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Imukoreno3 Tuna IXa — camblii 4acThlii M3 H3BECTHBIX K HACTOSIIEMY BpeMeHH 15 THIOB IIMKOreHo30B. 3a0oeBaHue nMeeT X-clien-
JICHHOE PelleCCUBHOE HACJIeJ0BaHHE, 00YCIOBIeHO MyTausaMi B reHe PHKA2, Nokain30BaHHOM HAa KOPOTKOM ILIeYe XPOMOCOMBI
X B peruone Xp22.13. OcHoBHbIE NPOSIBJIEHUS DOJIE3HHU: 3a1ePKKA POCTA, yBeJIMIeHHe PA3MepPOB NeYeHH, IMU30/1bl THIONTHKEMHUM,
KeT032 HATOMLIAK, MOBbINIEHHE B KPOBH YPOBHS XO0JIeCTEPHHA, JMIONPOTEHIOB HU3KOIl MJIOTHOCTH, TPHIIMIIEPUIOB, MEYEHOUHBIX
TpaHcamMuHa3. Bo MHOTHX ciiyyasix TedeHHe 00JI€3HM MOXKET ObITh OTHOCHUTEILHO JIETKHM, YTO 3aTPYAHSET PAHHIOW JUATHOCTUKY
¥ CBOeBPeMeHHOe Ha3HayeHue Tepanuu. [IpuBenenbl KIMHHYECKUe HAGIOEHNS 3a ABYMSI IETbMH U3 HEPOJCTBEHHBIX ceMeii ¢ 0/u-
HAKOBOii roM03uroTHoi Mytanueii c.884G>A (p.Arg295His, nim R295H) B rene PHKA?2. Tlog4epKHYTbI CXOICTBO M PA3IH4Msl KJIH-
HUYECKO# CUMIITOMATHKM, MPEACTABIEHbI 0COOEHHOCTH BeJeHUs NAIMEHTOB.
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IXa glycogenosis is the most common of the currently known 15 types of glycogenosis. The disease has X-linked recessive inheri-
tance, is caused by mutations in the PHKA2 gene localized on the short arm of X chromosome in the Xp22.13 region. The main
manifestations of the disease: stunted growth, increased liver size, episodes of hypoglycemia, fasting ketosis, increased blood levels
of cholesterol, low-density lipoproteins, triglycerides, liver transaminases. In many cases, the course of the disease can be relatively
mild, which complicates early diagnosis and the timely administration of therapy. Clinical observations of two children from unrelated
families with the same homozygous ¢.884G> A mutation (p.Arg295His, or R295H) in the PHKA?2 gene are presented. The similari-
ties and differences in clinical symptoms are emphasized, and the features of patient management are presented.

Key words: children, [Xa glycogenosis, stunted growth, glycemia, ketosis, cholesterol, transaminases, c.884G> A mutation of the
PHKA?2 gene, diet, corn starch.
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Cpe)m HACJIEeJICTBEHHBIX Ne(eKTOB 0OMEHa YyrieBo-
JIOB 0CO00€ MECTO 3aHUMAIOT 0OJIE3HU HAKOTLJIe-
HUS TJIMKOTE€HAa, WIN TJIMKOTeHO3bl. [JIMKOreH — BbI-
COKOMOJICKYJISIDHBIN ~ TToJiucaxapuja, OOpa3oBaHHBIN
OoCTaTKaMU [JII0OKO3bl, I1aBHas (hopma 3amacaHust yrie-
BOJIOB Y XXMBOTHBIX U OJIMH U3 OCHOBHBIX UCTOYHUKOB

sHepruu [1]. TepMUH «TTTMKOTEHO3BI» O0BEINHSIET PSIIL
TeHETUYECKU OOYCIOBJIEHHBIX 3a00JeBaHUI, TIPU KO-
TOpBIX HaOJOAAeTCs] HapyllleHWe CUHTEe3a, MOOWJIM-
3allMu WJIM Jerpajallui TJUKOTeHa U OTJIOXEHUE ero
B HEM3MEHEHHOM BHIE WM B BUIE He(DU3UOTOTHYE-
cKux (opM B pa3IMYHBIX OpraHax v TKaHsx. Hanbosb-
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Sononckas M.H. u coasm. Inukoreno3 tuna [Xa — quarHoctrika, 0cOOEHHOCTH KIMHUYECKUX MTPOSIBIICHUI U JIEUSHUST

1ee KOJUYECTBO TJIIMKOT€HA CONEPXKUTCS B TIEYeHWU,
CepIeYHOM U CKeJETHBIX MBIIIIIaX, Toykax. K HacTos-
IeMy BpEeMEHM WM3BECTHO 15 TUTIOB TJIMKOTEHO30B,
tun IXa gaBisgercs caMbIM 9acThIM [2].

Imukorenos Tumna IXa nmeer X-crenjaeHHoOe perec-
CMBHOE HacJieloBaHUE U OOBIYHO XapaKTepU3yeTcs CO-
BOKYMHOCTbIO KJIIMHUKO-JIa0OPATOPHBIX TOKa3aTesei,
BKJTIOYAIOIINX 3aJePKKY pOCTa, YBeJUUEeHUE pa3MepoB
MeYeHn, BMU30AbI TUTIOTIMKEMHWU, KeTo3a HaTOoIaK,
MOBBIIIIEHNE B TJIa3Me KPOBU YPOBHSI XOJIECTEpPUHA,
JIMTIONPOTEUAOB HU3KOW TUIOTHOCTH W TPUTIUILIEPU-
OB, yMEPEHHOE TTOBBIIIIEHNE AKTUBHOCTH TTeY€HOTHBIX
TpaHcamMuHa3. OZHAKO BO MHOTHUX CIIyYasX TedeHHe
060JIE3HU MOXKET OBITh OTHOCUTEIBHO JIETKUM M TaKue
MPU3HAKM, KaK 3aep>kKa pocTa U TUTTOTJIUKEMUSI, MO-
ryT HabJ01aThCsl HE Y BeeX nalMeHToB [3]. Dto cozna-
eT oTNpeleeHHbIle TPYIHOCTH paHHEH JIMArHOCTUKU
U CBOEBPEMEHHOTO Ha3HaYeHUs Tepanmuu. B KadyecTBe
WITIOCTPAllMU TIPUBOAUM UCTOPUM OOJIE3HM ABYX ITa-
LIMEHTOB, HAOTIOAABIIMXCS B HAIlEel KIIMHUKE.

IMamuent 1. Manbuuk BrmepBble OBLI 00CemOBaH
B HUKMU neanatpum amOys1aTopHO B MSITUJIETHEM BO3-
pacte B CBSI3M C 3aIepKKOi (PU3NYECKOTO pPa3BHUTUS,
yBeJMUEeHUEeM pa3MepoB XUBOTa. M3 aHaMHe3a U3BeCT-
HO, 4YTO peOGEeHOK OT TepBOi, HOPMAJTbHO TPOTEKAB-
et 6epeMeHHOCTH, (DU3UOJTOTUIECKUX POIOB B CPOK,
Macca Tesa nipu poxaeHnu 3200 1, mmHa Teaa 57 cM.
Ha nepBoM roay xu3Hu obOpaian Ha ce0si BHUMaHUeE
VBEJMUEHHBIN XWBOT, HabJomaicss Heo(hOpMIEeHHBIN
cTys 10 7 pa3 B CYyTKHU, yacTas pBota. [IcuxoMoTopHOE
pa3BUTHE COOTBETCTBOBAJIO BO3pacTy. 3aaepKKa pocTa
craja oyeBuaHON ¢ 1,5 jetT. [ukoreHo3 y maiapumka
BIIepBBIE€ OBLT 3aMMOI03PEH IO MECTY XXUTEIbCTBA B BO3-
pacte 1,5 yieT BO BpeMs TOCIIMTAIN3alii B CTAallMOHAP
B CBSI3U C OCTPBIM TaCTPOIHTEPUTOM HEBBIICHEHHOM
STUOJIOTUU, KOTOPBIN TIpOTeKaJ C TermaToMerajueil,
TUTIOTJIMKEMUE, TUTIepIUTTUIEMUEil U TTOBBIIICHUEM
rnmokasareJjieli TpaHCaMuWHa3 TeuyeHM (acrapTaTaMMHO-
TpaHcdepassl, ACAT) u amaHMHaMUHOTpaHcdepasbl,
ANAT). Bbimy MCKITIOYEHBI: LIeIMaKus, MyKOBUCIIHIO03,
renmatutel B u C, 6one3up Bunbcona—KoHoBanoBa.
WUccnenosanue JHK st BEISIBIEHUS TEeYEeHOYHBIX TH-
ITOB TJIMKOTEHO30B HEe TTPOBOIMIIOCH.

Ha xoHcynbTaTMUBHOM TIIpvieMe Bpada-TeHeTHUKa
HWKW neauaTpuu U3 aHanm3a 1aHHBIX POJOCIOBHOM,
CO CJIOB MaTepu, CTajo U3BECTHO, YTO Y ABOIOPOIHOTO
JISITV TI0O MATEPUHCKOM JIMHUU OBIJT YCTAHOBJICH OMAar-
HO3 riauKoreHo3a [X Tuma (pe3yabraThl oOcienoBa-
HUSI POJICTBEHHMKA He TpeacTaBieHbl). Poct pebeH-
Ka B BO3pacTe 5 JIeT HUXE CPEIHEro — COOTBETCTBY-
et 10—25-My MmepLeHTUII0, UMeJICS U30bITOK Macchl
Tejia MO0 OTHOIIEHUIO K POCTYy — Macca COOTBETCTBYET
25—75-my niepueHtuato. O6paiano Ha ce0s BHUMaHUE
yBeJWUEeHWEe pa3MepoB KMBOTA C YMEPEHHO BBbIpaKeH-
HOI BeHO3HOM ceThio. [TaabmaTopHO MeYeHb BBICTYITA-
Jla Ha 5—6 ¢M U3-TIoa Kpast pebepHOl Iyru, Kpailt poB-
HBII, YIIJIOTHEHHBIN; ceJie3eHKa HE MaJbIIMPOBaIach.

Pezyasvmamur nabopamopuvix U uHCMpPYMEHMAAbHBIX
Memo0o8 uccredoganuss (no npedcmasieHHuviM Medu-
YUHCKUM OoKymeHmam). YpOBEHb TIJIIOKO3bl B TLJIa3zMme
KPOBHM yTPOM HATOIIAaK CHUXEH 1o 2,5 — 2,8 MMoJib/1
(Hopma 3,2 — 5,5 MMoJb/1), YPOBEHBb XOJieCTepUHA
U Tpurauuepuaos 5,5 u 1,3 MMoJb/J1 COOTBETCTBEH-
HO (B mpemeslax HOPMalbHBIX 3HAYEHWIA), TTOBBI-
IIeH YpOBEHb JUMONPOTEUIOB HU3KOW TUIOTHOCTH
no 4,0 mmonb/a1 (Hopma 1,55 — 3,36 Mmounb/n), TO-
kazatenu AcAT no 339,5 ME/n (Hopma no 45 ME/n)
u AnAT no 233,4 ME/n (Hopma no 40 ME/n). [Tpu mo-
HUTOPUHTE YPOBHS TJIOKO3bl KaXable 3 4 OTMeda-
JlaCh TUTIOTJIMKEMUSI YyTPOM HaTollak — 2,5 MMOJb/J
u B 21.00 — 3 MMOJB/J; TUTIEPTJIMKEMUSI HE 3aperu-
crpupoBaHa. MccienoBaHue KHUCIOTHO-IIETOYHOTO
coctossHust (KIL[C) kpoBU BBISIBUJIO MPU3HAKU MeTa-
oonmyeckoro anmupo3a: pH xanwmangprHoit xposu 7,33
(Hopma 7,35—7,44), cmeenue 0yepHbIX OCHOBaHUI
(BEb) —3,1 mmounb/n (Hopma £2,0 mmonb/n). B ana-
JIN3aX MOYM TOJIOKUTENbHAs peaklns Ha COomepXKaHue
KeToHOB: +++. [Ipn yabTpa3ByKOBOM MCCIIETOBAaHUU
(Y3U) opraHoB OpIOILIHOW TOJIOCTH M TOYEeK OOHa-
pyXeHa TremaTtoMeraausi ¢ TU(M@Y3HLIM TTOBBIIIEHUEM
OXOTEHHOCTH TTapeHXUMBI TIeUeHU, YMEPEHHOE YBEJIH-
YyeHUe pa3MEepPOB CEIe3eHKU.

Ha ocHOBaHUM COBOKYITHOCTHM JAaHHBIX aHaAMHe3a,
TeHeaJOTUYEeCKOTO aHaiu3a, KIMHWUYECKUX TPOSIBIIE-
HuUll 3a0o0jieBaHUSI M Pe3yJIbTaTOB 0OOCJIeTOBaHUS 3a-
MOJ03PEeH MEYECHOYHBI TUT TJMKOTEHOBOM OOJIe3HMU,
HauboJjiee BeposiTHO, Tun [Xa. B pesynabraTe mMoseky-
JISPHO-TEHETUYECKOTO MCCAEAOBAHUS TIPU TTOMOIIU
MeToJa KJIMHUYECKOTO 3K30MHOTO CEKBEHMPOBAHUS,
MpoBeleHHOTro B jabopatopun «[eHOTEeK», B 9-M 3K30-
He reHa PHKAZ2 oOGHapykeHa paHee ONMCaHHasi TeMHU-
3urotHasi mytauus ¢.884G>A, mpuBeamias K 3aMeHe
aprMHUHA Ha TUCTUAMH B TTOJIOXXEHUU 295 MOJEKYIIbI
oenka (p.Arg295His, niu R295H). Takum obGpasom,
NMArHo3 riavkoreHo3a tumna [Xa Obu1 moaATBepKIeH.

ManbunKy peKOMEHIOBAHO JIeYeHHe, BKITIOUYaB-
ee coboneHue nueTbl No5, yBearuuyeHre KoJIuuecTBa
MPUEMOB MUK 10 6—7 pa3 B IeHb, TeMaTONPOTEKTHUB-
Has Tepanus (ypcoae3okcuxojenas KucioTa). Mcxons
W3 TIOKaszaTejieii MOHUTOPUHTA COJAEpPKAHUS TIIIOKO-
36l B KPOBU, C IIEJbI0 CHWXKEHMSI pUCKA TUTOTJIHNKE-
MWW Ha3Ha4eH MPHUEM CBhIPOTo KYKYPY3HOTO Kpaxma-
Jla BO BTOpO#1 TTOJIOBMHE AHS U3 pacyeta 1,7 r Ha 1/Kkr
Macchl Tena.

IIpy auHAMUYECKOM KOHTpOJEe 4Yepe3 8 Mec OT-
MedeHa TIOJIOKUTENIbHAs TMHAMUKa B BUIC YJIydlle-
HUS OOIIEro caMO4YyBCTBUSI pebOeHKa, YMEHbBIICHUS
o0beMa XMBOTA W BBIPAXXEHHOCTH BEHO3HOW CeTH
Ha koxe. CoxpaHsiach HEpe3KO BBIpakeHHasl THUTIO-
rukeMus Haromak 2,9—3,0 mmoab/a. Ilpu uccneno-
Banun KIIIC kpoBm ormpenesnsyicss He3HAYUTEIbHBIN
CYOKOMITEHCUPOBAHHBINI ~ MeTabOJMYECKUIl  alumo3:
pH xamumnspaoit kposu 7,368; BEb —2,3 MMonb/m,
JJakTaT KpPOBW B Ipeaeiaax HOpMbl — 1,27 MMoab/n
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(HopMma 1,0—1,7 mmonb/n). B ananuzax Mouu KETOHYpUSI
He onpenensiach. CoXpaHsIOCh YBEIMYEHUE pa3MepoB
MeYeHN ¢ HepaBHOMEPHOM 3XOT€HHOCTBIO TApeHXUMBI,
HeOOoJIbIIIoe YBETMYEHUE pa3MepOB CeIe3eHKU.

IMpoBeneHa KoppeKUUsT OUETUYECKOTO JIEUeHUS,
BKJIIOUABIIIAsl YMEHbIIEHUE OJU JIETKO YyCBaMBaeMBbIX
VIJIEBOJOB M yBeJMUEeHNE KOJMYECTBA MOTPEOIIeMOTO
6esTKa; peKOMEHI0BAaHO MOBBIIIIEHNE TO3UPOBKHU ChIPO-
ro KYKypy3HOTO KpaxMasa o 2 T/KT B CyTKU. PekomeH-
JIOBAaHO CYTOYHOE MOHUTOPUPOBAHUE YPOBHS TJIOKO3bI
B OTIEJNEHUM TaCTPOIHTEPOJOTUU TIO0 MECTY KUTENb-
CTBa C IENbIO BBISIBIIEHUS] BPEMEHU MaKCHUMaJbHOTO
CHMXXEHUS COJepXXKaHUS TJIIOKO3bI JUISI pellleHUus] BO-
Mpoca O JOTIOJTHUTEILHOM TIpUeMe TTHIIIN.

ITanuent 2. ManbumK BIIEpBBIe 0OCIeIOBAH B OTIE-
JICHUW HACJIeJICTBEHHBIX U BPOXICHHBIX 3a001eBaHUI
HWKMW nennatpuu B Bo3dpacte 9 net. [Toctynun ¢ xka-
JJ06aMu Ha yBeJIMYeHHE pa3MepoOB KUBOTA, TTOBBIIIEH-
HYIO yTOMJISIEMOCTb. ITo HaHHBIM TEeHEeaJOTM4eCKOro
aHajau3a, caydyai B CEMbe — CIIOPaTUYeCKUA.

M3 aHamMHe3a M3BECTHO, YTO PeOEHOK OT TpeThei
OepeMeHHOCTH, TIpOTEeKaBIleil ¢ Yrpo3oil TpepbiBa-
HUSI, OT BTOPBIX MpPEeXIEBPEMEHHBIX POIAOB Ha CPOKeE
36—37 "Hen. Macca npu poxaeHuu 3058 1, miuHa Tena
50 cM, outeHka 1o mKaje Amnrap 8/8 6amnoB. 3akpuyan
He cpa3dy. B paHHeM HeoHaTaJbHOM TIepHOJe TUATHO-
ctupoBaHo Turnokcuueckoe nopaxenue LIHC II cre-
MeHM, TTape3 KUIIeUHWKa, TeMOpparndecKuii CAHIPOM.
ITcuxoMoTOpPHOE pa3BUTHE COOTBETCTBOBAIO BO3PACTY.
C mepBbIX Mecs1eB XXU3HU oOpalliaio Ha ce0sl BHUMa-
HUE yBeJUYeHUEe pa3MepoB XuBoTa. B Bo3pacre 1 roma
2 MeC MaJb4MK HaxOAWJICS B CTallMOHApe MO MECTY
KUTEJhCTBA C TMArHO30M OOCTPYKTMBHOTO OPOHXWTA,
Ille Y HEero BIepBble ObLIa BBISIBIIEHA TeraToOMeTraus,
BBICOKHMI YpOBEHb TpaHCAMWHA3 TeYeHU, U3MEHEHMUS
B nunugHoM oOoMmeHe. [lpu manbHeiimem oOciemoBa-
HUM OBUTU UCKJTIOUEHBI BUPYCHBIE TEIMaTUThI, MyKOBHC-
numo3, 0oyie3Hb [ome, mapa3uTapHble MHBa3UM, JIIMO-
JIMO3, HENOCTATOYHOCTD 0, -aHTUTPUIICHHA. B Bo3pacTe
4,5 neT BHiepBBIe OB 3aMOA03PEH TEYECHOUHBINA THII
IIUKOreHo3a, npeamnonoxureabHo tun 111, ITpoBoan-
nmack JJHK-gmarnoctuka IIl tTuma ramkoreHosa: Me-
TOAOM TMPSIMOTO aBTOMATHMYECKOTO CEKBEHUPOBAHUS
ObLTM McclienoBaHbl 3K30HH 4, 5, 12, 19, 20, 21, 32, 33,
34, 35 rena AGL — u3MeHEHU1 HYKJIICOTUIHOM Moce-
JIOBaTEIbHOCTHU HE BBISIBIICHO.

Ilpu oGcnenoBaHMM B OTHEJNeHUU: (pU3MIECcKOoe
pa3BuTHe pebeHKa cpeaHee, TUCTApMOHWYHOE, C W3-
OBITKOM Macchl Tejla: POCT COOTBETCTBYeT 50—75-My
MEepLEeHTUI0, Macca Tejla Oojee 97-ro TeplEeHTUIIS
(oxupeHue 2-ii creneHu). KMUBOT yBeJUYEH B pas-
Mepax, MeYeHb BBICTYMaeT HUXe Kpasi pebepHOo Iyru
Ha 6 cM, YIUTOTHEHa, cejie3eHKa He yBeandeHa. OTMe-
yaeTcsl «KYKOJIbHOE» JIMIIO, HeOOoJbllas MbIlIeYHas
TUTIOTOHUSI, BaJIbI'yCHas neopmalius rojeHei.

Pesynbratel 1abOpaTOPHBIX W WHCTPYMEHTANTb-
HBIX METOIOB HcciemnoBaHus. [ToBTopHOe oTmpeaene-

KJINMHUYECKUE CJTYHAU

HUEe YPOBHS TJIFOKO3bI KPOBW HATOIIAK OTKJIOHEHUIA
OT HOPMBI He BBIIBUIIO. [Tpu MpoBeaeHUN TITIOKO30TO-
JIEPaHTHOTO TECTa C YTJIEBOAHBIM 3aBTPAKOM OTMEYEHO
MOBBIIIEHNE YPOBHS TJIOKO3bI A0 8,2 MMOJb/N (HOP-
Ma a0 7,8 MMoJib/a) yepe3 1 4 mocie mpueMa MUIlU.
ConepxaHue B KPOBHM TJMKUPOBAHHOTO TeMOTIOOM-
Ha Alc OGbUTO B mpeaenax HOpMBI U cocrtaBuio 4,8%
(Hopma 4,0—6,2%). Habatonanoch MOBBIIIEHUE COMEP-
KaHUS B TUTa3Me KPOBU XoJieCTepuHa — 6,8 MMOJIb/JI
(Hopma gm0 5,8 MMmousb/n), Tpurauuepuaos — 2,14
mMmoJib/n (Hopma 0,55—1,7 MMosb/1), TUTIONMPOTEU-
OB HU3KOW miaoTtHoctn — 4,85 Mmonb/n, AcAT —
57 ME/n, AnAT — 88 ME/n. Uccnenoanue KILC
KPOBM BBIIBWJIO TNMPU3HAKU CYOKOMIIEHCHPOBAHHOTO
MeTabonuyeckoro aumpo3a: pH kammiangpHoit Kpo-
Bu 7,39, cmemienue OydepHbix ocHoBaHuili (BEDb)
— 2,7 mMonb/n. B o0iieM aHaiu3e MOYU KETOHYpPUS
coctaBusia 5,5 Mmonb/a (Hopma MeHee | MMOIb/7).
VY3W opraHoB OpIOITHON TOJIOCTH U MOYEK: pa3Mephl
MeYeH! yBeJIWUYEHbI, HMDKHUI Kpail BBICTyMaeT U3-TIO
pebepHoit ayru Ha 7,0 cM, 3XOT€HHOCTb MapeHXUMBbI
MOBBIIIIEHA, dXOCTPYKTYpa MapeHXUMbI HEOAHOPOIHA:
C yepeJoBaHNEM YYaCTKOB MOBBIIIEHHON U HECKOJIBKO
CHUKEHHOW 3XOT€HHOCTH, COCYIUCTBIM PUCYHOK Iie-
YyeHU 00eHEeH; ceJie3eHKa He yBeJIUUeHa.

Ha ocHoBaHWM maHHBIX aHaMHe3a, xapakTepa Te-
YyeHUs 3a601eBaHUS, COBOKYITHOCTH PE3yJIbTaTOB TMPO-
BEIEHHBIX MCCIIeNOBaHUI y pebeHKa ObLT 3aMmoa03peH
rankoreHo3, Tun IXa. B mabGopaTtopum HaciaeacTBEH-
HBIX Oose3Heit ooMeHa BemecTB ®T'BHY «Menuko-
TeHeTUYECKUI HayYHBIM LEHTpP» TMPOBEIeH YacTUd-
HbIll aHanu3 reHa PHKA2, B 9-m 3K30He oOHapyxXeHa
paHee omnMcaHHas reMusurorHast myraunusi c.884G>A
(p.Arg295His, unu R295H). Takum obpazom, y Maib-
yuKa ObLT YCTaHOBJIEH AWATHO3 TIIMKOTreHo3a, TuI 1Xa.
PexomeHnnoBaHO neyeHUe ¢ cobogeHueM nueThl NS,
cyOKaJoOpuiiHOE€ MHUTAaHUE C OTPAHWYEHUEM XKHUPOB
U JIETKOYCBaMBaeMBbIX YIJIEBOAOB; ITPUEM YPCOIE30KCH -
XOJIEBOW KUCOTHI, KOHTPOJIb TIUKEMUU 110 TITIOKOME-
TPy MO MECTY KUTEJbCTBA.

3a mpomenmue 2 TOoma HAOMIOIEHUS OTMede-
HO yMeHbIIeHWe W30bITKa MacChl Tejla, yMEHbIe-
HUe oObeMa XWBOTa, HEKOTOpOE YJIydlleHHe CamMo-
qyBcTBUsI. COXpaHSIOTCS KajJoObl Ha TOBBIIIEHHYIO
YTOMJISIEMOCTb, OTMEUAalOTCS TEePUOAUYECKHUE TPU-
CTYTBI TOJTOBHOM 60 Ha (pOHE IMKOJIBHOW HAaTrpy3KH.
TuneprnukemMun He HabJIOmaeTCsi, HOPMaJIU30BaKChH
nokasatenu TpaHcamMuHa3 AcAT m AnAT B miasme
KpPOBHM, OTMeYeHa TEHICHIUS K CHUXEHHWIO YpOB-
HsT XojectepuHa g0 6,0 MMOJNb/JI, TPUTJIUIEPUIOB
no 2,05 MMoOJIb/JI, COXpaHsIETCsl TOBBIIIEHUE COIEp-
KaHUS JTUTIOTIPOTEUIOB HU3KOM TUIOTHOCTH — 4.5
mmoub/n. Tlo pesynbratam Y3U BwisiBisieTCsl TenaTo-
Meranusi, 6e3 CyliecTBeHHOW AuHaMWKu. [Ipu3HaKoB
MeTaboJIMIeCKOTO aluao3a He OTMEYeHO, B OOIINX
aHaJM3aX MOYU — HETTOCTOSITHHASI KETOHYpUSI. 3a BpeMs
KaTaMHEeCTUYeCKOTo HabJoJeHUs B XOoAe obOciienoBa-
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HUS Y MaJIbYMKa OblJa IUaTHOCTUPOBAaHA COMYTCTBYIO-
asi maToJOTHsI: OpOHXMabHas acTMa, aTOIMMJecKas,
TUTIMYHAsI, CPEIHETSIKeI0e TeUYeHUe, CUHIPOM Y-
HeHHoro uHtepBana Q—7.

06cyxnapeHue

ImukoreHoBast 6ose3Hb TUIAa [Xa OTHOCUTCS K «T1e-
YEeHOYHBIM» TJIMKOT€HO3aM M OOYyCJIOBJIeHa MyTallusi-
MU B reHe PHKA2, KOTOPbIA KOAUDYET o,-CyObeau-
Huy kuHasel ¢ochopunassl (EC 2.7.11.19). lanHas
CcyObeIMHMUIIA MMEeT BBICOKMI ypOBEHb 3KCIIPECCUU
B meueHu [4]. YcraHoBieHO, 4TO y raukoreHosa [Xa
CIETJIEHHBIN ¢ XpomocoMoii X THUIT HaclielOBaHMS
[2, 4, 5]. B nogaisiionieM OOJbIIMHCTBE OMUCAHHBIX
B JIUTepaType HaOMOAeHU OOJIbHBIE OBLIM MYXKCKOTO
nona. B 1999 r. 6b11 KapTUpOBaH M CEKBEHUPOBAH TeH
PHKA2, moxann30BaHHBII Ha KOPOTKOM IIJIeUe XPOMO-
combl X B peruone Xp22.13 u cocrosiiiuit u3 33 sK30-
HOB [6]. B pesynbrate necdexra renHa PHKA2 B TKaHsX,
MPEeUMYIIECTBEHHO B TeUYeHU, MPOUCXOAUT HAKOTLIE-
HUE TIMKOTeHa HOPMaJIbHOW CTPYKTYyphl [7]. U3BecT-
HO, YTO JAHHBIM THUM TJIMKOT€HO3a SIBJISIETCS CaMBIM
yacThIM [8].

COBOKYMTHOCTh MPOSIBJICHUI TIIMKOT€HOBOM 0o0Jie3-
Hu tuna [Xa BKJO4aeT 3aaepKKy pocTa, rernatoMera-
JINIO, TIOBBIIIIEHWE aKTMBHOCTU TpaHCaMMHAa3 TEeYeHHU,
TUTIePJUTTUIEMHUIO, JIETKYIO TUMOTJIIMKeMUI0, MeTabo-
JINYECKUil auuao3 u KetoHyputo. CteneHb BbIpaXkKeH-
HOCTM KJIMHUYECKUX U OMOXMMUYECKUX TIPU3HAKOB
YMEHbIIIAeTCsl ¢ BO3pacTOM OOJIbHOTO BILJIOTH IO TTOJI-
HOT'0 MCUE3HOBEHUS y B3pOCIbIX. B HacTosiee Bpems
HEeT CBENEeHWI O pa3BUTHUM TMEYEHOYHON HET0CTATOY-
HOCTH y mauueHToB ¢ IXa tTumom riamkoreHosa [7, 9].
HauGonee yactbie nmpu3Haku 3abojieBaHUS — TernaTo-
Merajavsi 1 yMepeHHOe TOBBbIIIeHUe B KPOBU aKTUB-
HOCTM TEYEeHOYHBIX TpaHCaMWHa3. 3ajaepxkKa pocTa,
TUTIEPJUTTUAEMUS U TUTIOTJMKEMUSI MOTYT HaOJI10aTh-
csl He y Bcex nanuueHToB [7]. OOBIYHO caMbIM paHHUM
CUMIITOMOM, KOTOpBIii oOpaiiaer Ha ce0si BHUMaHUE
poauTesieil U Bpayeil U MOXET MPUCYTCTBOBATh C PO-
KIEHUS, SIBJISIETCS yBeJIW4YeHUe y pebeHKa pa3MepoB
JKMBOTA 32 CUET reraToMeTalui.

Hamu HaGnomanuch aBO€ MaJbYMKOB C TJIMKOTEe-
Ho3oM Tuma [Xa 13 HepoJACTBEHHBIX ceMeil. ¥ oboux
nereii B pesyabrate JIHK-nccnenoBanus BuisiBIeHa re-
musuroTHast mytaiusi R295H B rene PHKAZ2, xotopast

Tabauya. OcHOBHbIE KJIMHAKO-1a00paTOPHbIE MPU3HAKH Yy ABYX 00JBbHBIX ¢ NIMKOreHo3oM Tuna IXa u omunakoBoii R295H-myra-

nueii B reie PHKA2

Table. The main clinical and laboratory features in two patients with glycogenesis type IXa and the same R295H mutation in the

PHKA?2 gene

KiIMHHKO-71a00paTOPHBIi ITOKA3aTe b IMamuent 1 ITaumenT 2

Bo3spacT Ha MOMEHT yCTaHOBJICHUSI AMAarHo3a 5 et 9 ner
VBenuyeHue pa3MepoB KUBOTA + +
Yacras pBoTa B MJIaJIEHYECKOM BO3pacTe + —
YacTerit HeoOpMIIEHHBIH CTYJT B MJIAIEHYECKOM BO3PacTe + =
3anepkka pocTa A —
M30bITOK Macchl Tena + +
VBenuyeHue pa3MepoB MeYeHUu + +
YBenuueHue pa3MepoB CeJIe3eHKU + —
TunornukemMus I =
[unepriaukemus — +
M3MmeHeHMe mapeHXUMBbI IeYeHHM 10 TaHHBIM Y3 U + +
Mertabonuueckuii aluao3 + +
Keronypus + +
TunepxosiecrepuHeMus — +
TuneprpuriunepuaeMust — +
TloBbIIEHNE YPOBHS JIMITONTPOTEUI0B HU3KOM IJIOTHOCTHA B KPOBH 4 4
[loBblllIeHME YPOBHS TpaHCAMKUHA3 B KPOBU + +

IIpumeuanue. "+" mpu3HaK uMeeTcst; "—" MPU3HAK OTCYTCTBYET.
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paHee Obla ornucaHa B auteparype [5—7]. Hecmotps
Ha HaJM4yuMe OJHOIM W TOW Xe MyTauuu, y HabJromaaB-
IUXCA HAMU OOJIBHBIX UMEJNUCh pa3iudyusl B TeYCHUU
3aboneBaHusl (cM. Tabiuily). 3amepkKa pocTa, TMITO-
IJIMKEMUS U yBEeJIMYEHNUE pa3MepoB CeJIe3eHKHN oTMeva-
JIUCh TOJIBKO y manueHTa 1. ¥ nmanueHTta 2 aivHa teja
OblJ1a HOPMaJIbHOM, TIPM TTOBTOPHBIX HMCCIEI0OBAHUSIX
He OBLIO 3aperuCTPUPOBAHO IMU300B TUITOTIUKEMUH,
YTO, TO-BUIAMMOMY, SIBUJIOCH MPUUYMHON OoJjiee O3 -
HUX CPOKOB YCTaHOBJIEHUS y HEro JAMarHo3a rimkKore-
Ho3a. B crmekTpe nunumaoB y namueHTa 2 OblIn Oojee
BBbIpaXKeHHBIE U3MEHEHMST: OTIPEIEIISIICS MTOBBIIIEHHBII
YPOBEHb XOJIeCTepUHA M TPUIJIMIIEPUIOB B TIIa3Me
KpoBu. HeoOxommMo OTMETUTH, UTO pa3nndus GpeHOo-
TUIUYECKUX TIPOSIBJIEHUI 3a0o0jieBaHUS y OOJBbHBIX
C OIVMHAKOBBIMU MYTALIMSIMU OTIHMCAHBI B JIUTEpAType
[8, 10]. IpuunHbI TaKoi BaprabEIbHOCTU CUMITOMA-
TUKU TTOKA TOUHO HE YCTaHOBJIEHHBI.

Imukoreno3, tunm IXa yacTto paccMaTpmBalOT Kak
NOOpPOKAYeCTBEHHOE COCTOSIHME, TaK KaK KIMHWYe-
CKME CUMIMTOMBI OOBIYHO YJIYYIIAITCS C BO3PACTOM.
Tem He MeHee y OOJIBHBIX HEPEJIKHU XKaJloObl Ha yTPeH-
HIOIO TOIIHOTY W PBOTY, HEYCTOWYMBBINA CTYJ, YTO MO-
JKET TIPUBECTH K YaCTBhIM MPOITyCKaM 3aHATHI B IIKOJE
U TPYAHOCTSIM B 00y4eHUM. 3a7iepXKa pocTa BbI3bIBaeT
rcuxoiorndeckuii nuckomapopt. K peakum ocioxHe-
HUSM TeYeHUsI 3a00J1eBaHUSI OTHOCUTCST (DOpMUpPOBaHUE
¢ubpo3a neyeHn. Bece 3Tn XKajTo0OBI M OCITOXKHEHUS CBSI-
3bIBAIOT C TUMOTJIMKEMUENW U HaJUYMEM XPOHUYECKOTO
KeTo3a, Jaxe MpPU YCTAaHOBJIEHUM Y OOJIbHBIX OTHOCH-
TeabHOUM Hopmoriaukemuu [3]. TToaTomy cBOEBpemMeH-
Has IMarHOCTUKa, Teparnusl U HabJIIoieHUe TaKUX 00JIb-
HBIX SABJISIOTCSI HEOOXOANMBIMU.

Jleuenue rnukoreHo3a tuma IXa maroreHeTnueckoe
M BKJIIOYAET YaCThI peXuM mutaHus u auety. Llenb
NUETUYECKOTO JIeYeHUsT — TIOIepKaHUe ONTUMAaJIbHO-
T'O YPOBHS TJIMKEMUU W CHUKEHHUE PUCKA OTCPOYECHHBIX
OCJIOKHEHUU TIpU 3TOM 3abosieBaHUU. PekomeHayeT-
ca 6—8-pa3oBoe MUTAHKME C BKIIOYEHUEM |—2 HOYHBIX
KOPMJIEHU B 3aBUCUMOCTH OT YPOBHST TUTTOTJIMKEMUH.
M3-3a HapymieHuss QyHKIMU MMeYeHU OOJIbHBIM Ha3zHa-
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Takum o6pa3oM, MalMEHTHI C TJMKOTEHOBOU 00-
ne3Hblo Tumna [Xa HyxnaroTcs B HaOMOAEHUN Tienua-
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JUIST TIPOBEIEHUSI HEMPEPbIBHOTO MOHUTOPUPOBAHUS
YPOBHSI TJIIOKO3bI B KPOBU C 1I€JIbI0 OINTUMAaJIbHOTO
noabopa AMETUYECKOTo JICUEHUsI, OTpeesIeHUs] KpaT-
HOCTHM TIpueMa IMUILIKU U T03UPOBKU KYKYPY3HOTO Kpax-
mana. HeobOxomumo xoHTponupoBaTh y Hux KIIC
KpPOBHU U YPOBEHb KETOHYPUH.
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TpeOyeTcsl BhISIBIGHUE HOCUTEIbCTBA MYyTallMid Y KeH-
IIWH U3 TPYIITBI pUCKa.
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