC O POJIU
KayecTBa MeTabOJIMYECKOro KOHTPOJsS KakK OJHOTO U3 Oc-
HOBHBIX (hakTopoB nuHamuku ['LIA mpomoskaeT ocTaBaThCs
nucKyTtabenbHbIM. Tak, Hampumep, eme P. Parker u coaBrt.
OMnucCaIM cyyau perpecca aieHoM mevyeHu y namueHTos ¢ ['b
tuna I Ha ¢hoHe CTPOroro npuema CbIporo KyKypy3Horo Kpax-
Majia, CAMOKOHTPOJIS YPOBHSA TNMIMKEMUU U BEACHW A TTUILIEBO-
ro nHeBHuUKa [12]. Umeercs coobienne H. lijima u coast. 06
rcuesHoBeHUU ['LIA y manmeHTKH, KOTOPO# B TeueHue 8§ jieT
MPOBOIUJICS] TeMOJMAIN3 B CBSI3U C TsKeJdbIM TeyeHueM I'b
tuna I, ocioXHUBIIEHCS] TOYEYHON HeIOCTaTOYHOCThIO [ 13].

Ha ocHoBaHumn JAaHHBIX PETPOCHEKTUBHOIO aHajiu3a
117 maumenrtoB ¢ I'b Tuna la D.Q. Wang u coaBT. onpeaenu-
JIW, 9TO MSATWICTHSISI CPETHSIS KOHLIEHTPAIUsI TPUTIIULIEPUIOB
B CBIBOPOTKE KpoBH >500 Mr/mi siBisiercst (HhakTopoMm pucka
obicTporo mnporpeccupoBanusi I'LIA, TeM caMbIM MOITBEPXK-
nasi He0OXOAUMOCTb CTPOTOT0 MeTabOJIMYECKOrO KOHTPOJIS
y TaKUX MalyeHToB [ 14].

C npyroit croporsr, M. Di Rocco u coaBTt. B pe3ysbra-
T€ TPOBEIECHHOTO PETPOCIEKTUBHOTO WCCIICIOBAHUS THIIA
CITy4ail—KOHTPOJIb HE TTOJyYWIN JaHHBIX, KOTOpbIe OBl CBU-
JIETEJILCTBOBAJIM O POJIM METabOJIMYECKOTO KOHTPOJIS B pas-
putuu ['LIA y marmenroB ¢ I'b tuma I [8].

3acayXMBalOT BHUMaHUs JaHHbBIE, TIpEICTaBICHHbBIC
J. Calderaro u co0aBT., KOTOpbIE OIMMCAIN MOJEKYJISIPHBIA
npodwib 25 ameHoM, OOHapyeHHBIX y 15 maumentoB ¢ I'b
tuna I: 52% uMmenu BOCIHANUTEbHBINA XapaKTep, CBSI3aHHbII
¢ MyTaLUSIMK JTMOO MHTEPIIEHKUH 6-CUTHAJILHOTO TpAaHCIyLIepa
(IL6ST, rnukonporeud 130), 160 GNAS-KOMITIEKCHOTO
Jokyca; 28% ObuiM (-KaTeHMHAaKTUBUPOBaHHBIMU, 20% —
HeksaccupuuupyeMbeiMu [15]. TIpy 3TOM MHTEpecHO, YTO
B OTJIMYME OT criopanuyeckux ciydaeB pazsutusi ['LIA npu ['b
He OBLJIO BBISIBJICHO OIYXOJIeii, CBI3aHHBIX C MTHAKTUBALIUEH Te-
marouurtapHoro siepHoro dakropa 1-a (HNF1A). Drot dakr
aBTOPBI OOBSICHSIIOT CXOMHBIMU METa0OTMUecKUMHU JedexTa-
MH, HaOmomaeMbiMu Kak Tipu HNF1A-uHakTuBaumm, Tak u
npu aeduimMTe TIOK030-6-bocdaTasbl, Jexalux B OCHOBE
pasutus I'b tumna 1. OTHOCHUTEIBHO BBICOKAST paCIIPOCTPaHEH-
HOCTh y TauneHToB ¢ ['b (-karenmHaktuBupoBaHHBIX ['TIA
YBEJIMUMBAET PUCK X MaUTHU3auu [ 15].

Kak BUIHO M3 TIpencTaBIeHHBIX JaHHBIX, BO3MOXHOCTb
pasButus 'LIA ¢ ux mocienyrolieii TpaHchopMalueilt B re-
MMaTOLEJUTIONIIPHBIE KapIIMHOMBI XOPOIIIO WM3BECTHA JIUIIb
npu I'b tuma 1. B ¢BsI3M ¢ 3TUM MHTEpPEeCHO COOOIIEHHNE
T.M. Manzia 1 coaBT., BIepBble B MUPOBOI IMPAaKTHUKE OOHA-
PYXUBIIUX MOPGOIOTUIECKN TOATBEPXKICHHYIO TeraToLe-
JIOJIIpHYIO KapuurHoMy y natvenTa ¢ I'b tuna VI [16].

CornacHO KJIMHUYECKUM PEeKOMEHIALMsIM, pa3pabo-
TaHHBIM Ha OCHOBaHMM pe3ynbraToB EBpomeiickoro wuc-
cnenoBanusg nmo I'b tuma I (European Study on Glycogen
Storage Disease Type [), HameMmy mamueHTy TpeOyeTcs
MPOBEICHUE PETYISIPHOTO BU3YAIM3alIMOHHOTO KOHTPOJIS:
VY3UW nedeHu ciemyeT BBINOJHATH HE PeXe OMHOTO pasa
B 6 mMec, MPT meuenu — exeromHo. McciaemoBaHue co-
nepxkaHus o-(GeTornpoTeMHa M PakKoOBOro 3MOpPHMOHATBbHO-
O aHTUTeHa B CBHIBOPOTKE KPOBU JJIsI MCKIIOYEHUS 3J10-
KauecTBeHHOI TpaHchopmaimu ['IIA mokazaHo Kaxibie
3 Mec. [lpoBeneHMe KOMITbIOTEPHOU ToMorpaduu lieaeco-
00pa3Ho B cilyyae MIaHUPOBAHUSI XUPYPrUYeCKOn pe3eKLnn
aneHoM [1].

3aKkmoueHue

PasButne AICHOM II€YEHU U BbICOKUIA PUCK X MAJIMUTHU-
sauun y neteit ¢ I'b tuna | siBasiercst ceppesHoii mpobaemMoit
MPaKTUYECKOW MeanaTpuu. B cBsi3u ¢ 3TUM Bpayam ciienyeT
OBITH OOJIee BHUMATEJIbHBIMU B OTHOILIEHUN CBOEBPEMEHHOTO
0oOHapyXeHUsI 00bEMHBIX 00pa30BaHMI MEYEHU y TaKUX Ia-
LIMEHTOB JIJ1s1 U30paHUsT BEPHOI TaKTUKH JIEYEHUSI.

KondmkT unrepecon
ABTOpBI JaHHOW CTAaTbU TOATBEPOUIN OTCYTCTBHE (hU-

HAHCOBOW MOMIEPKKKM / KOH(MINKTa UHTEPECOB, O KOTOPHIX
HEOOXOAUMO COOOIIUTD.
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