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CNYYAN AUATHOCTUKU PEAKOI ®OPMbI INTMKOTEHOBOW BOJIE3HU
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OnddepeHumanbHaa AMarHOCTMKa TMUMNOMMKEMUYECKOro CMHAPOMAa OCTaeTCA aKTyasbHoOW npobnemon B neguatpuu.
B npepcTaBneHHoM cTaTbe y ManbymKa onucaH cydan 6o5e3Hn HakonneHusa rmukoreHa (BHI) Tuna 0, KOTopbI, HECOMHEH-
HO, ABNAETCA pefKOoN NaToNoren, YTo 3aTpyAHAET AMAarHOCTMKY AaHHOW GopMbl FMKoreHo3a. B HacTosALwem onncaHum cny-
yain BHI 0 TMna obycnosneH MyTauwueii B reHe GYS2, KogMpyoLem NeYeHOUHYI0 130GOpPMY MMKOreHCMHTa3bl. 3Ta dopma
60ne3HK, Kak NpPaBuo, NpoTeKaeT 6eccMMNTOMHO B MiageHuYecTBe. OfHaKO ee MOXHO 3aMofo3puTb B Cllyyae, Korga oTkas
OT HOYHbIX KOPMJIEHWIA Bbi3blBaeT onpefeneHHble 3aTPyAHEHUA 13-3a BO3HUKAIOLWEN Y pebeHKa ronofHOM KETOTUYECKON
runornnkemuu. MNMepeble KNMMHUYECKUE CUMNTOMbI MOSIBAIAIOTCA B paHHEM AETCTBE NPy BKOYEHUN 6osiee pa3HOObBpa3HOro
NUTaHWsA y pebeHKa, yBeNMUEHUN MPOMEXYTKOB MeXXay npreMamu nuwn. CUMnTombl 3aboneBaHnA 06yCNoBNEHDbI B NEPBYIO
ouepeb runornukemuein. Heobxogumo oTMETUTb, UTO, HECMOTPA Ha HU3KKME MOoKasaTenu rMuKemmy, y 60nblUNHCTBA AeTel
HeT HMKaKUX HapyLIeHU NCUXMYECKOro Pa3BUTUSA, TaK Kak MOBbILLIEHVE YPOBHA KETOHOBbIX Tesl B Myla3Me KpoBu obecneyu-
BaeT MO3r ajibTePHATUBHbIM UCTOYHUKOM SHEPTUN.

KJTIOYEBBIE CJIOBA: 6051e3Hb HaKONJIEHUS 2JIUKO2EeHd; 2UN02/1IUKeMUSs,; 2unepaakmamemus; KIUuHUYeckul cyyad; 3a0epxka pocma.

CASE OF DIAGNOSTICS OF A RARE FORM OF GLYCOGEN DISEASE
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Differential diagnosis of hypoglycemic syndrome remains an urgent problem in Pediatrics. In this article, a case of glycogen
storage disease (BNG) type 0 is described in the boy, which is undoubtedly a rare pathology, which makes it difficult to diag-
nose this form of glycogenosis. In this description, the case of type 0 BNG is caused by a mutation in the GYS2 gene encoding
the hepatic isoform of glycogen synthase. This form of the disease is usually asymptomatic in infancy. However, it can be sus-
pected in the case when the refusal of night feeding causes certain difficulties due to the hungry ketotic hypoglycemia that
occurs in the child. The first clinical symptoms appear in early childhood with the inclusion of a more varied diet in the child,
increasing the intervals between meals. Symptoms of the disease are primarily caused by hypoglycemia. It should be noted
that, despite the low levels of glycemia, most children do not have any mental development disorders, since the increase in
the level of ketone bodies in the blood plasma provides the brain with an alternative source of energy.
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AKTYAJIbHOCTb

OfHon 1”3 BaXkHbIX MpPo6eM B MNeauaTpPunM OCTaeTcs
anddepeHUmanbHas  AMArHOCTMKA  FMMNOMIMKEMMYECKOrO
CUHAPOMA, B CTPYKTYpe KOTOPOro ocoboe mMecTo 3aHUMAIT
BPOXAeHHble 60Ne3HM obmMeHa. K HM B HacTosiliee Bpems
OTHOCST 0KoJo 500 Ho30MorNYECKMX GOPM, B TOM Uncre 1 60-
ne3Hn HakonneHua raukoreHa (BHI) [1]. BHI npepcTaBnstor
cobOM HacneACTBEHHbIE MaTONOMMK YINeBOAHOro obmeHa
BCNIeACTBME MyTaUMIA Pa3fIMYHbIX FEHOB, Kogupyowmx dep-
MEHTbI, OTBETCTBEHHbIE 3a NPOLECChbl CHTE3a U pacnaga rmu-
koreHa [1, 2]. HecMOTps Ha TO YTO CUMNTOMOKOMMJIEKC AOCTa-
TOYHO crieundrYeH, 1O HACTOSALLErO BPEMEHN B KJIMHNYECKON
NpaKTVKe XapaKTepHa rmrnoanarHocTyka 3Toro 3aboneBaHus.

BHI Tvna 0 6bina BnepBble onvcaHa B 1963 T., ogHaKo
B NMTepaType 3apernctpupoBaHo meHee 30 cryyaes, uTo,
HECOMHEHHO, 00GYC/IOBNEHO PEeAKOCTbIO MATONOMMN, A TakXe
CNOXHOCTbIO ee ANarHocTuku [3, 4].
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B ncxopHom onucanuy BHI 0 Tvina Lewis G.M. et al. npeacTa-
BUJIN OMMCAHUE KIIMHMYECKOro Cllyyasi pebeHKa C TAXKEeNom ru-
nornukemmern, yMCTBEHHOW OTCTanoCTbio U peLuanBupyoLLm-
MU 3NUAenTUYeCKnUMM npuctynamu [5]. B TeueHne cnegyrowmx
14 neT nocne NepPBOro onmcaHKs He GbIo NPeacTaBneHo apy-
rmux ciyyaes BHI 0 Tvna, n nccnegosateny NpegnonoXunm, Yto
AeduLUT NeyeHOUYHOW IMKOTeHCUHTa3bl — HECOBMECTUMAs
C XW3Hblo natonorua [6]. OgHako Janee CTano ovyeBUOHbLIM,
yto bHI" 0 oTHIOAb He BCerga CONPOBOXKAAETCA COCTOAHUAMU,
NPUBOAALLMMN K neTanbHOMYy mcxogy. Lnpokoe BHeapeHune
MOJIEKYNAPHON FreHETUKM, OTKpbITE reHa GYS2, KOTopbI KO-
avpyeT cneunduyHyio ana nedeHn Gopmy rUKOreHCUHTa3bI,
MO3BOWIN COCTaBUTb HEHOTUMNYECKUI «MOPTPET» NaLMeHTa
¢ BHI 0 TMna 1 yTOUHWTb KNMHNYECKYIO XapaKTepUCTUKY 3abo-
NEeBaHWS, BbI3BAHHOIO AepuLMTOM 3TOro pepmeHTa [7, 8].

BHI 0 Tuna (arnMkoreHo3) — ayTOCOMHO-peLEeccuB-
Hoe MeTabonunyeckoe 3abonieBaHWe, BbI3bIBaeMoOe [e-
OUUUTOM TNIMKOTEHCMHTa3bl B MEYEeHW WU B MbllLaX,
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accoUMMpPOBaHHOE C KpalHe HM3KMMM 3arnacamu rMKoreHa
B renatouMTax uiav MMOLUMTax U, COOTBETCTBEHHO, B OT/INYME
OT APYrUX TUMOB, HE NPOTEKAoLLEee C ero N36bITOYHbIM OT/I0-
eHuem [1, 9]. B 3aBUCMMOCTM OT noKanusauun geduumnTHO-
ro ¢epmeHTa BblAeN AT NEYEHOYHYIO 1 MbILLEYHYI0 GOpMbl
3abonesaHus [10]. MpuunHon Bo3HMKHOBeHMA BHI 0 Tuna
ABNAOTCA MyTauum B reHax GYS2 n GYS1, Kogmpyowmx ne-
YEHOYHYIO 1 MbILLIEYHYIO MMTMKOreHCMHTa3y COOTBETCTBEHHO.
leHHbIn nokyc BHI 0 Tmna cootBetcTByeT 12p12.1 — AnA
neyeHouHol ¢opmbl 1 19913.33 — gna mbiweyHom [11-13].

HaHHaa pasHoBuaHoCTb BHI ABnAeTcA [OBONbHO pen-
Ko ¢popmoli, YacToTa BCTPEYaeMOCT/ Hen3BecTHa. B HacTo-
Alem onMcaHum npepcTasneH cnyyan BHI 0 Tmna, o6ycnos-
NEeHHbIN MyTauuen B reHe GYS2, kogvpylowwem neyeHoUHy1o
n3ohopmy rmnkKoreHcHTasbl. [feH GYS2 pacnonoeH Ha Xpo-
Mocome 12p12.2, conepXut 16 3K30HOB 1 3aHUMAET Gonee
30 kb reHomHon [IHK [7, 14].

B HacToAWee BpemA B nuTepaType 3aperncTpmpoBaHo
6onee 15 pasnuyHbix mytaumin [15]. U3 Hux 14 myTauumn
YHUKalbHbl B onpefeneHHbix cembax [14]. EguHcTBEHHanA
pacnpocTpaHeHHasa MyTauusa HaxoamTca B 9k30He 4 (R246X).
OHa 6bina obHapy»KeHa y MauMeHTOB MTasIbAHCKOro Mpo-
NCXOXKAEHNWA, NPOXKMBaOLWMX Kak B EBpone, Tak u B CeBep-
Ho AmepuKe, Takxke ciiydan BHI O Tuna Gbiny BbisiBNEHDI
B EBpone, CeBepHoli n lOxxHO Amepuke [16].

[MMKOreHCMHTa3a yyacTBYyeT B CMHTE3€e MNKOreHa, KOTo-
pbii NpeAcTaBieH KPymnHbIM MOIMMEPOM [JIH0KO3bl, OQHUM
M3 YacTo BCTPeYalLWMXCA BUAOB MNapaniasmaTnyeckmx
BK/TIOYEHUN, KOTOPbIA COAEPXUTCA abCOMIOTHO BO BCEX
KNeTKax opraHu3Ma W SIBMISETCA BaXKHEMLWMUM U Hambonee
nerko Mobunmsyembim pesepsom yrinesogos [10].

MonekynapHoe CTpOeHWe FMUKOreHa [enaeT ero ner-
KOZOCTYMHbIM abCOMIOTHO ANiA BCeX (pEepMEHTOB, KOHTPO-
NMPYIOLWKMX NOC/efoBaTeIbHOCTb ero pacnaja U CuMHTesa.
[MMKoreH meyeHn pacliennAeTca ANA NnoadepKaHWa KOH-
LeHTpaLmMm rIoKo3bl B KPOBU Mo TpeboBaHmo. AnbTepHa-
TUBHO, MOC/Ie NpriemMa MUK, U3ObITOK MIOKO3bl B KPOBU
3anyckaeT BblAeneHne WHCYNMHA, CUHTE3 U HaKomMjeHune
rnKOreHa B neyeHn n mbiwuax [9]. Bo Bpems cTtpecca nnm
KOPOTKUX MepuoaoB rofiofaHuA riloKaroH 3anyckaeT npo-
Lecc paclienneHna 3anacoB MMKOreHa B MoKo3y (runko-
reHosM3) B MeyeHw, Mi0K03a BbICBOOOXKAAETCS B KPOBOTOK,
noaJep>KMBaeTCcAa roMeoCTas rioKo3bl B KPOBU.

HapylieHne aKTMBHOCTU MKOreHCMHTasbl MPUBOAUT
K 3HAUNTENbHOMY CHIVIXKEHUIO HAaKOMJIEHUA MIMKOreHa B ne-
YeHu, YTOo JeslaeT naumeHTa CKNOHHbIM K Pa3BUTUIO KETOTU-
yecKol FMMOrNVKEMUM Y HU3KMM YPOBHSAM JlaKTaTa Ha GpoHe
NPOAOMKNUTENBHOIO rofiodanunaA [17, 18]. dnusogbl rMnornu-
KEMUW KYMUPYIOTCA NPUEMOM MUK, OQHAKO MapansiefibHO
3anycKaeTca MUKONUTUYECKUN NYTb YTUIU3aLMK [II0KO3bI,
UTO 06BACHAET TPAH3UTOPHYIO NOCTNPAHANANBHYIO TUMepr-
NIMKeMUIO, rmnepnakratemuio v runepavnugemuto [19]. Bme-
CTe C TemM 3Ta BUOXMMUMYECKAs XapaKTepUCTUKa MOXET 1 OT-
CyTCTBOBaTb y pAfa naymeHTtos ¢ BHI 0 Tmna, uto 3aTpyaHaeT
OVAarHocTrKy 3abonesaHus [20].

JTa peakaa popma 6onesHW, Kak NpaBuio, NPoTeKaeT
6eCcCMNTOMHO B MjlafleHYeCcTBe, 1 Yalle nepsble CYMMTO-
Mbl MOABNATCA B PaHHEM AETCTBE Npu nepexoge Ha bonee
pa3HoOobpa3Hoe MUTAHME 1 YBENIMYEHUN BPEMEHHbIX MPO-
MEXYTKOB MeXXay npremamu nuim. Bmecte ¢ Tem B MnageH-
yeckoM Bo3pacTe 3aboneBaHVe MOXHO 3anof03pUTb B TOM
cnyyae, Korga OTKa3 OT HOYHbIX KOPMJIEHUN CTaHOBUTCA
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ype3BblUaliHO 3aTPyAHUTENbHbIM Ha (OHE BO3HMKAOLLEN
y pebeHKa rofnofHon KeToTnyeckon runornnkemun [19].

Nuarnoctuka BHI 0 Tvna 3aTpygHeHa, Tak Kak GpeHoTunm-
yecKume Npu3Haku BapuabenbHbl, a AUAMNA30oH KX NPOABNIEHMS
wrpok. CmnTOMbl 3aboneBaHUsi OOYCNIOBSIEHbI B MEPBYIO
oyepefb rMnoranKemmnen n B OCTPOM NPOABSIEHMM BKITIOYAIOT
B ce65: ry6OKMIA COH BNIOTb 0 NIeTapru, 611e4HOCTb KOXKHbIX
MOKPOBOB, TOLLUHOTY, PBOTY, 6011 B XI1BOTE, MHOMAA CyA0POru
B YTPEHHee BpeMA CyTOK A0 NpuHATUA nuwm [1, 6, 11]. Mpn
3TOM Y HEKOTOPbIX OOSbHBIX KaKune-nmbo oTKnoHeHus nabopa-
TOPHBIX MOKa3aTesnier OT HOPMbI OTCYTCTBYIOT 60 cnabo Bbl-
pakeHbl. Xota BHI 0 Tvna BknoueHa B auddepeHUmanbHbIi
[OVarHO3 KeTOTMYECKOWN MMMorfiIuKemnm, OHa OObIYHO He yuu-
TbIBAETCA NMPU OLEHKE MIOKO3YypUn UM NoCTnpaHananbHOM
runeprankemmm [20]. BaxHO OTMETUTb, YTO, HECMOTPA Ha Na-
TOJNIOrMYECKN HM3KME MOKa3aTeny rnKeMuy, y 60NbLUMHCTBA
JeTell He YCTaHOBJIEHO HMKAKMUX HapyLUEHWUI MCUXUYECKOro
PasBUTVA UNN KOTHUTUBHOW AUCHYHKLUW, MOCKObKY MOBbI-
LIEHVEe YPOBHSA KETOHOBBIX TEJ B MJIa3Me KPoBU, 06pasyoLLunx-
CA B pe3ynibTaTe OKWCNIEHUs XMUPHBIX KACSIOT, obecneunsaet
MO3r anbTePHATUBHBIM UCTOYHUKOM SHeprn [21].

CXOQHbIMM  KNMHUYECKMY MPU3HAKaMU MpPaKTUYeCKn
y Bcex naumeHTtoB ¢ bHI 0 Tuna ABnatoTcA: natonormnyeckas
3aflep)Kka pocTa npy OAUTENbHOM TeyeHun 3aboneBaHus
6e3 Tepanuu, OTCYTCTBME BbIPAXEHHOW rernaTtomeranmm
n octeonenusa [18]. KpaiiHe pegko BHI 0 Tna moxeT ma-
H1decTUpoBaTb rMNeprivkemMmnen 1 roKo3ypuen, 4to cro-
cobcTBYeT BO3HUKHOBEHUIO 3aTPYAHEHMI NPU NMOCTaHOBKe
avarHosa [20].

Takum o06pa3om, creundryecknmy nabopaTopHbIMU
npusHakamy BHI 0 Tna ABnATCA: KeToTMYecKaa rmnornu-
KemMuna nocsie HOYHOTrOo rofiofjaHnaA, HepeaKo OTCYTCTBYOLLAA
Unm cnabo BblipaXkeHHas renatoMeranus U runorankemmye-
cKue cypoporu. lNocne npriema NuLWm xapakTepHbl BbICOKME
YPOBHM [MI0KO3bl, NaKTaTa 1 anaHuHa B KPOBU.

Onpepenexve guarHosa BHI 0 Tyna y 6onblwivMHCTBa feTei
HOCUT ClyYaiiHbI xapakTep. B cBA3M ¢ Tem yTO NlIabopaTopHble
NPOSAB/IEHMs 3a4aCTyI0 HEYNIOBMMbI, IETU MOTYT CHayasa obpa-
TUTbCA K Bpavy Mo NoBoAy 3aePKKU pocTa, AedrunTa Beca,
rMNepANNMAEMUN UV MOBbILLEHNA YPOBHSA NeYEHOYHbIX TPaH-
cammHas3. B npouecce gruarHoCTMyeCcKkoro Noncka NocTnpaHan-
anbHaa r’MNepriavkemMma N KETOHYPUA HaTOLLAK, XapaKTepHble
InA 3Toro 3aboneBaHns, MOTYT PACLEeHNBATbCA Kak MaHude-
CTaumAa caxapHoro aunabeta 1 Tmna. OueBngHO, UTo Yy NobOro
pebeHKa ¢ 6€CCUMMTOMHON TMNEPIIIMKEMUEA U TIIOKO3Y-
pven cnegyet paccmatpuatb BHI O Tuna B KayecTBe ogHowm
13 BO3MOXHbIX NMPUYMH, TpebyoLmx andpdepeHuUmanbHOro au-
arHo3a [17]. Beugy oTcyTcTBUA cneunduyeckmx KIMHNYECKNX
CUMMTOMOB 1 PeAKOCTY 3a00NeBaHNA BO3HUKAIOT CITOXKHOCTY
B MHTEprpeTauun nabopaTopHbIX OTKMOHeHW. Tak, cpeaw
BCEX 3aperncTpmpoBaHHbix ciiyyaes BHI B Bo3pacTe go 2 net
JunarHo3 6bin BepuduLmpoBaH nuwb y 30% peten [21].

Kak npaBnno, noctaHOBKa AvarHo3a HauMHaeTCa co Cny-
YaHOro onpeneneHnsa HA3KOro YPOBHS MMHOKO3bl KPOBY B OT-
CYTCTBME KNACCUYECKMX KINMHUYECKUX CUMMNTOMOB MMMOrn-
Kemnn. [lanbHenwwmin MOHUTOPVIHT YPOBHA IOKO3bl B KPOBU
NOATBEPXKAAET HaNMuMe TUMOMIMKEMUM, OnpefeneHne Ke-
TOHOBBIX TeJ1 B MOYE€ YaCTO M3HauasbHO MCNOJb3yeTcA AnA
CKPVIHWHIa 3TOro pacCTPOWCTBA, NMOCKOMbKY MMMOMINKeMnaA
HaTOLLAK 1 KETOHYPWA YHUBEPCaNbHbl Y AieTel magLue 5 fer.

B cnyyae BbIABNEHUA KETOTUYECKOW TUMOIMKe-
MWW HaToWaK HeobxoduMMa OLUeHKa MOCTNpaHANanbHOM
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rmnepnakTaTeMnn NOCPeACTBOM NPOBEAEHNA NepOopasibHO-
ro TecTa Ha TONIEPAHTHOCTb K FJIIOKO3€ C OAHOBPEMEHHbIM
N3MEPEHNEM KOHLIEHTPAUM MAOKO3bl U NlakTaTa B Kpo-
BW Mocsie HoOYHoro ronofaaHua [17]. BaXHO nMoHMMaTb, YTO
CTaHAAPTHOE MCCNefoBaHME HATOLWAK, B KOTOPOM He 13-
MEPSIOTCA KOHLUEHTpaUUn MeTabonntoB B KPOBW, 1 B MO-
CTNpaHAManbHOM Mepuoge 3ayacTylo He MO3BONANT Auna-
FHOCTUPOBATb AIBHblE TOPMOHAJIbHbIE UK BMOXMMMYECKMe
HapyLUeHUs, YTO MPUBOAUT K OLUIMOOYHOMY AUArHO3Y «KETO-
TUYecKas rmnornnKeMusa» U «yCKOPeHHOE roNiofjaHmey.

PaHee noaTeepxaeHne gnarHosa bHI 0 Tna Tpe6oBano
nposeaeHUsa buoncun neyeHn. HecMoTps Ha CHUXKeHKe Co-
JepXaHuA rMMKoreHa B NeYeHu, OTBET Ha MOKaroH ABAseT-
CA NEPEMEHHbBIM U, MO HEMOHATHBLIM MPUYHAM, MOXET ObITb
Jake MoyTM HOpManbHbIM. [TOCKONbKY B HacToALlee Bpems
HeT KJIMHUYecKnx nabopatopuii, KoTopble 6bl aHanM3npo-
Ba/IN aKTVBHOCTb pepMeHTa, 61MoNncra neyeHn MOXeT ObiTb
HeybeauTenbHoW. B HacTosllee Bpems 30510TbIM CTaHZap-
TOM [AWArHOCTUKU ABNAETCA MOJSIEKYNAPHO-TeHETUYECKUN
aHanun3 [JHK, B yacTHOCTK, aHanu13 nNopa>keHHOro reHa, KoTo-
pbili B AMArHOCTMYECKOM aNiropuTMe No3BonseT Bepndunum-
poBaTb AnarHos 6e3 6uoncun nevenu [15, 20].

K HacToAwemy BpemMeHW B nuiTepatype He Tak MHO-
ro pabot, npeacTaBAsOWMUX OONITOCPOUYHOE HabnogeHue
3a nNaumeHTamu ¢ 3Toun natonormen. CylecTByeT HeCKONTbKO
CoobLEeHNIN 0 B3pOoCbIX nauneHTax ¢ BHI 0 Tnna, oaHako
BO3pPacCT CaMoro CTapLiero 13 npeacrtaBaeHHbIX NaLUNEHTOB
coctaBun 34 roga [8]. EcTb ocHOBaHWA nonaratb, YTO NPO-
rHO3 y mnauumeHTOB OGnaronpuaATHblin [20]. JonrocpoyHble
OCJIOXKHEHMSA, OObIYHO Habniopaemble npu apyrux Gopmax
HAKOMJIEHMA MUKOreHa, Takne Kak rneyeHOUHble afieHOMbl,
LUMppPO3 neyeHr, ANCHYHKLMUA MOYEK N MblLLEYHbIE HapyLLe-
HUA, He ObINN 3aPEerucTPMpPOBaHbI Y MOAPOCTKOB WM B3POC-
nbix ¢ BHI 0 Tvna, 4TO, BO3MOXHO, CBA3aHO C OTCYTCTBMEM
OnnTenbHbiX HabnogeHun [1].

OMUCAHUE CNYYAA

B HacToAWeMm coobLieHr NPUBOANTCA ONUCaHNe Marb-
UrMKa C reHeTuyecky BepuoUUMPOBaHHbIM ciyyaem BHI
0 Tvna Ha ¢oHe CNyyamHO AMArHOCTMPOBAHHOW TUMOMIU-
KemMuu, AnuTenbHO HabNo4ALWErocs No NoBoay 3afepKKu
pocrTa.

MauwueHT 3. B Bo3pacTe 10 neT 6Gbin rocNUTanM3npoBaH
B OI'BY «HaunoHanbHbI MeANLMHCKWIA CCeqoBaTeNbCKUI
LUEeHTP 3HAOKpuHomnorum» (r. MockBa) ¢ »anobammu Ha 3a-
OepXKy pocTa 1 fedrumnT Beca, CHUXKEHHbIE TEMMbI POCTA,
HU3KMe MOKasaTenu MoKo3bl KPOBMU MO YTpaM C 3arnaxom
aLeToHa M30 pTa, cnabocTb, TOWHOTY, M3bMpaTenbHbIN an-
MeTunT, YacTble 60NN B XKMBOTE Ha GOHe NpremMa NrLLK.

AHamHe3 Xu3Hu. Manbuuk ot 3-11 6epemeHHOCTH, NPo-
TeKaBLleln Ha GpoHe yrpo3bl MPepbIBaHUS C PaHHUX CPOKOB,
rectosa ¢ 1-n nonoBuHbl GepemeHHOCTU. Pogbl TpeTby,
B CpOK. Macca npu poxgeHun — 2700 r (SDS=-1,2), pnvHa
Tena — 47 cm (SDS=-1,2), oueHKa no wkane Anrap - 9 6an-
nos. V13 pogunbHoro goma pebeHoK BbIMUCAH Ha 5-e CyTKn
B YZOBNIETBOPUTENIBHOM COCTOAHMW. Ha rpyaHOM BCKapm-
NMBaHUN A0 4-MeCcAYHOro BO3pacTa, 3aTeM UCKYCCTBEHHOE
BCKapmnnBaHue. HepBHO-Ncuxuyeckoe pasBuTUE Ha nep-
BOM rofy »wu3Hu 6e3 ocobeHHOCTeN.

Bo3pacT maTtepr Ha MOMEHT poXKAeHUs pebeHKa cocTas-
nan 32 roga, otua — 37 net. Pogutenu manbuymka comaTunye-
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CKM 300pOBbI, CTapLuas cecTpa 1 6paT naureHTa TakxKe 340-
poBbl. Poantenu naumeHTa He ABAAIOTCA POACTBEHHNKAMMU.

AHamHe3 3a6oneBaHus. /13 aHamHe3a 3aboneBaHWA n3-
BECTHO, YTO POAMTENN MaJibuMKa OTMEYAIOT 3afePXKKy pocTa
1 geduunT Beca c roga. B Bospacte 3 net manburka ctana
6ecnokonTb CcnabocTb B yTpeHHee BpeMsA CyTOK, KOTopas
CconpoBoOXAanacb MOBbILWEHHbIM NOTOOTAENEHNEM, PE3KUM
3anaxoMm aLeToHa B BbibixaeMom Bo3ayxe. Kpome Toro, pe-
6GEeHOK CTaNl perynsipHO OTKa3blBaTbCA OT efbl U3-3a H6onen
B >KMBOTE BCKOpE Mocse npuema nuu.

BrniepBble ManbumK ObU1 HanNpaBlneH K SHOOKPUHOMOTY
B BO3pacTe 4 NeT 4 MecsALeB C Xalobamm Ha HU3KKME MOKa-
3aTenn MOKO3bl KpPoBU (rMoKo3a KpoBu — 2,1 Mmonb/n
N MeHee), KoTopble ObUIM 3adMKCUPOBaHbl ClyYaliHO Mpu
YXyOLWEeHUN CaMOYYBCTBMA MOCAE MIAaHOBOW TOH3WJIIK-
TOMUM N ageHomoToMuun. B Bo3pacTe 6 net BnepBble KOH-
CYNbTMPOBaH FEHETUKOM, BbIMOJIHEHO KapuOTUMMPOBaHMe:
46XY. HasHaueHo obcnefoBaHue C LEblo UCKITIOUYEHUSA
uenuakmm n mykosucumgosa: aHtutena (IgG u IgA K rnua-
LVHY B HOpMe), NoToBas Npoba 6e3 OTKIOHeHWI (xnopuabl
nota — 20,9 mmonb/n). B Bo3pacTe 7 neT Manbumnk rocnmra-
NN3NPOBaH B [ETCKOEe SHAOKPMHONOrMYyeckoe otaenieHune
C LUenblo YTOYHEHNA anarHosa. B otaeneHum npu BbinonHe-
HUW TVIKEMYECKOTro Npodusia: MoKasaTenu YpoBHS MHOKO-
3bl KPOBW B AnanasoHe 2,9-4,4 MMOnb/N, TMNKUPOBAHHDIN
remornobmH — 5,7%. BoinonHeHa MPT ronoBHoro mosra —
JaHHbIX 3a OpraHuyYyeckoe Mopa)eHne roNoBHOro Mo3ra
He BbiiBIeHO. Manbuuk BbinMcaH ¢ gnarHo3om «[lepuHa-
TaflbHOEe pe3nfyanbHoe opraHmyeckoe nopaxeHue LIHC,
CMHOPOM BereTo-BUCLEepanbHbIX HapyLeHUn (Baro-mHCy-
NAPHblE MAPOKCU3MbI)», C PEKOMEeHJAUMAMM O AUHAMUYe-
CKOM HabnoaeHun.

B BO3pacTe 8 net npu niaHOBOM 06CNeOBaHNUY BbINOJI-
HeHo Y3/ opraHoB GPIOLLIHON MONOCTY, BbISIBMIEHBI MPU3HAKU
YMEPEHHOro YBENYEHUA Pa3MEPOB NPaBON AONN MeYeHu
N pa3MepoB ANUHHMKA »enyHoro ny3bipA. B Bo3pacte 8 net
10 mMecsLeB poanTeny C MaJibyMkoM OOPATUINCH B KPaeBow
SHIAOKPVHONMOTMYECKMI AMCraHcep, rae npy obcnefoBaHmm
noaTBepXaeHa N1abopaTopHO FMOMIMKEMUA C KETOHypUeil:
rMoKo3a KpoBM — 2,2 MMOJb/N, MMKUPOBAHHbIN FremMorso-
6UH — 5,2%, 06LWmMI aHanM3 mMoun: yaenbHbin Bec — 1,020,
aHanM3 Ha KO3y U 6enoK oTpuuaTeNbHble, aLUETOH — Mo-
NOXMWTENbHbIN. B GroX1MnyecKomM aHanmse KpoBy BCe NOKa3a-
Tenu B npegenax pepepeHcHbIX 3HaueHUi. [py BbINOAHEHUN
FOPMOHaJIbHOTO NPOdUIA ANATHOCTAPOBAHO CHUMEHVE YPOB-
HA MHCYNUHa Hatowak — 0,9 MKEa/m (3,0-17,0), cCHWXeHune
YPOBHSA MHCynMHonopobHoro ¢aktopa pocta 1 (UOP-1) —
50,2 Hr/mn (55,0-222,0), nokasaTenu ypoBHen apyrux ropmo-
HOB (TUpeoTponHOro ropmoHa (TTl), CBO6OAHOrO TUPOKCUHA
(cBT4), aHTMTEN K Tpeonepokcmpaase (AT-TMNO), nponakTrHa,
KOpTM30/1a) B Npeaenax pedepeHCHbIX 3HaUEHUI.

B nocnepyowem manbyvk HEOLHOKPATHO KOHCYNbTU-
poBaH reHeTUKOM, Npu obcneoBaHnK BbinonHeHa KT ro-
NIOBHOIO MO3ra, MO pe3yfnbTaTaM KOTOPOW BblABMIEHbI: NPU-
3HaKN YMEPEHHO BbIPAXXEHHOrO pPaclMpPeHNA NNKBOPHbIX
MPOCTPAHCTB NTOOHbIX, TEMEHHbIX AONEN, KUCTa MPO3PayHoN
neperopofiky HeGONbLUKX Pa3MepPoB, YMEPEHHaa acMMme-
TprA GOKOBbIX XeNyfouKoB Mo3ra. TaksKe BbinonHanacb TCX
(ToHKOCNOMHas xpomaTorpadusi KPOBK) — NATOSIOTMU He Bbl-
ABMeHo. PebeHKy Oblflo pekoMeHAOBaHO APOOHOoe yacToe
nMTaHMe CJIOXKHbIMW YrneBoAaMm, MOBTOPHAA KOHCYNbTauusa
SHAOKpPUHONOra yepes 3 mecaua.
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B xoge ouepegHOM KOHCynbTauMn SHAOKPUHOMNOra nNpu
obcnenoBaHUM 06paTUNM Ha Cebs BHMMaHUWE: COXPaHsB-
WanAcA nepuogmnyeckas rmnornnkemmua (roKosa KpoBu —
3,3 mmonb/n (Hopma 3,5-5,5 MMOnb/N)), HanMune KETOHOB
B MOYe, CHIKEHHble NoKa3aTenu nHcynmHa — 0,47 MkKME/mn
(2,0-23,0) n C-nentnaga Hatowak — 0,44 wr/mn (1,1-4,4).
PebeHKy Obln BbIMOSIHEH OPAJIbHbBIN TNOKO30TONIEPaHTHbIN
TecT (OI'TT), BbIABNEHO HapyLleHWe TONePaHTHOCTU K yrrie-
BOZAM: MNi0KO3a KPOBU HaTowak — 2,4 MMONb/N, Yyepe3 2 Y
nocse Harpyskn — 9,0 mmonb/n.

IuddepeHuranbHO-ANArHOCTUYECKMI MONCK MPU Hanu-
UMM KETOTMYECKOM MMMOINKEMUM, YUNTbIBAA TaKXKe 3afie PXKKY
pocTa n H13Kne nokasatenn NOP-1, Bkntoyan ncknoyeHune ru-
nonutyutaprsma (feduurTta comatoTponHoro ropmoHa (CTT))
M HaCNeACTBEHHbIX 3a601eBaHNI 0OMeHa BeLeCcTB. ITUONOoM-
YecKylo AVArHoCTVKy 3aboneBaHyA 3aTPYAHANO NPOrpeccyB-
HOe CHIVXeHre noKasatenen C-nenTyaa U MHCYNMHA HaTOLLAK,
a TaKXKe BbIAIBIEHHOE HapyLUeHVe TONePaHTHOCTU K [0Ko3e
B XOZe MOKO30TONEPAHTHOIO TeCTa, YTO OLEHMBANOCh Kak
BO3MOXHas MaHrecTauya caxapHoro guabeTa.

B 3TOM CBA3M Manbuuky bbina pekomeHLoBaHa rocnuTa-
nnsaums B OIbY «HaunoHanbHbIN MeAULMHCKNIA nccieno-
BaTENIbCKUI LIEHTP dHAOKpUHOonorum» (r. Mockea) C uenbio
06cnefoBaHUsA 1 yTOUHEHMS AMaArHo3a.

Pe3synbraTtbl $u3MKanbHOro, 1abopaTtopHoro

N NHCTPYMEHTaJIbHOro nccniegoBaHmna

O6beKTUBHbIN CTaTyC HAa MOMEHT ocMoTpa: obuiee
COCTOAIHME YAOBNIETBOPUTENbHOE. AHTPOMOMETPUYECKUE
nokasatenu: poct — 122 cm (-2,35 SDS), macca Tena — 23,4 kr
(-2,06 SDS), UMT — 15,7 kr/m2 (-0,39 SDS). PebeHoK npa-
BUJIbHOTO TENOC/IOXKEHUS, YMEPEHHOIO NUTaHusA. Mbiwey-
Has cncTema pasBuTa 6e3 ocobeHHocTel. KoxHble MOKpPOoBbI
CMYTTION OKpacKK, rMneprnurMeHTaunsa Ha foKTAX, CTonax,
B 06N1aCTV Weun 1 NHUIA NagoHel. [0n1oBa oKpyrnon popmbl.

KNUHUYECKIMI CNYYAW

3y6Hana dopmyna: CKyyeHHOCTb 3ybHoro paga. ®eHoTun cu-
HodPK3, HU3KMI POCT BONOC Ha NOY, CaHAaneBULHasnA Lienb,
MIOCKOBaJIbIyCHAsa YCTaHOBKA CTOM.

CepfieUHble TOHbI 3ByYHbIe, PUTMUYHbIE. CUCTONNYECKINT
WyM Ha BepxylwkKe n B V Touke. ApTepuanbHoe daBneHue
(Al) — 95/70 Mmm pT. CT,, YacTOTa CEpPAEYHbIX COKpaLLeHNI
(4CC) — 87 B MuHyTY. lNpn aycKynbTaLumm gbixaHue B JIerkux
BE3UKYNAPHOE, XPUMNOB HeT. KMBOT Npu nanbnauuy 6e3bo-
ne3HeHHbIN. Pa3mepbl NeYeHU NanbnaTopHO He YBEUYEHDI.
CeneseHKa He yBenunuyeHa. BTopuuHble nonoBble Npu3HaKm
fnonybeptaTHble (cTagusa no TaHHepy 1), testis B MOLLIOHKe.

Pe3ynbraTtbl 1a6OPaTOPHO-MHCTPYMEHTANIbHOTO

nccnenoBaHnA

JlabopaTopHoe o6cnefnoBaHMe: TMUKUPOBAHHBIN re-
MOrnobunH — 5,2% (4-6%), obwnin aHann3 Mouu: runep-
cTeHypusa (yaenbHbin Bec — 1,035), KeToHbl — 1,5 Mmonb/n
(0-0,5), rntoko3a — oTp.

Bbrnoxumunueckoe wnccnegoBaHMe KpoOBW: [JOKO3a
KpoBn — 3,51 mmonb/n, KpeaTHnH — 44,9 MKMosnb/n
(63,0—110,0), opyrve noka3satenu 6€3 OTKIIOHEHUN.

TopmoHanbHoOe nccnepoBaHue Kposum (TTT, cBT4, kopTu-
3on, nponakTuH, UOP-1, NHCYNWUH): OTKNOHEHWI He BbIABIEHO.

C uenblo ucknoueHnsa geduuymta ropmoHa pocta (IP)
BbinosiHeHa CTl-npoba c knodennHom (knodenuH per os
0,133 mr). B pesynbrate npoBeAeHHOrO0 CTUMYALMOHHOIO
TecTa MakcManbHasa cekpeums P Ha 90-i1 M1HYyTe cocTaBu-
na 24,9 Hr/mn, 4To NO3BONWIIO UCKOUUTL aedpuunt I'P.

B Tabnue 1 npeacTaBneH rmukeMuyecknii npodusb na-
LUMeHTa B TeueHne NpebbiBaHNA B CTauMoHape. B Tabnuue 2
npeacTaBeHbl pe3ynbTaTbhl ONpeAeneHna roKo3bl U NakTa-
Ta KpOBM HaTowWwak 1 yepes 90 MMH Nocne 3aBTpaka.

B ctaumoHape Takxe BbinonHeH OI'TT ¢ Harpy3skom 40 r
rnoKo3bl (M3 pacyeta 1,75 r Ha 1 Kr maccobl Tena). PesynbTathbl
O TT npogeMOHCTpMpPOBaHbI B Tabnuue 3.

Tabnuua 1. Muikemnyecknii Npodunb NaumeHTa B nepuog npebbisaHms B CTaLMoHape.

09.00 12.00 14.00 16.00 18.00 21.00 00.00 03.00 06.00
3,8 4,3 7,5 58 54 53 58 4,4 33
4,4 4,3 79 55 4,9 6,5 55 4,1
3,5 99 74 13,2 8,2 52 4,1 52 34
34 8,0 4,6 7,8 4,7 4,7 54 52 3,8
Ta6nuua 2. OnpegeneHune riKo3bl U NakTaTa KPOBW.
Mokasatenb Harowak Yepes 90 MuHYT nocne eppl Hopma
[moKo3a KpoBW, MMONb/N 2,7 6,4 3,1-6,1
JlakTaT KpoBU, MMONb/N 1,47 8,74 0-24

Ta6nuua 3. Pe3ynbTaThl OpasnbHOrO MIOKO30TONIEPAHTHOIO TECTa.

Bpemsa, MmuH Inioko3a KpoBu, MMmonb/n UHcynuH, mKE/mn JlakTat KpoBu, MMonb/n
0 3,02 0,425
30-a 8,48 36,21
60-1 10,26 40,01
90-A 9,72 53,41
120-a 9,32 66,94 6onee 16,45
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Tabnuua 4. MukeMnyecknin npodunb NaymeHTa Ha GoHe AmeToTepanum B CTaumoHape

09.00 12.00 14.00 16.00 18.00 21.00 00.00 03.00 06.00
43 7.3 4,7 52 6,3 4,8 45 4,4
4,2 54 54 7,5 34 58 4,5 5,9 4,4
PaccunTtaHbl  MHAEKCbl  UHCYIMHOPE3NCTEHTHOCTU:  (Heo6paboTaHHOrO MOAUPUUMPOBAHHOIO KYKYpPY3HOro —

Matsuda — 27,35; Karo — 7,11; HOMA — 0,06.

Mo pesynbratam BbinonHeHHoro OI'TT pgmarHoCTMpPOBa-
Hbl Cnepgytolme OTKNOHEHUA: TUMOIMUKEeMUA HaToWakK, -
neprankemma Ha 120-1 MUHYTe, YTO ABNAETCA NPOABNEHMEM
HapyLlleHNA TONEePaHTHOCTM K [oKo3e. YpOBeHb nakTaTa
Ha 120-i1 MMHYyTe Npobbl cocTaBun 6onee 16,45 MMonb/n, UTo
3HAYMTENbHO MPEBbILIAET AOMYCTUMbIE 3HAUEHNA MOKa3aTens.

Y3/ 6pIolIHON MONOCTU: 3XO-NMPU3HAKN renaTomera-
nuu, aedbopmanm XKenyHoro ny3blps.

OnddepeHuymnanbHaa AnarHoCTMKa

Pe3synbtatbl Npobbl ¢ KnodennHom, oTcyTcTBue nabo-
paTOpPHbIX KpUTEpMEB HEJOCTAaTOYHOCTU APYrUX TPOMHbIX
rOpMOHOB afieHornnoousa, HopmasnbHbIli ypoBeHb NDP-1
(SDS N®P-1=-0,7) B COBOKYMHOCTU MO3BOSIUAN UCKITIOUUTb
rMNONUTYNTapr3M Kak BO3MOXHYIO MPUUYNHY KETOTUYECKON
rMNOrNKEMUN 1 33[1eP>KKN GpU3NUYECKOTo Pa3BUTKA.

Mo pesynbratam nposegeHHoro OITT puarHocTnpo-
BaHO HapylleHWe TONepaHTHOCTU K [JoKo3e (rnnkemus
Ha 120-n MuHyTe — 9,32 MMOb/N), MHOFOKpaTHO onpeje-
NANOChb NOBbILIEHWE NaKTaTa NoC/e Harpy3Kn NULLEN 1 Mto-
KO30M.

Hanuumne KeToTUYECKOM TUNOMMKEMUM, HapacTaHue
nakrtaTa nocsie Harpy3km 3aBTPakoM, OTCYTCTBME TMMONUTY-
UTapm3ma, 3afiepxKa GpU3NYecKoro pasBuTUS 1 yMepeHHas
renatomeranua Nno3BOAWUAM 3anofo3puTb y Manbyumka BHI
0 Tmna.

B OIBY «MefmKo-reHeTUYeCKuin Hay4HbIli LIeHTP» B 1abo-
paTopun CENEeKTUBHOTO CKPWHWHIA BbIMOSIHEHO TeHeTnyYe-
cKoe nccnegoBaHme. B obpasue AHK nauveHTa MeTogom mac-
COBOrO MapassesibHOro CeKBeHpoBaHua (npubop lon S5)
npoBedeH aHanu3 56 AfepHbIX FEHOB, ACCOLMMPOBAHHbIX
C Pa3BMTMEM HACNeACTBEHHbIX GOpPM runornukeMmi. B xoae
aHanM3a BbiB/IEHO M3MEHEHME HYK/IeOTUAHOWN NocnefoBa-
TenbHOCTN B reHe GYS2: NM_021957: exon 7c. G1015C:p.
A339Prs121918421 CM980966 B roMO31TOTHOM COCTOSIHUN.

PaHee onncaHHasA MuWCCEHC-MyTauma B 7 SK30He
(Ala339 Pro) 6bina npeacTaBneHa 3apyoeXKHbIMU KOJieramu,
B Poccum onucaHmim gaHHom mytaumm Het [4].

TakrMm 06pa3om, BbINMOSIHEHHOE MOJIEKYIIPHO-TEHETUNYE-
CKOe 1ccnefoBaHve NO3BONWIO NOATBEPAUTL Npeanonara-
€MblIl AUuarHo3 v onpefennTb TakTMKY BeeHUA naymneHTa.

JIEYEHUE

B HacToAwee BpemA goOKa3aHO, YTO HEOTbEMISIEMON Ya-
CTblO Tepanuy cuymMTaeTca fobaBfieHVe B PaLUOH CbipoOro
KYKYPY3HOrO Kpaxmasna, B OCOOEHHOCTU Ha HOYb, YTO AlaeT
NOJSIOXKMTeNbHblEe pe3ynbTaTbhl, HauYMHaA C 6-8-MecAYHOro
BO3pacTa. B cBA3M € Tem, UTO KYKYpY3HbI Kpaxman mefneH-
HO 1 HEeNpepbIBHO pacLiennaeTca naHkpeaTnyeckon ammna-
3011, YAOBNETBOPUTENbHbIA YPOBEHDb MNKEMUN COXPaHAET-
cs bonee AnuTesibHoe Bpems, B cpeHem okono 4 4. C 2007 T.
npuv anetotepanun bHIN npnmeHaeTca HoBbIN BUA Kpaxmana
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o6o3HaveHe «\WMHM20»). Vicnonb3oBaHne ero B guete
B fo3e 2,0 r/Kr (CcMelwaHHOro ¢ Bogon) y 60MblINHCTBA Ha-
6niogaembix naumeHTos ¢ la, Ib v Il TMINamn rnkoreHo3os
NPUBOAUNO K AOCTVXKEHMIO GOJbLUEN NPOAOIKUTENIBHOCTY
Hopmornvkemun 1 6onee GnaronpuaTHOMy MeTabonuye-
CKOMY KOHTPOJIO (MO CPaBHEHMIO C MPUMEHEHUEM TPaau-
LIMOHHOrO KYKypy3Horo Kpaxmana) [1]. OueBugHo, 4to npu
JAVeToTepPanuu rMmMKOreHO30B BaXKHO CobtoieHne neyebHo-
ro pexmnma nutaHuA. B 4acTHOCTW, UCKIIOUEHME KOPOTKUX
YrNeBOAOB, a 3aBEPLUIALLMIA NPUEM MWLM 33 [EHb [OJIKEH
nNpuxoamnTbca Ha 22.00-23.00 u.

B otneneHun OIBY «HaumoHanbHbIN MeANLMHCKUIA UC-
CnepnoBaTenbCKUA LEHTP SHAOKPUHONOrMN» pebeHoK nepe-
BEJEH Ha AMETOTepanuio, NCKIIOUYEHbl MPOCTbIE YrNIEBObI,
PEKOMEHOBAHO YacToe APOOHOE MUTaHMEe B TeUEHME AHSA
1 UCMOJIb30BaHMe KYKYpPY3HOrO Kpaxmalsa nepeg CHOM.

Ucxopn n pesynbrathl nocnegyolero HadnogeHus

Pe3ynbTathl rnukemMuyeckoro npoduns nocne guetorte-
panuu npepacTaBrieHbl B Tabnuue 4.

CpaBHUTENbHbIM aHaNM3 NokKasaTtesien rKo3bl KPOBY
ManbyMkKa [0 U MOCie BBEAEHMA KYKYpYy3HOro Kpaxma-
na HarnagHoO AEMOHCTPUPYET HOPMANM3auuio FNKeMUN,
KynMpoBaHWEe TUMNOINKEMUN B yTpPeHHee BpemMsa CYTOK
(06.00, 09.00).

OceHbio TOro e rofia MasbymK roCcnmuTanM3npPoBaH nia-
HoBo B OI'BYH «®UL nutaHus n brnoTtexHonornm». BoinonHe-
Ha 3nacTorpadusa neyeHun: o6 pe3ynbTaT NCCNefoBaHNA
C HanbonbLUeln BEPOATHOCTbIO COOTBETCTBYET rMCTONOrNYe-
ckon ctagun $pubposa FO (mo Metavir). YpoBeHb cTeatosa
173 cooTBeTCTBYET CTeneHu cTeato3a SO.

Mpu BbINUCKe MauUMEHTY AaHbl PEKOMeHAALMN: KOPM-
neHwe Kaxpgble 3 4, no3gHui yxmH B 21.00, rniokosa
Ao 15-20 r/cyT (Bo6aBnATb B Kalum), KYKYpy3HbI Kpaxman
15r—822.00,20r— B 03.00.

B HacTosALLee Bpema COCTOAHME MaNibuMKa yLOBNETBOPU-
TesIbHOE, MOKa3aTeNy MKeEMUYECKoro Npoduns B TeyeHne
[HA CTabunbHble, ogHaKo A0 2-3 pa3 B Hepdesto OTMeYaeT-
CA TMMNOIVKEMNA HaTOLWaK, B AOMALIHMX YCIIOBUAX aLeToH
B MOYe OoTpuLaTesibHbI. POCTOBbIe NOKa3aTenu 1eMOHCTPU-
PYIOT NONOXNUTENbHYIO AUHaMNKY — SDS pocta=-2,11.

OBCYXAEHUE

BHI 0 TmMna ABnAeTcA pepkow nartonorven, KoTopas
CNOXHO noppaetca AanddepeHUmnanbHON AMarHOCTUKe.
BmecTe ¢ Tem BO3MOXHO MpPeAnonoXuTb, YTO MpU ynyuy-
WeHUN AMArHOCTVKM OyaeT yBenMumBaTbCA U KONIMYECTBO
HabslogaeMblX NaUUeHTOB. KNnMHnYecKue NposBneHns Mar-
Kue, HO ANnTeNIbHOe OTCYTCTBME NPAaBUAbHOW QUETbI MOXET
NPUBOAUTb K PAAY OCNOXKHEHWI, B YaCTHOCTHY, K HAPYLLIEHWIO
bYHKUMM NeyeHn 1 3afiepKKe pocTa.

Cneuundunueckoro neveHuss bBHI 0 Tuna go HactosAue-
ro BpemeHu He paspaboTaHo. OCHOBHbIM BUAOM Tepanuu
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ABNAETCA PEXUM MUTaHMA, HanpaBfieHHbIN Ha npegynpe-
XKOEHME TUMNOMTIMKEMUKN, MeTabONNUYECKOTO aLnao3a, KeTo-
33, rIMNepanNUAeMnN, a TakkKe Ha KOPPEKLMI0 HapyLueHUN
bYHKUMOHANbHOTO COCTOAHMSA renaTobunnapHom CucTembl.

Ona poctmkeHnA 3TON Lenu nauveHTaMm pekoMeHZYyoT
LMETY C BbICOKUM COAepKaHMeM 6efika U CIIOXKHbIX YrNieBo-
OB C HU3KUM FNUKEMUYECKUM MHAEKCOM. B cBOIO Ouepepb,
TaKXe YMEeHbLUAeTCA 3aBUCMMOCTb OT OKMCIIEHWA KMPHbIX
KUCJIOT, YTO CHUXKAET CUHTE3 KEeTOHOB. KynnpoBaHue runep-
KETOHEMMMW MPefoTBpaLLaeT CMCTEMHbIN auMao3, HO Takxe
YCUNNBAET IMIOKOHEOTreHe3, NMOCKOJbKY M3 CKENETHbIX MbILLL
MOXeT BbicBOOOXAaTbcA Gonblue anaHuHa [21]. Y maneHb-
KUX OEeTell rMMNOrfIMKEMUSI MOXET BO3HUKAaTb Ha $OHe aue-
Tbl C BbICOKMM COAepaHvem 6erfika, a Cblpoii KyKypy3HbIi
Kpaxman (1-1,5 r/kr), BBOAUMbIA nepen CHOM 1 Kaxable 6 Y
BO BpemMs WHQEKUMOHHbIX 3aboneBaHvi, npepoTBpaLiaeT
YTPEHHIOK FMMOMMKEMUIO 1 KeTo3. [IHeBHasA rmnornnkemms
00bIYHO He BbIpaXKeHa, 1 MPVEM MWLM Kaxable 2—4 4 06bIYHO
npeaoTBPaLIAeT rUMNornnkemnto. Y aetei, KoTopble 0CcobeH-
HO aKTVBHbI, J03a KYKypy3HOro Kpaxmana yTpom mnm 3a 1y
[10 HaMpPSAXEHHOW ANTeNbHON GU3NUYECKOWN aKTUBHOCTM MO-
XKeT yNyulnTb BbIHOCIMBOCTb. [1pOCTble yrneBoabl AOMKHbI
ObITb OrPaHNYEHbI, TaK KaK OHU MOTYT YBENNUNTb KOHLIEHTPa-
LIWI0 TaKTaTa B KPOBW.

3AKNIOYEHUE

OnucaHHbIN KnnHYecknin cyyan BHI 0 Tvna npepcTas-
nAeT MHTepecC He TOMbKO B CTPYKTYpe CMHAPOMA rMnornu-

KNUHUYECKIMI CNYYAW

KeEMUW, HO TaKXKe Mpu obCnefoBaHNN OeTeln C 3alep>KKow
pocCTa, 1, OYeBMAHO, TpebyeT BKoveHuss B anddepeHumn-
ANIbHO-AMArHOCTUYECKUIA MONCK CUHAPOMA HN3KOPOCOCTHU.

BHI 0 TMna He npegycmaTpmBaeT MeAMKaMEHTO3HOW
KOppeKuum, MOCKOSbKY K HAaCTOALLEeMY BPEMEHM OHa He pas-
pabotaHa. OOHAKO CTpOroe BbINOJSIHEHME PeKOMEeHAAUNN
B OTHOLUEHMM peXMMa NUTaHNs pebeHKa 1 exxegHEBHOE 1C-
MoNb30BaHWE KYyKYpy3HOro Kpaxmasna Mo3BOJAT Kynupo-
BaTb MMMOMMKEMUIO, TMMEPKETOHEMMIO, TUMEpPIaKTaTEMMIO,
yTO, B CBOIO ovepesb, ynyywaet dpusnyeckoe passuTre fe-
TeWn, NoKasaTteny MUHEPANbHOWN MIOTHOCTU KOCTHOM TKaHW,
Cnoco6cTByA 6naronpUATHOMY NPOrHO3Y U MOBbILLEHWIO Ka-
YyecTBa XU3HU NMaLUEHTOB C 3TUM 3ab0neBaHMEM.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHuk ¢uHaHcnpoBaHUA. Pykonycb NOAroToBneHa Ha NnYHble
CpencTBa aBTOPOB.

Cornacve naumeHta. OduLManbHblii NpefcTaBUTeNlb OOPOBONIBHO
nognucan MHGOPMMPOBaAHHOE corflace Ha Ny6nMKauvio NepcoHanbHom
MeaVLUHCKON MHbopMaLmm B 06e3nmyeHHon dopme B xKypHane «[pobne-
Mbl SHAOKPUHOJIOT M.

KoH®nNuKT unHTepecoB. ABTOpbl AeKNapupylOT OTCYTCTBME ABHbIX
1 NOTEHUMaNbHbIX KOHGMKTOB MHTEPECOB, CBA3AHHDBIX C Ny6NvKauyen Ha-
cToALWEen cTaTbl.

BnarogapHocTu. [pefoctaBnsieTcss BO3MOXHOCTb BblPasuTb CJIOBa
61arogapHoOCTY TeM, Yell BKNaz B HanmcaHue pykonucy 6ol HeocTaToueH
INA NPU3HaHWSA NX COaBTOPaMU, HO BMECTe C TeM CUMTAeTCs aBTopamu 3Ha-
YMMbIM (KOHCYNbTaLUK, TEXHUYECKas NMOMOLLb, MepeBofbl 1 Mp.).
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