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AEOUIINT ®PYKTO30-1,6-BUMOPOCDATA3BI: OIITMCAHUE ITEPBOTIO
TEHETUYECKU IIOATBEPJKAEHHOI'O CAYHAA B POCCHUUA

IOI'BY DHAOKPUHOAOTHYECKUN Hay4YHbIH 1eHTp M3 PO, ZMoposzosckas ATKB AenapramMenTa 3ApaBoOOXpaHeHUs

Mockssl, 3OTBY MeaAuKo-reHeThdeCKUi HayuHbIHM I[eHTp PAMH, Mocksa

Hedumur dpyrroszo-1,6-6udocharaspl — pearoe ayToCOMHO-peliecCMBHOE 3a00JeBaHUE, ITPUBOIA-
uree K medeKTaM IIIOKOHEOreHe3a B peldyibraTe MyTamuii B reHe FBP1. K oCHOBHBIM KIMHMYECKUM
IIPOSIBJICHUSIM OTHOCSITCS 3MU30bI THIOTIMKEMHH M OCTPOrO JIAKTAT-AIUA03a WM KeToalumosa,
BO3HUKAIOIINE MPeNMYLIeCTBeHHO Y IeTeil paHHero Bo3pacra Ha ¢oHe rooganus, GPyHKIMOHATIBHBIX
HapyUIeHU KeJyTOYHO-KUIIEYHOT0 TPAKTAa MU IIPH NMPUCOeIUHEHUN WHTEPKYPPEHTHHIX 3a00JIeBa-
Huil. 3a00IeBaHNEe XaPAKTEPHU3yeTCsI BHICOKMM YPOBHEM JIETAJHHOCTH B HEOHATAJBHOM IIEPUONE U
SIBJIAETCA OSHOW W3 NPUYMH CHHAPOMA BHe3amHOll cMmeprtu. IIpu panHell MarHoCTHKe HEIOCTATOY-
HocTu (bpyKTO030-1,6-06HocdhaTassl U aTeKBaTHOH JUETOTEPAIUN IPOTrHO3 OaronmpuaTtHbeil. Yacrora
BCTpeuyaemMocTu 3a0osieBanusa B Poccuiickoit @enepaiinu Ha CerogHANIHNN JeHb He onpeaeseHa. B cra-
The IPUBEJEHBI OCHOBHBIE JJAHHBIE [0 ITUOMATOTeHe3y, KINHNKO-JIa00PaTOPHBIM XapPaKTePUCTHKAM,
NPUHIUIAM TUATHOCTHKY MU OCHOBAM BeJeHHs MAIMEHTOB C JaHHOU maTtoJoruei. OmucaH mepsBsiii B
P® reHeTuuecKku NOATBEPKICHHBIN KIMHUYECKUH CIydaii, JeMOHCTPUPYIOUIUI KIIACCHYEeCKOe TeYeHne
3a060I€BaHUS.

Knrouesvie cnosa: zunozaukemus, ppyxmoso-1,6-6ugpocgpamasa, FBP1, nakmam-ayudos.

Deficiency of fructose-1,6-bisphosphatase is a rare autosomal recessive disorder, which leads to
defects in gluconeogenesis due to mutations in the FBP1 gene. The main clinical manifestations
include acute episodes of hypoglycemia and lactic acidosis or ketoacidosis, occurring mainly in
young children during starvation, functional disorders of the gastrointestinal tract or overlay of
intercurrent diseases. The disease is characterized by a high mortality rate in the neonatal period
and is one of the causes of sudden infant death syndrome. With early diagnosis of fructose-1,6-
bisphosphatase deficiency and adequate diet therapy the prognosis is favorable. The incidence
of the disease in the Russian Federation is currently to be determined. The paper presents the
basic data on the etiology and pathogenesis, clinical and laboratory characteristics, principles of
diagnosis and management of patients with this pathology. The first genetically confirmed case
report in Russia showing the classic course of the disease is presented.
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ITHOJIOTHSA M MATOTeHe3 3a00JeBaAHUS

Hedumur ppyrToso-1,6-6udocdarassr — ayro-
COMHO-peIecCBHOe 3aboJieBaHMe, XapaKTepuay-
foleecss HapyllleHWeM IJIIOKOHeoreHesa. [JIOKO-
HeoreHe3 OCYIIeCTBJSAETCA MIPEUMYINEeCTBEHHO B
IeYeHY, B MEHbIIIEH CTEeIIeHN B IIOYKAX M KJIETKaxX
CAUBUCTON OOOJIOUKM KUIIEUHUKA. K OCHOBHBIM
cybcTpaTam IS TII0KOHEOreHe3a OTHOCATCA (PPYK-
T03a, JaKTaT, IJIUIEePOJI ¥ IIINKOTeHHbIe AMUHOKIIC-
JIOTHI (aJIaHUH, acaparuH, apruHuH u ap.) [1].

OpHuM 13 KJIIYEBLIX (DEPMEHTOB IJIIOKOHEeOoTe-
Hes3a ABJIAeTcA GpyKTo30-1,6-6udocdarasza, Kara-
JU3UPYIONasa TUAPOanU3 (PPYyKTo30-1,6-6mudocdara

Konmarxmnas ungopmayusn:

o (ppyKTO30-6-(pochaTra M HeopraHmueckoro ¢oc-
dopa (cm. pucyroxr) [1]. I'en aToro dpepmenra FBP1
KapTupoBaH Ha xpomocome 9q22.32 m cocTouUT U3
7 sk30HOB [2]. CHM:KeHUE aKTUBHOCTU (PPYKTO30-
1,6-6udocaTaspl B pesyabTaTe MyTaluii B TeHe
FBP] npuBOAUT K HapyIIEHUIO CUHTE3a TJIIOKO3BI
13 (PPYKTO3HI W HEYIrJEeBOAHBIX IIPE/IIECTBeHHM-
KOB, a TaK/Ke K HAKOILJIGHUIO JIaKTaTa, nIupyBara,
aJlaHWHA U MOBBINIEHWI0 YPOBHS KETOHOB B KPOBH.
IlepeHOCUMOCTD TJIIOKO3bI, MAJIbTO3bI U TaJIaKTO3bI
IIpU 5TOM He HapyIeHa [3, 4].

BriepBble mamueHTKa ¢ MeTabOJIMYECKUM al[u-
I030M U TEPCUCTUPYIOIIUMU TIUIOTIAKEMUIMHA
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PucyHok. YnpoureHHas cxema riroKoHeoresnesa [1].

HATOINlAaK B pea3yJibTaTe HeJOCTATOYHOCTU IIeUeHOU-
HOM (pyKTO30-1,6-0mdpochaTrassl ObLIa OIMMCAHA
Baker u Winegrad 8 1970 r. [5]. B1997 r. Y. Kikawa
¥ COaBT. AOKAas3aju cBA3b meduiura GpyxkToso-1,6-
6udocdarassl ¢ myranuamu B rede FBP1 [4].

Kauanueckas kapTMHA ¥ JUATHOCTHKA
3a00IeBaHUA

3aboseBaHMe OOBIUHO MaHU(ECTUPYET B HEOHA-
TAJILHOM IIePUOJie WJIN B PAHHEM JeTCKOM BOo3pacTe
U ABJSAETCA OJHOIN M3 IPUUYMH Pa3BUTHUSA CHHIPOMA
BHe3amHOM cmepTu [6].

MeTtabonuyecKkue KpU3bl IPOBOIUPYIOTCS JJIH-
TeJbHBIM TOJIONAaHUEM, MHTePKYPPEHTHBIMU 3a00-
JeBaHUSIMM, YV JeTeil cTaplliero Bospacra — MHTEH-
CUBHBIMU (pu3MUeCKUMU Harpyskamu. Kianuunuec-
KHe TMpU3HAKW OOYCJOBJIEHBI THUIOTJIUKEeMUYe-
CKUM COCTOsSIHMEM Ha (DOHe HapacTalolllero JiaKTar-
anumosa: y pedbeHKa MOABISIOTCA BSAJIOCTh, COHJIU-
BOCTh, TPEMOD KOHEUHOCTEe!, MHOTOKPATHAA PBOTA,
OIBIIIKA, HapyIlleHue CepAedYyHOTo PUTMa, 00U B
JKuBOTe. B manbHeNIIeM NIpPOTrpeccUpyioT AbIXa-
TeJbHAA U CePHAeUHO-COCYAUCTas HeJOCTaATOUHOCTD,
MOSABJSETCS CYIOPOKHBIA CHHIPOM, HapacTraer
yTrHeTeHUe CO3HAHUA BILJIOTH A0 PA3BUTUS TUIIOTJIN-
KeMu4ecKo KoMEI [ 7, 8].

OmnucaHBbl HAIMEHTHI C remaToMerajiueii, BO3-
HUKAaIoNell BO BpeMsa MeTabOJMUYECKOro Kpusa,
ONHAKO 3TO He ABJAETCA OOJUTaTHBIM IIPUSHAKOM
3aboJsieBaHusd [ 7], 4TO, B YACTHOCTH, MbI HAOJIIO1aIN
y HaIel marmueHTKH.

B MexnpucTynHBIN mepuoj HalueHThl 00BIYHO
He IPeAbABJIAIOT KaJ00, XOTA MOT'YT COXPaHATbCS
CyOKOMIIEHCUPOBAHHBIN MeTa00INYEeCKUN aluag03 1
yBeIundyeHue pasmepoB neuerHu. C BospacToM ToJie-
PaHTHOCTH K TOJIOJaHUIO YBEJIUUNBAETCA.

IIpu maGopaTopHOM OOGCJIEJOBAHUU OIIPEIeJIsi-
IOTCA KeTOTHUEeCKUe TUIIOTJINKeMUU PasHOM crelle-
HU TSKECTU, allio3, MOBBIIIIEHUE YPOBHEH JaK-
TaTa, OUPyBaTra, aJaHWHA, CBOOOMHBIX KUPHBIX
KHCJIOT B KpoBHu [7, 8].

I'nuxemuueckuii oTBeT Ha BBeJleHUeE IJIIOKAroHa
MOKeT OBITh IIOJIOXKUTEJNBHBIM mocje 6 4 rosmoxa-
HUA, OJHAKO IIocyie 18-yacoBOoro rosjofaHus peakx-
U Ha BBeJleHUe I'JIIOKaroHa OTCyTCTBYeT.

s Bepudrranyum ararHosa B TedeHUe IJIU-
TeJIbHOTO BPEeMeHM NCIIOJIb30BaJIOCh OIpefieieHue
aKTUBHOCTU (PPYKTO30-1,6-0udpocdharassl B JeHKO-
mUTaxX U/UIN B renartonurax. lmaruos ycraHoBIu-
BajIcA HAa OCHOBAHUM CHUKEHUA aKTUBHOCTU dep-
meHTa MeHee 10% ot HOpMaabHOTO [9, 10].

OmHaKO MAaHHBIH MeETOJ MCCJIeLOBaHUSA HMeeT
OrpaHMYEeHHYI0 MHMOPMAaTHUBHOCTb, TaK KakK pas-
JIUYaloT IBa TUIla HeJZOoCTaTOYHOCTU (MPyKTO30-1,6-
6udocdarassl. [IepBhIil TUII CBA3AaH CO CHUKEHUEM
aKTUBHOCTU (pepMeHTa B JIEMKOIIUTAX U KJETKax
IeyeHW, BO BTOPOM cJydae aKTHUBHOCTb (hepMeH-
Ta CTpajaeT TOJBbKO B KJeTKaX Ile4eHWU, CJeLoBa-
TeJIbHO, OIlpefieleHre aKTUBHOCTU (GPyKTO030-1,6-
6udocdaTassl B IeUKOIUTAX ABIAETCA B 9TOU CUTY-
anuyu MajgornHopmaTuBHBIM [9—11].

B HacrodIiee BpeMs 30JI0THIM CTaHZAPTOM JAMar-
HOCTUKU gAedumura QPyKTo30-1,6-6udocharassl
ABJSETCA MOJIEKYJIAPHO-TeHeTUYeCcKoe UCCJIelNo-
Bauue rema FBP1 [4]. C moMOIIbI0 MOJIEKYJIAPHO-
TeHEeTUYeCKOI'o UcCcaeoBaHNA OUOIITaTa XOPHOHA BO3-
MOJKHA U IpeHaTaIbHaA JUaTrHOCTUKA 3200/ I€BaHUA.

HuddepennuanbHasa AUAaTHOCTUKA IPOBOAUTCS
¢ Ipyrumu opMaMy T'MIOTINKEMUYECKUX COCTOS-
HUM, IPOTEKAIONIUX C alleToOHeMueH: IInKoreHosa-
MU, HaAIIOUYeYHNKOBOI HEJOCTATOUYHOCTHIO, AedeK-
TaMU OKUCJIEHUA JKUPHBIX KUCJIOT U JP.

Benenne mamueHTOB ¢ HEJOCTATOYHOCTHIO
¢ppyrTo30-1,6-6udocharasni

Bcem mammeHTaM pPeKOMEHIOBAHO COOJIIOMEHUE
OUEeTHI C BBICOKUM COJepP:KaHueM yIJIeBOJOB B BHUE
TJIIOKO3bI, MaJbTO3bl U IaJaKTO3bl, OrPAHUUEHUEM
JKUPOB U IIPOTENHOB C BBICOKUM COAEP:KaHUEeM aja-
"HuHa [12].

XOpOoIIIo TEepeHOCATCA PUC, IepJoBasd Kpyma,
MaKapOHHBI€ W3AeJUs BBICIIEr0 COPTa, MIIeHUY-
HBIM U P:KAHOM xJe0, moCTHasA CBHUHWHA, BapeHbIe
KoJibachl, TpecKa, MOiiBa, MUHTAl, MOJIOKO (KpoMe
CTYIIIeHHOTO U cyxoro) [12].

IIpopunakTuKa TUIOTIUKEMUUYECKUX COCTOSI-
HUI OCYIIECTBJSEeTCA IyTeM COKpAIlleHus WHTep-
BaJIOB MEXXKAY KODPMJIEHHUSAMM, BBeJEHUEM IOII0JI-
HUTEJIHbHOT'0 HOYHOTO KOPMJIEHUS U/UJIU AoTalimei
YIJIEBOJOB IIepe]] CHOM B BHUJAe KYKYPY3HOT'O WJIHU
PHUCOBOTO KpaxMaJia. B TAKeIbIX caydasX pelraer-
¢ BOIIPOC 00 YCTaHOBKE raCcTPOCTOMBI.

Ha ¢oHe wuUHTEPpKYPPEHTHBIX 3abojeBaHUi
W3 paluoHa HCKJIOUAOT NPOAYKTHI, COLep:Ka-
e GpyKTosy (A070KM, BUHOTrpand, ap0oys3, (UHU-
KU, TPYIIA, MOMUAOPHI, KPACHBIN meper u Ap.),
caxapos3y, COpOMTOJI, TJINIEPOJ, aJaHuH (TOBAILU-
Ha, WHIelKa, KOHWHA, 0apaHUHAa, KyYPUHBIe SiIa,
MOpPenpoAyKTHI U Ap.) [12]. Takske mpoTHBOIIOKA-
3aHBl MEJUIIMHCKNE IIperapaTbl WU PACTBOPHI s
uH)Yy3uUil, comeprraliue faHHble KOMIOHEHTHI [13].
Heob6xogum cTporuii KOHTPOJb YPOBHA TNIMKEMUU,
KEeTOHOB B KPOBU/MoOUe.
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Koppeknusa runmoramkeMuy Ha [JOTOCIUTAJb-
HOM B9Talle IIPOBOAUTCA C IIOMOIIBIO IIePOpasb-
Horo HasHaueHusda 10-20% pacTBOpa TJIIOKOSHI.
T'smrokaron B pasoBoii mose 0,1 Mr/Kr (MakcumMyMm
1 MT) TOAKOKHO UM BHYTPUMBIIIIEUHO MOKET ObITH
HUCIOJIb30BAaH B TeUeHUe IIepBbIX 6—8 u oT Hauasa
roJIOfaHuA, IIPU JJIUTEJIHLHOM TOJIONAHUUU IIpela-
paT Hea(peKTUBEH.

ITpu coxpaudmoIeiica TMIOrJINKEMUY, a TAKKe
IpU IEPBBIX NPU3HAKAX PasBUBAIOIIETOCA MeTa-
bosMyecKoro Kpwusa (Hapacraiomias OIBIIIKA,
pBOTa, BAJOCTb, OTKAa3 OT €Abl, YIHETEHUEe CO3HAa-
HUS, TOHUKO-KJOHUYECKUE CYJOPOTH) IIPOBOAUTCS
BHyTpuBeHHOe BBemeHue 10% pacTBoOpa IJIIOKO3BI
2 mu/kr wanm 20% pacTBOpa TIOK03bI 1 MJI/KT
6osifocHO (MeAJIeHHO B TeueHme 3—5 MHH), Hajee
BHyTpuBeHHas nHPysusa 10% riaoKo3bl U3 pacuera
3—5 mu/kr/4. IlokasaHa cpouHas rOCIUTAIN3AIUA
B npoduyibHOE OTJeeHNe IJIA IPOBEeIeHUA MHTEH-
CUBHOUM Tepanuyd U KOPPEKIUU MeTaboJHMUEeCKUX
HapyIIeHu.

ITogpobHas maMATKa ¢ KJIMHUYECKUM IIPOTO-
KOJIOM HEOTJIOXKHBIX MEPOIPUATUN [ JIeUeHUA
YPreHTHBIX COCTOAHUN y IAaIlMeHTOB C aedumnu-
TOM (ppyKTO30-1,6-6mpocdarassl UIM IOJO3PEHUUN
Ha JaHHOe 3a0ojJeBaHUE AJA NAIMEHTOB, Bpaudei
«CKopo# TTOMOIIMU», IIeJUAaTPOB U Bpaueil, OKa3bI-
BAIOIIMX HEOTJIOKHYIO IIOMOIIbL B COMAaTUYECKUX U
IPUEeMHBIX OTJeJIeHUAX CTAaIlMOHAPOB, CO3JaHHAA U
YTBepXKAeHHAA KaK MeIUIIMHCKUI CTaHAAPT I'PYII-
IIO¥i CIIEeIMAJIUCTOB 10 HACJIEACTBEHHBIM HAPYIIIeHU -
saM odMmeHa BelrecTB u3 Benukobpuranuu (BIMDG,
2008) u amanTHpoBaHHAA aBTOPaAMU K POCCUHCKOI
KJIMHUYECKOH mpaKTuke [3].

IIpenapar «9ccauBep-opTe», MIUPOKO IPUMe-
HAIOMUNCA Y IIallIeHTOB ¢ TJINKOTeHO3aMu, IIPOTH-
BOIIOKA3aH [EeTAM C HEeJOCTATOUYHOCThIO 1,6-DpyK-
T030-0udocdarassl 13-3a BXOLAIIETO B €ro COCTaB
riuniepuHa [12].

IIpu pamnHeii guarHocTUKe 3a0ojieBaHUA U
aJeKBaTHON AUWETOTepaluy IIPOTHO3, KaK IIpaBU-
J0, OnmaronpuAHBIZi. B Hacrosdlmee BpeMsa ommca-
HBI HECKOJBKO CJIyyaeB OJIaromoJIydHOTO MCXOOAa
0epeMeHHOCTH y IAIllMeHTOK C HeJZOCTAaTOYHOCTHIO
1,6-dppyrTos30-6udocdarass: [14].

Huike mpuBogummMm ommcanme mnepBOTO T'e€HETU-
YeCKU MOATBEP)KAEHHOTO KJIUHUYECKOTO CIydas B
Poccuu, meMOHCTPUPYIOIIEro KJIAaCCUUECKOe Teue-
HUe HeJI0CTaTOUYHOCTH (ppyKTO30-1,6-6ndocdarassl.

H.M., 10 ner. I3 anamMHe3a M3BECTHO, UTO PeOEHOK
POKIEH OT MepBOM (PU3UOJIOTUUECKON OepeMeHHOCTU U
pPoaoB, C HOPMaJIBHBIMHU BE€COPOCTOBBIMMU IIOKa3aTeJIAMN
Opu pOKIeHUU. BpaK HepoacTBeHHBIN. PanHHee ¢usu-
YeCKoe M IICUXOMOTOPHOE pPa3BUTHE 0e3 0CODEHHOCTEI .
HaCJIeHCTBeHHOCTI: II0 SHﬂOKpHHHOﬁ IIaTOJIOTHM HE OTdA-
roIIeHa.

IlepBBIil IPUCTYII HEYKPOTUMOII PBOTHI C PA3BUTHEM
TOKCHKO3a 1 3KCHUKO3a, OHLIHII{OfI n Bpra)KeHHOfI BAJIO-
CTBhIO, Pa3sBUBIIUNICA HaA (POHE IIOJTHOTO 340POBbsA, OBLI
3aperucTpupoBaH B Bodpacte 11 mecaAnes. [Janmoe cocTo-
AHNe OBLIO pacCiieHeHO KaK TedYeHue KUIIEeYHONI I/IHQ)eI{'
Ioun. HpI/I O6CJIeI[OBaHI/II/I OBLIM BBISIBJIEHBLI MeTa0oImude-

CKUI anua0o3, KeTOHYPUsi. ¥ POBHU INIMKEMUHU U JIaKTaTa
B KPOBHU He ompelensannch. KoMIeHcalus COCTOSHUS
ObLIa JOCTUTHYTA HA (PoHEe MHQY3UU TJIIOKO030-COJIEBBIX
PacTBOpPOB.

B pganpHedeM Mmomo0HBIE COCTOSHUS ITOBTOPSAJINCH
Kaxasle 2—4 MecdAna. Pe0eHOK HEOJHOKPATHO TI'OCIIH-
TAJIU3UPOBAJICA B OTJEJCHUS PeaHUMAaIUUd PasJIUuIHBIX
6onpHUIL I'. MocKBBI. IIpu o6GciiefoBAHUN OIIPEIeIAINCh
Kerotudyeckue runoraukemuu (0,2—1,9 Mmosab /), TsiKe-
a1 MeTabosmmuecKkuii armumos: pH kposu 7-7,1 (HopMma
7,36—-7,42), mOBBINIIEHNE YPOBHA JIaKTaTa B KPOBHU [0
4-12 mmoab /a1 (HOpMa [0 2 MMOJIB/J1). BBLIN UCKIIOUEHBI
TJINKOTEeHOBBI, NedeKThl [3-OKUCIEeHUsA KUPHBIX KUCJIOT,
MepBUYHAS XPOHNUECKAd HAAIIOUYeUHNKOBAA HeJOCTaATOU-
HOCTb, Ae(@UIIUT ropMOHa pocTa. PeKoMeH/J0BAHO YacToe
KOpMJIeHHEe BBICOKOYIJIEBOJHON MUIEN 1 AOTAIlUA yrJje-
BOJIOB B BUZie KpaxmMaJja mepej CHOM — 0e3 BhIPayKeHHOI'0
TOJIOXKUTEJILHOTO 3 (heKTa.

B Bospacte 5,5 serT neBoUYKa BIIEPBbIE MOCTYIIHJIA
B orgesnenue peanumanuu I'BY3 «Mopososckaa II'KB
HemapramenTa 3apaBooxXpaHeHUsA I'. MOCKBBI» C JKaJio-
0aMu HaA BSJOCTbH, OTCYTCTBUE AIlIIETUTA, MHOTOKPATHYIO
pBOTY, 3aTpyaHeHue abixaHus. CoCTOAHME IIPU IIOCTY-
IIJIEHUU OUeHb TAMKeJI0e, YPOBEeHb CO3HAHUA — comop. I1pu
ocmoTpe: TaxunHod ¢ YJI no 34 B MmuH, Taxukapaus ¢ 4YCC
mo 140 B mun, AIl 115/70 MM pr. cT. PocT pebeHKa coot-
BeTcTBOBaJ BoapacTy (SDS pocra 1,18), nuranue ObLIO
normkeno (SDS UMT - 1,47). Cturmbl gu3sMOpuore-
Hes3a He OIlpeIesaanch. PasMepsl meueHy IaJlbIaTOPHO 1
mo gauabiM Y3MU coorBeTcTBOBaIM BodpacTy. Ilo stabopa-
TopHBIM maHHBIM: pH=7,013; BE —28 mMmoas/n1 (HopMa
o 2), caxap KpoBu 1 MMOJIb/JI, KaJauil 5 MMOJIb/JI, HATPUI
145 MMoOJIB/JI, KETOHBI KPOoBU 5 MMOJb/Ja (HopMma g0 0,8
MMOJIb/JI). Y POBEHB JIAKTaTa B KPOBY IIPY IIOCTYILJIEHUY He
omnpegensancsa. Ha ¢ore MHPY3MOHHON Tepaluu TUIFOK030-
COJIEBLIMY PACTBOPAMMU ABJICHUA KETOAIINL03a ObLIN KYIIN-
PpOBaHBI, MJA JAJbHEHIIero obcjiefoBaHns JeBOUKA ObLIA
IepeBeieHa B OTAeIeHNE SHIOKPUHOIOTHN.

IIpu o6ciefOBAHNY KANHNUYECKY 3HAUNMBIX N3MeHe-
HUI B 00I1[eM, OMOXMMHUUYECKOM aHaIn3aX KPOBH, a TaKIiKe
B FTOPMOHAJIBLHOM IIPOo(duje BeIABICHO He Ob110. HecmoTpsa
Ha MOBTOPHBLIE TMIIOINIMKEMUUYECKNEe COCTOSHMUSA, IICUXO-
MOTOPHOE Pas3BUTHE PeOeHKa COOTBETCTBOBAIO BO3PACTY,
1o gaHEBIM OOI' ouary sMMAKTUBHOCTH 3aPErucTPUPOBa-
HbBI He OBLIN.

Ilsist yTOUHEHUsA AUArHO3a IPOBEAEeH OPAJIbHBIN TJII0-
KoszoTosepanTHbIi TecT (OI'T'T) c ompenereneM HHCYIUHA
u C-menTuja — JaHHBIX 3a HAPYIIeHN’e YIJIeBOLHOI0 o0Me-
Ha He 0bLI0; IPo6a ¢ CHHAKTEHOM-/IEI0 — 0e3 IIaTOJIOTHN.

Hna HCKJIIOYEeHUSA BTOPUYHOM HAAIIOYEUHUKOBOM
HEeJ0CTATOUHOCTH ObLIA IPOBeAeHa Ipoda ¢ MHCYJIMHOBOM
runoraukemueit (0,1 e/Kr Beca BHYTPUBEHHO) C OIIpefie-
JIeHHEeM YPOBHS KOPTU30Jia KPOBHU (CM. TabaNILy).

VUuTeIBasg OTCYTCTBYE IIOBBLIIIEHUSA YPOBHA KOPTH-
30s1a Ha (hoHe TumorauKeMuu Boirre 500 MMoJIb/JI, TAIH-
€HTKe ObLJI YCTAHOBJICH QUATHO3: N30JMPOBAHHASI BTOPUU-
Hasg HAAINOYEeUYHMKOBAS HEJOCTATOUHOCTL M HasHaUueHa
3aMeCTHUTEe/JbHAA Tepanusa TUAPOKOPTHU30HOM BHYTPh —
ropredom (10 mMr) B cyTounoit gose 7,5 mr (9,1 mr/m2).

B Teuenue cienymiomux 6 Mecsies Ha (poHe Tepanuu
KOpTedoM IPUCTYIOB TAMKEIbIX KeTOTUUECKUX I'UITOTJIN-
KeMU# ¢ pa3BUTHEM KeTO- U JIAKTATall1/103a 3apPerucTpu-



Tabauuya

Pe3yabTaTsl mpoObI ¢ UHCYJIMHOM

T'nukemus, TH30.I,
Bpents, ] Py
Wcexonmuo 4,6 158
15 3,7 167
30 1,7 204
45 4,5 306
60 4,2 328
90 4,4 208
120 4,9 173

poBaHO He ObLIO, OAHAKO 1—2 pasa B MeCHAIl COXPaHAINCh
yTpeHHUe TUmoraukeMuu no 2,5-1,9 MMOab/J, Kymu-
pyioliiecs IpueMoM yTaeBomoB. [leBouka mpubaBujIa B
Bece 4 Kr (SDS UMT -0,36), cHM:KeHUs TEeMIIOB POCTa
otMeueHo He 66110 (SDS ckopoctu pocra +1,2).

B 6 sieT (uepes moJirozia OT Hauaja repanuu Kopredom)
Ha (OHEe IMPUCOEJVUHEHUS BUPYCHON WHMEKIIUU MOABU-
JINCh MHOTOKPATHAA PBOTA, COHJIUBOCTD, TUIMOTJINKEMUN
mo 1 mmous /. IloBbIlIeHNEe CYTOYHOM 03Bl KopTeda, a
TaKyKe BHYTPHUMBIIIEUHbIE WHBEKIUN TI'MAPOKOPTHU30HA
(cony-kopred B pa3oBoil mo3e 1—2 MI'/Kr) He IPUHECIUN
oJKHIaeMoro pesyabrara. [Ipu o0cieoBaHUN B YCIOBUAX
peanumaruu: pH kposu 7,01, BE —24,6 MmMo0Jb/J1, KETO-
HBI KpOBU 3,8 MMOJIL/JI, TAUKeMus 1 MMOJIB/J, JaKTaT
KpoBH 15 MMOJIB/JI.

CoxpaHeHHe TAMKeJIbIX M'IOrINKeMUUYECKIX COCTOS-
HUHM C pasBUTHEM JaKTaT-anuao3a Ha (POHe 3aMeCTH-
TEJLHON Tepanuy IIIKOKOPTUKOUIAMU IIOCTABUJIO IO,
COMHEHUE JUAarHo3 «BTOPUYHON HAAIIOUeUYHUKOBOM HEI0-
CTATOYHOCTH » , OJHAKO, II0 HACTOATEJIbHOM ITPochhe poau-
TeJiel, a TaKKe YUNUThIBasd YMEHbIIIeHe YaCTOThI 1 TAMKe-
CTU IIPUCTYIIOB, Tepanus KopredoM ObLIa IPOJOJIMKEHA 0
YTOUHEHUS JUAarHosa.

HanbHeliiee HabIOAeHNe 3a pe6GEHKOM ITOKAa3alio,
YTO TSAMKEeJble MMIOrINKEeMUUYEeCKe COCTOSHNS pas3BUBa-
IOTCA MPENMYINEeCTBEHHO B YTPEHHUE Yachl IIOCJE IJIM-

TEJHLHOTO TOJIONAHUSA, & TaKyKe IIPU COMYTCTBYIOIIUX
nHGEKIIMOHHHBIX 3a00JIeBAaHUAX, UTO B COUETAHUHU C PEITH-
IUBUDPYIOIIAM JAaKTaT-ali[030M IIO3BOJIMJIO 3aII0JO3PUTH
Hainume y pebeHKa nedeKTa IIioKoHeoreHesa, B YaCTHO-
CcTH, HeJocTaTouHOCTH (hPyKTO30-1,6-01hocdarassl.

MeTtomoM IpPSAMOTO CEKBEHUPOBAHUA OBLI MIPOBEIEH
aHaJIU3 HYKJEOTUHON ITocjaemoBaTeabHOCTH reHa FBPI.
B 6 sk30He Obl1a oO0HapyKeHa 3ameHa c.723T>G B romo-
3UTOTHOM COCTOSTHUM, IPUBOIAIIASI K 00Pa30BAHUIO CTOII-
Kozmona (241TAT>TAG). ¥V poaureseit u cecTpsl mpobaH-
[la JaHHasg MyTanusa Oblaa 00Hapy KeHa B TeTePO3UTOTHOM
COCTOSTHUM.

TeneTnueckas BepuduUKamusa AUar€Hosa ABUJIACH
OCHOBAHUEM AJIsS IOCTEIEeHHON OTMEHBI TJIIOKOKOPTUKOM-
OB U Has3HaueHUs ameToTepanuu. Ha doHe cobmoqeHNA
PEKOMEeHJIOBaHHOI OUETOTEePAlUy OTMEYaJOCh YMEHb-
IIeHYe YacCTOThl M BBIPAYKEHHOCTU TUIOTJINKEMUYECKUX
COCTOAHUM.

3akaoueHue

TakuM 00pasoM, HeZOCTATOYHOCTH (PPYKTO30-
1,6-6udocdarasbl HEOOXOIMMO UCKJIIOUUTD Y HaIU-
€HTOB PaHHEro BO3pAacTa C TAMKEJBIMHU PeIUINBU-
PYOIIUMY KEeTOTUYECKUMU TUIIOTJINKEeMUAMU, pas3-
BUBaIMUMUCA Ha (oHe ToJIofaHUA UJIU UHTEP-
KYPPEHTHBIX 3a00JIeBaHUI U COIPOBOKIAIOIIUMCS
JIaKTaT-aIu030M.

Hawub6oJsiee 1ocTOBEPHBIM METOIOM AUATHOCTUKHI
3a00J1€eBaHUA ABJIAETCS MOJEKYJIIPHO-TeHeTUYec-
Koe ucciaegosanue rega FBPI.

CBoeBpeMeHHAasA AUATHOCTHUKA HEIOCTATOUYHO-
ctu (ppyKTOo30-1,6-0mdocharasbl MO3BOJIUT CBOE-
BpPEeMEHHO HAa3HAYUTH ITaTOT€HETUUECKYIO AUEeTOoTe-
panuio, IpeayIpenuTh Pa3BUTHE METa00JIUYEeCKUX
KPU30B, paspadboTaTh ONTUMAJIbHBIH IIJIaH BeJeHUs
HalueHTOB B JOMAIIHUX YCJIOBUAX M B YCJOBU-
AX CTaIMOHapa, IPOBOAUTH MEIUKO-TeHETUYECKOe
KOHCYJIbTUPOBaHUE CEMbU U IIPEHATAJLHYIO Aua-
THOCTHUKY 3a00JieBaHUA.
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