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0O6ocHoBaHMe. BpoxxgeHHoe HapylueHne rMMKo3nanpoBaHus la Tuna (cuHapom MakeHa; congenital disorder of glycosyl-
ation, type la; CDG-la) — 310 HacneACcTBEHHOE nporpeccupyrollee 3aboieBaHUE C BblpaXKeHHbIM HeNpoereHepaTMBHbIM
KOMMOHEHTOM, 06YC/I0BJIEHHOE NaTOreHHbIMU BapuaHTamu reHa PMM2 (kogupyeT ¢epmeHT docpomaHHOMYyTa3y-2).
Ha ponto CDG-la npuxoanTcsi 60/1bLUMHCTBO 3apermcTpUpoBaHHbIX NayneHTOB C BPOXKAEHHbIMU HapyLUEHUSMN [TIMKO3U-
nupoBaHus (62% B 2018 r.). OnucaHue KIMHUYECKoro cay4as. [lpejcraBneH KamHmyeckun caydar CDG-la y pebeHKa
C nporpeccupyroLer ataKkcuen, HICTarMoM, 3aZlepPKKOU NcUxopeyeBoro U MOTOPHOro pa3BuTUs. [JeBoYyKa, poxxAeHHas
OT TPETbEeN 6EPEMEHHOCTH, MPOTEKABLUEN Ha GOHE OCTPOro IHTEPUTA Ha CPOKe 15 HeJ n oCTpoi pecnupaTtopHOM BUPYCHOM
nHpeKumm Ha cpoKke 20 Hef, BTOPbIX CPOYHbIX PoAoB (Ha 42-1 Hef). Pe6eHoK poausicsi B ceMbe 6e3 Hac/1eCTBEHHOro OTsI-
roijeHusi, POAUTENSIM Ha MOMEHT POXKAEHUS eBOYKU 37 1 38 net. 3aboneBaHne 4e6IOTUPOBAO C POXKAEHUS CHUKEHNEM
cocaTtesibHOro pegJaeKca, 0TKa3oM OT rpyau U 3ameaneHnem npnbaBKu Macchl Tena, B Bo3pacte 1,5 mec K gaHHbIM CUM-
rnTomMam npUcoeanHUICSa ropU30HTallbHbIN HUCTarMm. uarHo3 6bi1 BbiCTaB/leH Ha OCHOBaHUN JaHHbIX MOEKY/IPHO-reHe-
TMYECKOro obcsiejoBaHns npobaHaa MeTo40oM CEKBEHUPOBAaHMS HOBOIO MOKOJIEHUS AJ1S1 UCK/IOYEHUS Hac/1e4CTBEHHbIX
aTaKkCui u N30371IEKTPUYECKOIo poKycrupoBaHuUsi TpaHcheppmrHa (BbisiBJieH aHOMaJslbHbIN CNEKTP TpaHChePpPHUHOB: 06Hapy-
JKEeHbl aHOMaslbHble AN- M acuaioBble TpaHcheppuHsbl (M30¢popmbl S2 1 SO)), a TakKe Ha OCHOBaHWN MarHUTHO-Pe30HaHC-
Ho¥ ToOMorpagum ro10BHOro Mo3ra (nporpeccupytoljas atpogus Mosxeqxka B Bo3pacte 11 mec). 3aknodenume. OnvcaH
KamHn4eckunt cayydan CDG-la y pebeHKa B cembe, rae 06a poauTess SBASIOTCS HOCUTENSAMN MyTaHTHbIX anienen u uMeT
340poBOro pebeHKa. HecmMoTps Ha KOMMNJIEKCHOE Be/JleHne nauneHTa, 3aperucTpupoBaHo nporpeccupyroljee TeyeHne
3ab0/1eBaHNs, JEBOYKA UMEIOT BbIPaXKEHHYI0 3a/J€PIKKY NMCUXOMOTOPHOI0 Pa3BUTHUSA, OTMEYaETCS KJIMHUKa MYJIbTUCUCTEM-
HOro nopaKeHus BHyTpeHHuXx opraHoB. OCTaHOBUTb MpPOrpeccmMpoBaHne 3aboieBaHns He NpeacTaBaseTCcs BO3MOXKHbIM
BBUAY FrEHETUYECKOro AepeKTa CMHTe3a MaHHO3bl U [NIMKOMPOTENHOB, SABAAIOMXCS BaXKHbIMU KOMIOHEHTaMM 6O0/IbLIMH-
cTBa MeTabo/In4eCKUX nyTen opraHm3ma.

Knw4eBbie cnoBa: BpOXKJEHHOE HapylleHne IMIMKO3UIMPOBaHUS, rMKOMPOTENHbI, MaHHo3a, PMM2-CDG, CDG-la, Kaun-
HUYECKUI crlyqan

Ana uyntupoBaHus: PyaHesa M.C., Munocepgosa A.C., 3akupoa 0.C., ManbueBa M.A., CoitoBa K.C., Typtn T.B.,
Bbakosuy E.A., benaeBa W.A. BpoxaeHHOE HapyLlleHWe MMUKO3nInpoBaHua la Tuna (cuHApom XakeHa): KIMHUYEeCKumn cny-

Yan. lNegmnatpuyecKkas papmarkonorus. 2026;23(3):332-340. doi: https://doi.org/10.15690/pf.v23i3.3075

OBOCHOBAHME

BpoxaeHHOe HapylleHue MMUKO3UMAnpoBaHus la tuna
(cuHaopom XakeHa; congenital disorder of glycosylation,
type la; CDG-la) — 310 ayTOCOMHO-peLeccnBHoe 3abone-
BaHWe, 06ycN0BJIEHHOE MyTauunen B reHe PMM2 depmeHTa
docdomaHHOMYTa3bl-2, MPU 3TOM NPOUCXOAUT HapyLLeHne
CUHTE3a MMMUKOMNPOTEUHOB, Y4acTBYIOWMX B OO/bLUMHCTBE
MeTabo/IMYECKMX MPOLLECCOB, YTO NMPUBOAUT K MYNIbTUCK-
CTEMHbIM MOpa*keHnsM opraHuama. [laHHoe 3a6onieBaHne
TaKXe BbI3bIBAET TAXENbIE HEBPONOTMYECKUE HapYLLUEHUS
1 3a[lepPKY NCUXOMOTOPHOro pa3sutud [1]. lpeHaTanbHble
nposiBNeHns 3aboneBaHua Cpeau NauueHTOB C CUHAPO-
MOM MaKeHa pelku, TEM He MeHee, UX BO3HWKHOBEHME
BO3MOXHO B BWAE HEUMMYHHOW deTanbHOM BOAAHKM,
ONUrornapamMmHUoOHa, 3aMeNeHns BHyTpPUyTpoOGHOro pocTa

BM/OTb A0 aHTeHaTalbHOW rnbéenn pebeHka. lMNpu TaxKenbix
MyTaumusax B 20% cnyvyaeB BO3MOMEH JieTallbHbi MCXOA
B paHHEM OeTCKoM Bo3pacTe [2].

CDG-la xapaKTepudyeTcs NpOorpeccupylowmm nopaxe-
HMEM HEPBHOWM CUCTEMbI, MPOSIBIEHUAMM KOTOPOIO ABASIOT-
Csl 3aJepKKa NCMXOMOTOPHOIO Pa3BUTUS, NPOrpeaneHTHas
aTpodus Mo3KedKa € aTakcuen [3], cyaoporu, anunencus,
nepudepuryeckas nosnHenponaTtus, cBA3aHHaa ¢ npolec-
COM [AEMWENNHN3ALMM HEPBHbIX BOJIOKOH, HWUCTarm, 330-
Tponusa. Co CTOPOHbI KOCTHO-MbILLIEYHOW CUCTEMbI OTMEeYa-
0OTCS TMNEePMOGUALHOCTb CYCTABOB, MblllE€YHas TMMNOTOHUS.
BaXHbIMWU QEHOTUMUYECKMMU MPU3HAKaAMK SBASIOTCS aHo-
MasibHOEe pacrnpeneneHune }upa B 061acTU BEPXHEN Yesto-
CTU WM HapPYXXHbIX YacTen aroaul, o6yc/oBIEHHOE HepaBHO-
MEPHbIM pa3pyLlleHneM aagmnounToB [4], BTSKEHUE COCKOB,



HU3KMIN POCT BONOC. Tvn HacnegoBaHUMA — ayTOCOMHO-

peLEeCCUBHbIN.

CyuwiecTByloT Heckonbko ¢opm CDG-la, cpean KoTo-
pbIX BbIAENAIOT MAaAeHYECKYI0, OETCKYl, MOLPOCTKOBYIO
M B3POCAYyl0, KOTOpble pasnuyaloTca Mexay cobon cnek-
TPOM U TAXKECTbIO KIIMHUYECKUX nposaBaeHnn [5]. MNpu mna-
fJeH4yecKkon dopme, xapakTepuaylollencs Hanbonee Bblpa-
KEHHbIM  MY/bTUCUCTEMHbLIM MOPa)eHNneM opraHusma,
HabngalTca oceBasi rMNOTOHMA, runopedrexkcus, 330-
TpONUS M 3ajepxKa NCUXOMOTOPHOIO U GU3NYECKOro pas-
BMTUSA. OTMeyatloTcs YacTble NpobnemMbl C KOpMAEHWEM,
naToNorMyecKkmMe CpbirMBaHMa U pBOTa, aHOMasnabHOE pac-
npeaeneHne NOAKOXHON XMPOBOMN KNeTYaTKU B AroAUYHON
W Ha4/lo6KoBOKW 06n1acTax. 1o TAXECTU TeHeHUa MajeHye-
CKylo dopmy nogpasaensior Ha:
® HeonacHoe ANS XW3HWU TeyeHne — C KOCOornasuem,

3aepPKKON GU3NYECKOTrO M MCUXOMOTOPHOrO pa3Bu-

TN, rmnonnasuven/aTpoduren Mo3xKeuKa, C nopaKeHmem

neyveHu;

°  TAKenoe TeyeHne — C BblpaxKEHHOM HeBponoruye-
CKOM CMMMNTOMaTUKOM W MOSIMOPraHHbIM MOpPaXKeHUeM,
npu KOTopoMm cywecTByeT 20% pUCK NeTanbHOro ucxoga
Ha NEPBOM rofy *WU3HM.

[Mpn no3gHen mMnageH4YecKom U aeTckon popmax, KoTo-
pble XapaKTepu3yloTCs B OCHOBHOM aTaKCUYECKWM CWH-
APOMOM M YMCTBEHHOW OTCTaNOCTbio, AeBOT OTMeYaeTcs
B Bo3pacTe oT 3 40 10 neT. B KNMHMYECKON KapTUHE AaHHbIX
dopm HabnogaTca MblleYyHas rMNoTOHUS, aTakeus, Bblpa-
KEeHHas 3afeprKKa peyeBoro U NCUMXoMOTOPHOIO pPa3BuUTHUS,
OTCYTCTBME HaBblKa CaMOCTOSATENIbHOM X0A4bObl, @ TaKKe
CYOAOPOXHbIA CUHAPOM, MHCYNBTOMNOA0GHbBIE MPUCTYMbI, NPO-

BOLMpYIOLLMECa NIMXOPAAKOM, KoarynonaTtusi, NMUrMeHTHbIN
PETUHUT, KOHTPaKTYpbl CyCTaBOB M AedopmaLimm ckeneTta.

MogpocTkoBas dopMa XapaKTepu3yeTcs BbIParKEHHOM
aTpodUen HUKHUX KOHEYHOCTEW, @ B3pocaas — COXpaHHO-
CTblO KOTHUTUBHbIX GYHKLWK, Nepudepnyeckon HenponaTu-
€N, NPorpeccupytoLLMM MMrMEHTHBIM PETUHUTOM Y MUOMKUEN.
Hapsigy ¢ atTumu cumntomMamu ycyryénsiorcs gedopmauun
rPYAHOM KNIETKM M MO3BOHOYHUKA C OCTEOMOPO30M M Hapy-
leHmem dbepTunbHOM GYHKLMK NaumMeHToB [6].

[MUKONPOTENHBI HaNPSMyto CBS3aHbl C PaboTON 3HAO-
KPUHHOM CHUCTEMbI, MO3TOMY Y MNaUMEHTOB C CUMHAPOMOM
HakeHa, Kak M C APYrMMW HapyLWeHUSMMU TMKO3UANPO-
BaHWA, 6yayT HabnwgaTtbCa 3HAOKpMHONatuuM. Haubonee
YacTbiMK ABASIOTCA 3afepiKKa pocTa (0OTMevaeTcs npumep-
HO Yy MOMOBMHbLI NALMEHTOB) U 3afepKKa NoS0BOro cospe-
BaHWS C TMNEProHagoTPOMNHbIM FTMNOrOHaAN3MOM, KOTOPbIN
HabngaeTcs MNoYyTuM y BCEX NaLMEHTOB MKEHCKOro nona.
HapyweHus ¢yHKUMM LWMTOBMAHON Keneldbl BCTpevatoTcs
B 75% cny4aeB ¥ 4acTo NPOSABAAIOTCS B BUAE TpPaH3u-
TOPHOWM rMNEePTUPEOTPONUHEMUKU. TUNEPUHCYIMHEMUYECKasn
runornMkemus 6bina 3aduKcupoBaHa B 3-5% cnydyaes,
GOMbLIMHCTBO M3 KOTOPbIX OTMEYanuCb B MAaLeH4eCKOM
Bo3pacTte. HapyweHus naunuaHoro obmeHa, B YacTHO-
CTM TUNo-B-nMnonpotenHemus, HabnogalTcsd NPUMEPHO
y MOMOBMHbI NALMEHTOB. TaKXKe B HacTosiLLee BpeMs 3aperu-
CTPMPOBAHO, 4YTO HaANOYe4YHUKOBAs HELOCTATOYHOCTb Cpe-
AW JaHHOWM KOropTbl MauuMeHTOB BCTpeYyaeTcs AO0CTaTO4HO
4acTo — Yalle, YeM cyMTanoch paHee [7].

Ons cuHapoma MakeHa xapaKTepHbl Bblpa)KeHHble
HapyweHns N-rmMKo3mnupoBaHua 6eNKoB, BbiiBASiEMble
npU M303EKTPU4EeCKoM (OKYCHPOBaHWMU CbIBOPOTOHHOIO
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Congenital Disorder of Glycosylation Type la (Jaeken Syndrome):

A Case Report

Background. Congenital disorder of glycosylation type la (Jaeken syndrome; congenital disorder of glycosylation, type la; CDG-la)
is a hereditary progressive disorder with a pronounced neurodegenerative component, caused by pathogenic variants in the PMM2
gene (encoding the enzyme phosphomannomutase-2). CDG-la accounts for the majority of registered patients with congenital
disorders of glycosylation (62% in 2018). At least 1,000 patients with CDG caused by PMM2 gene mutations are known, but due
to diagnostic difficulties, the true number of individuals with this condition is undoubtedly much higher. Case Report. We present
a case report of CDG-la in a child with progressive ataxia, nystagmus, and delayed psycho-speech and motor development. The
patient was a female infant, born from the third pregnancy, which was complicated by acute enteritis at 15 weeks of gestation
and an acute respiratory viral infection at 20 weeks of gestation. Delivery was at term (42 weeks) and was the second childbirth.
The child was born into a family with no history of hereditary disorders; the parents were 37 and 38 years old at the time of the
girl’s birth. The disease manifested from birth with reduced sucking reflex, breast refusal, and slow weight gain. At 1.5 months of
age, horizontal nystagmus was added to these symptoms. The diagnosis was established based on molecular genetic testing of
the proband using next-generation sequencing to rule out hereditary ataxias, as well as transferrin isoelectric focusing (revealing
an abnormal transferrin spectrum: abnormal di- and asialotransferrins — isoforms S2 and S0), and magnetic resonance imaging
of the brain (showing progressive cerebellar atrophy at 11 months of age). Conclusion. We describe a case report of CDG-la
in a child from a family in which both parents are carriers of mutant alleles and have a healthy child. Despite comprehensive
patient management, progressive disease course was observed; the girl has severe psychomotor retardation and clinical signs of
multisystem involvement of internal organs. Arresting disease progression is not feasible due to the underlying genetic defect in
the synthesis of mannose and glycoproteins, which are essential components of most metabolic pathways in the body.
Keywords: congenital disorder of glycosylation, glycoproteins, mannose, PMM2-CDG, CDG-la, case report.
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TpaHcheppuHa (MIPT) ¢ bopmunpoBaHmnem nattrepHa CDG-la,
XapaKTepU3YIOLLErocs CHUXeHMeM dpaKuum TeTpacuano-
TpaHcheppuHa M yBENUYEHUEM AM- U acnanoTpaHcdeppu-
Ha. B 6MOXMMHWYECKUX aHanM3ax KPOBM YacTo OTMevatoT-
Ccsl rMnoanbbyMUHEMUS, TUNOXONECTEPUHEMUS, CHUKEHUE
KOHLeHTpaunn TpaHcdheppuHa, LepynonnasmMmmnHa u apyrux
rMUKONPOTEUHOB NNa3Mbl, @ TaKXe yMepeHHoe NoBblleHne
aKTMBHOCTM TpaHCcaMMHa3. XapaKTepHbl HapyLLeHUs cucTe-
Mbl reMocTasa B BMAE CHUXKEHUS YPOBHEN GpaKTOPOB CBEpP-
TeiBaHUs Kposwu (ll, IX, X, Xl), aHTuTpombumHa Il u gedununta
npotenHoB C u S [8].

Ha HacToswMin MOMEHT naToreHeTMYecKoe feyeHue
He pas3paboTaHo. Mcnonb3ys COBPEMEHHbLIM KOMMEKC-
HblM NOAXO4 K Tepanuu AaHHOro 3aboneBaHus, He npea-
CTaBNAeTCs BO3MOXHbIM OCTAHOBUTb €ro Mporpeccupy-
lowee TeyeHue. B mupe 3apernctpupoBaHO BCEro OKOO0
1000 cnyyaeB CDG-la. HecmoTpsi Ha CTOJ/Ib MaNOYMUCIEHHYIO
rpynny nauuMeHToB, HEBO3MOXHO MCK/OYUTb BEPOATHOCTb
KOHTaKTa nto60oro cneynanncta chepbl 34paBoOOXpPaHEHMS
C pebeHKOM C JaHHOW HacneacTBEHHOW 60IE3HbID 0OMEHA,
4TO TPeOByeT NOBbILLEHHOM HACTOPOXKEHHOCTH Bpaven ntobon
cneunanbHoCTU. MakcMManbHO paHHee BbISIBNEHWE U Hava-
N0 abunnTaumm geten ¢ CMHAPOMOM HKaKeHa 1 aHanornyHbl-
MU HacneacTBEHHbIMU 3a6oneBaHUSIMU MOTyT obecneynTb
60nee BbICOKUI YPOBEHb KayecTBa U3HMU HE TONIbKO CaMmX
NauneHToB, HO U MX CEMEN, aKTMBHO Y4YacTBYIOLWMX B NPO-
uecce nevyeHus. He meHee BaKHbIM SBASETCH HEOOXOAM-
MOCTb MHOOPMHUPOBAHUSA CEMEN, B KOTOPLIX YXKE MMeeTcs
pebeHOK C HacneAaCcTBEHHOM MNaTonoruen, o BEPOSTHOCTU
NMOBTOPHOIO POXAEHUS AeTen C AaHHbIM 3abofieBaHueM,
a TaKxe 0 Heob6Xx0AMMOCTH NperpaBuMaapHoONn U nNpeHaTanb-
HOW AWMarHOCTUKW, MPOBOAUMbIX MPULIESBHO B OTHOLUEHMWU
M3BECTHOro 3aboneBaHus. HecMoOTps Ha OTCYTCTBME 3TH-
oTponHon Tepanun CDG-la, B HacTosillee BpemMs 4acTblo
NeYvyeHnss MOXKeT BblcTynaTb Jo6aBKa MaHHO3bl — cybcTpa-
Ta, HE06X0AMMOr0o A5 CUHTE3a MOSIHOLEHHbIX MIMKONpoTe-
MHOB, OAHAKO MO JaHHbIM HEKOTOPbIX KIMHUYECKUX UCChe-
[LOBaHWN, y NaUMEHTOB He OblI0 MOATBEPKAEHO YNyYLWEHUS
COCTOSIHUS MM BUOXMMMUYECKUX NMOKalaTenen npu npume-
HEeHWM MaHHO3bl. OduuManbHble Nnaue60o-KOHTPOAUPyEMbIE
K/IMHUYECKME WCCNefOoBaHUA MO MPUMEHEHUIO MaHHO3bI
npu CDGla He npoBoaunuch [9]. CumnTomMaTMyeckasa Tepa-
MM U KOMMNIEKCHbIA MOAXOA OCTaloTCA OCHOBOWM fleyeHus
nauuneHtoB ¢ CDGla, TeM He MeHee, yXKe CyleCcTBYOT nep-
CNEeKTMBHbIE Pa3paboTKn GapMaKoNOrMyecKkux LWwanepo-
HOB — MOJIEKYN HEBONbLIMX Pa3MepoB, BBeAEHNE KOTOPbIX
NO3BOJIUT MOBbLICUTb @KTUBHOCTb GOCHOMaHHOMYTa3bl-2
[10], a TaKKe cTpaTernn 3ameHbl reHoB. 10 gaHHbIM nuTe-
paTypbl, B KayeCTBE NeYEeHUs TaKKe MOXKEeT MCMnonb30-
BaTbCH ananpectaT — WHIMOGUTOP anbho30peayKTassbl,
npenapaT Ans nevyeHus guabeTuyecKom nonuvHenponaTuu.
Cnoco6HoCTb npenaparta 6e30nacHo yny4ywaTb CUMMNTOMbI
HerponaTuu 3a CYET CHUMKEHMS OKUCIUTENbHOro CTpecca,
NOBbIWEHNS YPOBHSA TNyTaTUOHA, CHWMKEHUA BHYTPUKIIE-
TOYHOIO HaKonJeHus copbuTa AenaeT ero KenatesbHbiM
NeKapCcTBEHHbIM NpenapaToM ANs NaLMeHTOB C CUHAPOMOM
HakeHa, KoTopble 06bI4HO CTpafaloT PasnUYHbIMU HENPO-
natuamu [11]. Tem He MeHee, CyLeCcTBYIOT paboTbl, KOTOPbIE
NMoKasblBaloT, 4TO ananpecTaTt TakKe cnocobeH NoBbiaTh
ypoBeHb PMM2, npoayumnpyemoro 3HAOreHHo. 3To MOXeT
CHU3UTb TAXKECTb 3a60/1€BaHMIN, CBSA3AHHbIX C BPOXKAEHHbLIM
HapyLlleHWeM MUKo3uNnpoBaHus [12].

KJAUHUYECKWIA NPUMEP

O naymeHTe: 1EBOYKA, 8 NeT.

KnnHnyeckumii gnarHo3: «BpoxkaeHHoe HapyLeHue ru-
KO3WIMPOBaHUs la Tunan.

OCHOBHbI€ Xa/No06bl: 3aepKa MOTOPHOro pa3BUTUSA
(He BCTaeT, CaMOCTOATE/IbHO HE CTOMUT, HE XOOWT) U MCUXO-
pe4yeBOro pa3BuTUS (B pPeYM TOJIbKO 3BYKW, OOpPALLEHHYIO
peyb NOHMMaEeT MIoX0), IMOLMOHaNbHas HecTabunbHOCTb,
nednumT Macchl Tena, MMTaeTcs TO/IbKO NPOTEPTOM MULLEN.

AHaMHe3 }XU3HHU

[eBoyKa, poxaeHHasa OT TpeTben 6epeMEHHOCTH, BTO-
PbIX CPOYHbIX POAOB (Ha 42-1 Hef), MOJIOXKEHWE nNnoaa ronoB-
Hoe. llepBass 6epeMeHHOCTb 3aBepLlInaacb POXAEHUEM
3[0POBOW [IOHOLIEHHOW AEBOYKMU, POoabl GU3NONOrNYECKHKE
Ha cpoke 40 Hepn, BTopas 6€pPEMEHHOCTb — CaMOMNpPoOn3-
BO/IbHbIM abopToM Ha 10-1 Hea. HacTosiuwas 6epemMeHHOCTb
npoTeKkasna Ha POHe OCTPOro aHTepuTa Ha cpoke 15 Hep
M OCTPOW pecnmupaTtopHOW BUPYCHOW MHOEKLMM Ha CPOKe
20 Hen, Mo NOBOAY KOTOPbIX MaTb Mojyyana cuMATOMaTu-
yecKylo Tepanuio. Macca Tena npu poxaeHunn — 35201
(+0,61 SD), annHa tena — 52 cm (+1,0 SD). OueHka no wkKa-
ne APGAR — 9/10, npunoxeHa K rpyam Yyepes 20 MUH nocne
POXOEHUS, COCTOSIHWE MOCNe POXAEHWUS — YAOBETBOPHU-
TenbHOe. HeoHaTaNbHbIA CKPUHWHI NMPOBEAEH, OTOAKYCTH-
yecKas amuccus npongeHa. Ha MomMeHT poxaeHus pebeHKa
matepun 37 net, otuy 38 nEeT, HanM4Yne XPoHM4YeCKnx 3abo-
NleBaHMK OTpuualoT. HacneacTBeHHbIM aHaMHe3 pebeHKa
He OTSAroweH, coLuanbHO-6bITOBLIE YCIOBUS YAOBNETBOPHU-
TeNbHble.

EcTecTBeHHOE, 3aTeM CMellaHHOe BCKapMm/uBaHue
nony4vana go 1,5 net: B 1,5 mec feBo4Ka OTKa3anacb OT rpy-
[, ¢ 2 Mec NpuKnagbliBanach K rpyam To/bKO BO CHe, B CBSI3U
C YeMm Gblna nepeBefeHa Ha CMellaHHOe BCKapMMBaHHe.

AHaMHe3 6051e3HHU

C poXKaeHNs OTMEYAETCH CHUXKEHUE cocaTeNlbHOro ped-
nekKca, B 1,5 Mec Havyana oTKasblBaTbCs OT rpyau, NosiBMCS
rOPU30HTasbHbIM HUcTarm. OTMeyanacb Hu3Kaa npubaB-
Ka Maccbl Tena co 2-ro Mec XUu3Hu (3a 1-n mec +700 T,
3a 2-n mec +400 r, 3a 15 gHen 3-ro mec +50 r), B cBA3M
C YyeM Obln1 yCTaHOB/IEH Ha3oracTpanbHbli 30HA. OTMe4YeHa
NoNOXNUTENbHAs AMHAMMKa HapacTaHUs Macchl Tena: nocne
yCTaHOBKM 30HAa npubasuna 1000 r 3a 3-i mec.

B 2 mec geBoYyKa OCMOTpeHa neaMaTtpoMm, HEBPOJIO-
roMm v opTanbMO0roM, BbiCTaB/ieH aAnarHos: «[locneacTems
nepuHaTanbHOro NOPaXKeHUs LeHTPasbHOM HEPBHOM CUCTE-
Mbl (LUHC). CMHAPOM MbIlIEYHOM AUCTOHMMN, 3a4EPKKa MOTOP-
HOro pasBuTtusa. AHrnonatmsa cetyatkn OU. AHemus 1-v cte-
neHw». B pamKkax npopuaakTM4ecKoro ocmMoTpa npoBeaeHbl
HenpocoHorpadua n ynbTpassykoBoe uccnegosanue (Y3N)
OpraHoB OGPIOLWHOM MOAOCTU — NaToJIONMKU HE BbISBJIEHO.
PeKomeHI0BaHO pauuoHanbHOEe BCKapMaMBaHue, AMHaMMU-
yeckoe HabtogeHne; MoNOXKNUTENbHOM AUHAMWUKKN HE HabJto-
panocb. B 3 mec noBTOpHO ocMOTpeHa OPTanibMOJIOrOM
no NoBOAYy MMEIOLLErocs HUCTarma, NpPoBeAeHO UccneaoBa-
HWE 3pUTENbHbIX BbI3BaHHbIX NoTeHuUnanoB (Bl1): 3ameane-
HUS NPOBeAEHUS 3puTeNbHON addepeHTaunmn He O6Hapyxe-
HO, 3HaYUTENbHO CHMXKeHa amnanTyga P100 c 06enx CTOPOH,
PEKOMEHA0BAHO NPOAOIKNUTL AMHAMUYECKOE HaBIOAEHME.
Pe6eHOK KOHCY/NbTMPOBaH neanaTpom M racTpoO3HTEPONo-
romM, BMepBble 3anoAo3peHO CUHAPOMAasibHOE COCTOSIHME.
B 4 mec XM3HM NpOBEAEHbI MarHUTHO-PEe30HaHCHasa TOMO-
rpadusa (MPT) cnMHHOro Mo3ra (MaTtonoruuM He BbISBAEHO),
MPT ronoBHOro mosra — oGHapy»eHa runonnasusg Mos-
¥e4yKa, KoTopas onncaHa Kak aHomanusa [leHan — Yokepa.

Poantenn ¢ pebeHkoM BnepBble obpatunuck B Pray
«HaumnoHanbHbIM MEAULIMHCKUM MCCNeaoBaTe/IbCKUN LEHTP
340poBbs AeTen» MuHsgpaBa Poccun (nanee — HMUWL, 300-
poBbs aeten) B 2017 . B Bo3pacTe 5 MeC KU3HKU ang obcne-
[IOBaHUS U NleYeHus.



JTabopaTopHble nccnefoBaHus: B o6WeM aHannae Kpo-
Bu (OAK) RBC — 5,14 x 10%2/n; Hb — 120 r/n; KLLUC u 6umo-
XUMUYECKMN aHannu3 KpoBU — 6E€3 OTKIIOHEHWW, KOMpo-
rpamma (KaweobpasHas KOHCUCTEHLMS, BHEKIETOYHbIN
Kpaxman — 3HayuTenbHOe KOAMYECTBO, NOMOXKMUTENbHas
peaKLns Ha CKPbITYI0 KPOBb, cTeaTopes, He3HauyuTeNbHas
KpeaTopes). NpoBeaeH BUAE0-I3-MOHUTOPUHT: UCKOYEHA
anunentudopmMHas aKTUMBHOCTb; BbiNofiHEHa 33odarora-
cTpoayoaeHockonusa (AFAC) B cBA3M C YyNOPHbIMK CpbIrMBa-
HUSIMW A1 UCKIIOYEHUS OpraHMYecKOM NaToNoruu: BblisiB-
NleHbl TePMUHaNbHbIN 330paruT, HeA0CTaTOYHOCTb HUXKHErO
NUWEBOLHOI0 COUHKTEPA U racTPOAYOAEHUT. [leBOYKa KOH-
CyNbTMPOBaHa racTPoO3HTEPONOroM, 6bls10 HA3HAYEHO aHTU-
pednoKcHoe neyeHne, Ha GoHe KOTOPOro oTMeyeHa noso-
UTenbHasa AMHaMUKa B BUAE YMEHbLIEHNS B0NeN B XXUBOTE
N CHUXKEHUS YaCTOTbl CPbIFrMBAHWU.

B 6 mec pebeHKy npoBeAeHO UcciefoBaHne — TaHAEM-
Hasi Macc-CMeKTPOMETPUA aMMHOKMCNOT W alUIKapHUTH-
HOB, OPraHMYeCKUX KUCNOT: MoKasaTenen, CBUAETENbCTBY-
IOWMX O Pas3BUTUKM HACNEACTBEHHbIX aMWHoauuaonaTww,
nedeKTOB MUTOXOHAPHUANBbHOMO 6eTa-OKUCAEHUsS U opra-
HUYECKMX auuaypun, He BbiBAeHO. [pu uccnenoBaHum
CMEeKTpa OpraHNYeCKUX KNCNOT MOYU METOLOM ra30BOW XPO-
MaTorpadumn AaHHbIX 3a OpraHMYyecKkue aunaypvm He BblsB-
neHo. lNpoBeaeHo NOBTOPHOE MCCnefoBaHUE 3pUTENbHbIX
Bll: ymepeHHble opraHMyeckne WM3MEHEHUS 3PUTENIbHOIO
aHanusaTopa Ha ypoBHe nposegeHus OU, no BI1 octpoTta
3peHusa 6UHOKYNApHO He meHee 0,04.

B 11 mec npoBegeHa nostopHas MPT ronoBHoOro Mosra,
no AaHHbIM KOTOPOM BbiiBfiEHa Nporpeccupytowas atpodums
MO3XeuKa.

B 1 rog 5 mec npoBefeHbl MCCNeaoBaHUS CyXOBbIX
(c 06enx CTOPOH NPOBEAEHME MO CIYXOBbIM CTPYKTYpam CTBO-
fla ro/I0BHOr0 MO3ra 3aMejJ/1eH0) U 3pUTENbHbIX (3amegneHne
npoBedeHns 3putenbHon addepeHTauum Ha Kopy C 06eunx
CTOPOH, oTpuuaTenbHas AMHaMWKa NO NATEHTHOCTM MNWKa
P100, nonoxutenbHas — cnesa no amnautyae nuka P100)
BI1, BUA€0-33I-MOHUTOPUHT (MATONOrMK HEe BbISB/IEHO).

B 1 rong 6 mec nocne KOHCynbTaluK FeHeTuKa Oblio
Ha3HayeHo ob6cnegoBaHue: npoBeaeHbl NOPT (BbiBNEH
aHOMasbHbI CNEKTP TpaHCPEePPHMHOB — OBHapPYKeHbl aHO-
MaibHble AU- M acuanosble TpaHCcheppuHbl (M30DOPMBbI
S2 n S0), coagepKalume nuilb 2 ocTaTKka CUMaNoBbIX KMCIOT
WK He cofepxKalie Mx BOBCE) U MONEKYNSPHO-reHeTnye-
ckoe ob6cnepoBaHue npobaHja MeTOLOM CEKBEHMpOBa-
HUSE HOBOIO MOKONEHUS AN UCKOYEHUS HacNeACTBEHHbIX
aTaKCMW — HaclleCTBEHHbIX 60ne3Hen oO6MeHa BellecTB,
NPOTEKaloWMX C MPOrpecCcHpyoMM NoparKeEHMeM MO3MHKeY-
Ka, BKOYas BPOXKAEHHbIE HApYyLWeEHUS MIMKO3UIMPOBaHUS.
Mo pesynbrataM UccnefoBaHWsA BbiSiIBAEHbI aMUHOKUCIOT-
Has 3ameHa p.R141H B 3k30He 05 reHa PMM2 (OMIM
*601785) B reTepo3nroTHOM COCTOSIHUM M aMUHOKMCIOTHas
3amMeHa p.G214S B 3k30He 08 reHa PMM?2 B retepo3urot-
HOM COCTOSIHUM.

CornacHo 6a3e gaHHbix OMIM, myTauuun B reHe PMM?2
onucaHbl y nauymeHtoB ¢ CDG-la (OMIM #212065), Hacne-
AyeMblMKU MO ayTOCOMHO-peLeccMBHOMY Tuny. lNpoBegeHa
Banuaauusa BblIBNEHHbIX BapuMaHTOB METOAOM MpsIMOro
aBTOMaTMYECKOr0 CEKBEHWPOBAHWSA Yy MauUMEHTKM U 060-
X poauTenen: y nauuMeHTKn oba BapuaHTa B reHe PMM?2
BbISIB/IEHbl B KOMNAYHA-reTEPO3NTOTHOM COCTOSIHUK, y OTLa
npobaHga gMarHoctMpoBaHa 3aMeHa p.R141H B retepo3u-
FOTHOM COCTOSIHWUMK, y MaTepu — p.G214S B reTepo3nUroTHOM
COCTOSIHMW. Ha OCHOBaHWW AaHHbIX KAMHUYECKOW KapTUHbI
N MONEKYNSAPHO-TEHETUYECKOIO UCCNef0BaHUs YyCTaHOBNEH
avarHos: «BpoxaeHHoe HapyleHWe TMUMKO3WAMPOBaHuS,
™n lan.

Mpn ocMOTpe HEBPOOrOM Ha MOMEHT NOCTaHOBKM Ana-
rHosa (1,5 roga): peakuusi Ha OCMOTP ageKBaTHas, MEeHUH-
reanbHbIX 3HAKOB HeT, B3rnaj OWKCUpyeT HEMOCTOSHHO,
NPOCNEXMBAET, TOPUBOHTASbHbLIN U BEPTUKASbHbBIA HUCTarM
nepuogMyecku, NOBbIEHaA CroHTaHHasa pABuratenbHas
aKTUBHOCTb, TPEMOP KOHEYHOCTEW, MpW TPaKUMKU 3a PYKK
rpynnupyeTcs, rofioBy He 3anpoKWAbIBAET, BblpaxKeHHas
MblleYHass AUCTOHUSA C TMNOTOHYCOM B MAe4eBOM Mosice
W TMNEePTOHYCOM B AWUCTaslbHbIX OTAENax, NepMoaAnYEeCKH Npo-
HauMs pyK BHYTPb, 60MblIKMe Nanblbl NpUXaThl K NaA0HAM,
B MOJSIOXKEHWM NIE}KA HA XKMBOTE roN0BY YAEPKMBAET KPaTKO-
BpPEMEHHO, 3aBafiMBaeTCcs BNpaBo, nepeBopaynuBaeTcs co
CMWHbI Ha MBOT, NON3AET NO-MAACTYHCKWU, NPU BepTUKa-
nM3auMn onopa Ha nog)katble NafibyuKM C NepeKpecTom
KOHeYyHoCcTeN, GUKCUMPYET NpeamMeT, NPoCNeXnBaeT npeameT
B3MN940M, NOBTOPSET 3a POAUTENAMU ABUKEHUS, IKCMpEC-
CVMBHas peyb B BUAE ryneHusa n neneta.

B 3 roga 1 mec rocnuMTanM3anpoBaHa B CBSA3M C ¥alo-
6aMu Ha NepuoanyecKyto pBOTY B Te4yeHue [HS, 0COO6EHHO
Ha GOHEe aKTUBHOCTH, TPUXKAbl OTMEYaNNUChb NPOXMUIKU KPOBU
B PBOTHbIX Maccax. OcMOTpeHa racTpoO3HTEPOSIOrom, Npo-
BeaeHa AIAC, BbicTaBNeH AMArHO3: «<XPOHUYECKWI racTpo-
[OYOOEHUT, HE accouMnpoBaHHbIM ¢ H. pylori. AHTpanbHbIN
ractput. [yodeHuT ¢ NnuMOOoPONINKYNAPHON runepnna-
3Men B NyKoBuUe. [UCTanbHbIM KaTapasbHblM 330darur.
KapanoazodareanbHblh nponanc. YMepeHHble MpuaHa-
KW HEeAoCTaToO4HOCTM Kapauur». BbinonHeHo Y3W opraHos
OpPIOLWHOM MOMOCTH, BbIIBNEHA YMEPEHHas CnieHoOMeranus.
Pe6eHOK 0CMOTPEH HEBPOIOIOM, AMHAMMUKK MO CPABHEHUIO
C npeablaywen rocnutannsaumen B MOTOPHbBIX U pPeyveBbIX
HaBblKkax He oTmedaeTtcs. 1o JaHHbIM nabopaTopHoOW Ana-
FHOCTMKM BbISIBNEH NaTeHTHbIn aedbuunTt xenesa — Fe
CbIBOPOTKM 8,55 MKMONb/n (HopMma 9-21,5 mkmonb/n), bep-
PUTUH — 7 MKr/n (Hopma 7-80 mKr/n); B OAK: apuTpoum-
Tl — 4,3 x 1012/n, Hb — 115 r/n, MCV — 75 ¢n. HasHaueH
npuem npenapata enesda M3 pacyetra 3 Mr/Kr/cyT, Kypc
2 Mec ¢ KOHTponbHbIM OAK.

BocctaHoBuTENbHOE nevyeHue: neyebHas duamyeckas
KynbTypa, BoWTa-tepanus, 3aHatus ¢ noronegom, gedek-
TOMIOrOM, KOHAYKTONOroM. HecmMoTps Ha NpoBoAMMOE fieye-
HWEe, COXPaHSETCA Bblpa)KeHHas 3ajepKa B MCUXOMO-
TOPHOM M peyeBOM pa3BUTUKU. MmeeTcsi MonoxuTenbHas
AVWHaMMKa B MOTOPHbIX HaBblKax: B 8 feT pe6eHOK caMOoCTo-
ATEeNbHO CaAMUTCS, CUAWUT C OKPYIIOM CIMHOM, YHacTo aKTUBHO
nepefBuraeTcs Ha 4YeTBepeHbKax, y Onopbl MOXET BCTaTb
Ha BbICOKME KOMEHW, XOAUT C OMOPOM 3a PYKM, 4YTO, OAHa-
KO, HEe COOTBETCTBYET HOPMaM MCUXOMOTOPHOIO Pa3BUTUSA
B COOTBETCTBMM C NACNOPTHLIM BO3PaCTOM.

dusmkanbHas AUarHocTuKa

O6uwee coctosiHne pebeHka B 8 neT MO OCHOBHOMY
3aboneBaHuio Taxenoe, poct — 115,5 cm (Z oueHKa K BO3-
pacty = —-1,14), macca Tena — 16 Kr (Z oueHKa K Bo3pa-
cty = -2,42), UMT — 12,0 (Z k Bo3pacty UMT = -2,63).
KoHTaKT ¢dopmanbHbIi, 3pUTENbHbIA KPaTKOBPEMEHHbIN.
Onpegensaiotcs GoOpMUMPOBaAHME CKOIMOTUHECKOW OCaHKM,
rMNepmMo6unbHOCTL CcycTaBoB. KOXKHble MOKPOBbLI 6ned-
HO-CMYr/ble, YUCTble, 31aCTUYHbIE, YMEPEHHO BNaXHblE.
BuanMmble canauctble 060104KM PO30BbIE, YUCTbIE, BRaX-
Hble. 3eB He runepemMunpoBaH. MOAKOXKHO-KMpPOBasa KaeT-
YyaTKa pasBWTa HeAoCTaTo4HO, pacnpefesneHa paBHOMeEp-
Ho. MNepudepuryeckne numdoysnbl He yBennyeHol. Hocosoe
AblxaHne cBo6oHoe. B nerkux gbixaHne npoBoAMTCS BO BCe
OTAENbI, BE3UKYNAPHOE, XPMNOB HET. TOHbI cepaua sicHble,
PUTMUYHbBIE, CUCTONIMYECKUI LWYM MO IEBOMY Kpato rpyanHbl.
HKunBOT yBennyeH B 06beMe 3a cyeT MeTeopu3ma, Bblpa-
KEHHO B3AyT, NeYeHb He yBenunyeHa, CniieHOMeraamun Her,
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KPATKUE COOBLUEHUSA

CTYN perynspHbii, obopMaeHHbIn. Mountca cBo60aHO, 6e3-
60/1e3HEHHO.

HeBponornyeckum cratyc: oOO6LWEMO3roBbIX, MEHWH-
reaflbHblX CMMNTOMOB HeT. CTpabuam. IMOLMOHaNbHbIN
M 3pUTENbHbIN KOHTAKT YyCTaHaBNMBAET HEMNPOOOIKK-
TeNbHO. JKCNpeccuBHas pevyb — 3BYKWU, OTAE/NbHblE CNO-
rn. AsuratenoHasa cdepa: 06beM ABUKEHUN U3ObITOYHLIN.
Onddy3Hasa MbllevyHaa runotoHus. CyxoXuabHble pednek-
Cbl YXMBbl€, CUMMETPUYHbIE.

[BuratenbHble HaBbIKW (KPyNHas MOTOPKUKA): FTONOBY Aep-
WUT, CaMOCTOATENbHO CaAMUTCH, CUAUT C OKPYIIION CMUHOWN,
4acTo aKTMBHO MepeaBuUraeTcsl Ha YeTBepeHbKax, y onopbl
MOXET BCTaTb Ha BbICOKMNE KOJIEHW. XO4MT C ONOPOW 3a PYKM.

3a UrpylwKkamu TAHETCS C MHTEHUMEN. YOepKnBaeT 6y Thbl-
NIOYKY ¢ BoAaon. CnocoBHOCTb K CaMOOGCyKMBAHUIO OTCYT-
CTBYET.

AunarHocTuuyeckue npoueaypbl (B 8 ner)

C uenblo KOMMNEKCHOM OLEHKU COCTOSIHUSA Ha3HaYyeHbI
AMarHoCTUYEeCKME UCCNefoBaHWs B crnegylowem obbeme:
KOHCynbTaLUMs neguaTpa, HeBpoJsora, racTpoO3IHTEPOsOra,
opToneaa, odTanbmosnora v aHAOKpUHONOra, nabopatopHas
nnarHoctuka (OAK, OAM, 6MOXMMUYECKUI aHann3 KpPoBM,
TTI, T4, ypoBeHb [IOKO3bl B KPOBW), BbIMNOJIHEHWE BUAEO-
93M-MOHUTOPUHIA ¢ duKcaumen cHa U 604PCTBOBAHMS,
KOHTPONbHasa peHTreHorpadua Ta3obeLpeHHbIX CYCTaBOB.

KnuHunyeckuin guarHos
BpoxaeHHoe HapylleHue [MMKo3unupoBaHusa la tuna
(PMM2-CDG, OMIM #212065).

AnddepeHymanbHas gUuarHocTuKa

OnddepeHumanbHo-gnarHoctnyecknin nouck CDG-la
KparHe LWKWPOK M TpebyeT KOMMNEKCHOro KJMHUKO-nabo-
paTtopHoro nogxoga. Heo6xoaAMMo UCKOYaTb Apyrue Tumbl
HapyweHUs T[UKO3UAMPOBaHMS, OBEHWUIbHYIO aTaKCUIo
C TMNOMMENUHUIALMEN, aTaKCUIO-TENIeaHTMIKTa3MIo.

KnuHuyeckas KaptmHa CDG-la B MnageH4YecKom BO3-
pacTe xapaKTepusdyeTcsi Cepbe3HblM OTCTaBaHWEM B pas-
BUTUK, AUDPY3HON MbILEYHON TUMOTOHWUEN, TPYAHOCTAMM
KOPMJIEHUS, @aHOMallbHbIM OT/IOXEHWEM XMpa (HEpPeaKo
Ha 6eapax M droguuax), BTAHYTbIMU COCKamW, 4TO OTCYT-
CTBYET NPU APYrnx TUNax HapyleHWs FMKO3UIUPOBaHUS.
Hepeako peructpupyetca atpodus Mo3xedKa. lNpu CDG
TMna |b npexge Bcero noparkalTcs NevyeHb U KULLIEYHUK,
paHHAS 3aJeprKKa NCUXOMOTOPHOrO Pa3BUTUS, KaK NpaBu-
no otcyTcTBYeT. [pn GUOXMMUYECKOM CKPUHUHIE (MIPT)
CDG | TMNa xapaKTepu3yloTCs MOBbIWEHHbIM YPOBHEM AM-
cuano- u acanotpaHcdepprHa (@HoManbHble TpaHcheppu-
Hbl) [3, 4, 8]. JaHHble OTKJIOHEHUs oTcyTcTBYIOT Npu CDG Il
TMna. OKOHYaTeNlbHOE M TOYHOE MOATBEPHKAEHME pPa3nn4us
mvexay CDG-la u apyrumu noatunamu | tuna (ALD-6-CDG,
PGM1-CDG) MOXeT AaTb TONIbKO MOJIEKYNSPHO-TEHETHUYe-
cKoe o6cnegoBaHne (CEKBEHMPOBAHWE HOBOMO MOKOMEHUS)
C BbISIB/IlEHWEM MyTaLWKU B KOHKPETHOM reHe (npu CDG-la
B reHe PMM?2).

HOBeHWNbHYO aTakcuilo ¢ runomuennHusauunen LHC
C paHHMM Hayanom cnegyeT nogo3peBaTb MNPW HanuMyuu
B aHaMHe3e onurormapamHuoHa, 3aMefNeHHOro pocta
M HeJoCTaTO4YHOCTM MUTaHWS BHYTPUYTPOOHOro pebeHKa,
B KJ/IMHUYECKOM KapTUHE — TaXKenou aHuedanonatum,
MUKpouedannn, KOHTPaKTYp, KaTapaKTbl, renatocnieHome-
ranuu, runonnasum noyek. O6WMM B KIMHUYECKON KapTu-
He anddepeHunpyeMbix 3ab6oneBaHU 9BNSETCS 3a4epKKa
NCUXOMOTOPHOro pa3sutus [13].

Mpu KnacCcUYECKOM aTaKCUU-TeneaHrMaKTasuum npo-
rpeccupylowas AMCPYHKLMA MO3XKeEeYKa MOXKeT pas-

BMBaTbCA B NepBble 2 roga XW3HW, a [Na30KOXHble
TeneaHrnakTasum vawe MaHuPecTUpyloT B AOLWKONb-
HOM BO3pacTe. XapaKTepHO Hanu4yve peLnanBUpyoLLnX
MHOEKLUMI AblxaTeNbHbIX NyTEN, 06YCNOBNEHHbIX UMMYHO-
aeduuntom. MNpu atakCuU-TeneaHrnakTasmm otmevyaeTcs
3Ha4YUTENbHO MOBbLIWEHHbLIN YpOBeEHb anbda-deTonpoTe-
MHa B CbIBOPOTKE KPOBW. [pU reHeTM4ecKoM uccnepo-
BaHWK BbIABNAOTCA OuannenbHble Mytauun B reHe ATM
(noKkyc 11g22.3) [14, 15].

B AaHHOM KAMHWYECKOM criydyae OCHOBHbIMW KpUTEPUS-
MU OUArHOCTUKM ABASSIUCE Aa@HHbIE KIMHUYECKON KapTUHbI:
paHHee Havyano — MaHudecTauus 3aboneBaHns 6bina CBs-
3aHa C NosiBNIeHWEM TPYAHOCTEN KOPMAEHUS NauneHTa yxe
B HEOHaTanbHOM Nepuoe, nocneaylollas 3agepxKka MoTop-
HOMO M MCUMXOPEYEBOr0 Pa3BUTUSA, HaNMMYME aTaKTUYECKOro
CUHAPOMa, perncTpauus aHoManbHOro cnexkTpa TpaHcdep-
puHOB npu UIPT, nporpeccupytollas aTpoduss Mo3KedKa
no AaHHbiM MPT ronoBHOro Mo3ra, a TaKXe BblfiBieHUe
MyTauun B reHe PMM2 npu MONeKynsapHO-reHeTU4eCcKom
nccneaoBaHum.

MeauuUHCKHUE BMeLllaTenbcTBa

B paHHem Bo3pacTe peKkoMeHAoBaHa K MPUMEHEHUIO
D-maHHO3a 100 Mr/Kr Ha 4 pasa Mexay npueMamu nuiin
(no 330 Mr Ha ofHy A03Y) NPU NEPEHOCUMOCTU. ITO eauH-
CTBEHHOE NaToreHeTuYeCcKn 060CHOBaAHHOE 3BEHO IEYEHMUS.
B xone npuMeHeHWs MaHHO3bl MONOMKUTENBHOIO KAWHMYeE-
CKoro adpdeKTa He 0TMeYanoch.

B cBA3KM Cc OTCyTCTBMEM MnaTOreHeTM4yecKow Tepanuu
nauueHT noayvyaeT NPeEMMYLLECTBEHHO CMMNTOMaTU4yecKoe
NlevyeHune M NpoxoauT abunmTaumio ¢ Cnob3oBaHnem GUau-
4yecKkunx GaKToOpoB 2 pasa B rof (*KeM4yy>kHble BaHHbl C MOp-
cKow conbto N2 10 n anekTpodopes ¢ NoAMMUHEPANbHbIMU
candetkamu napaseptebpanbHo N2 10 ¢ Lenbto ynyyleHns
MbILEYHOro TOHYCa U MOTOPHbIX QYHKLWUK, nedyebHas puUsu-
yeckaa Kynbtypa N2 10 W npuKnagHas KuHesuoTepanus
N2 10 — o6Wwui Maccax, CTUMyIaLUsA YeTBEPEHEK U YCTON-
YMBOrO MOJIOKEHWUS Ha HUX, NON3AHUSA, YMNPaMKHEHUS —
3MenKa, ronybb, L-X1, 3), Takke npoBoautcs oby4vyeHue
poauTenen LaHHbIM METOAMKaM C Le/blo yay4ylleHUs Koop-
AMHATOPHbIX U MOTOPHbIX HaBbIKOB pebeHKa. MpoBoasTcs
3aHATUS ¢ gedeKTonorom, noronegom. Nonyyaet perynsapHo
AHTUPEPIOKCHYIO Tepanuio (MOCTypasbHbI PeXum, Apo6-
Hoe KopmneHue). MeankaMeHTo3Has Koppekuusa pedniok-
ca: a3omMenpason no 1/2 cawe 2 pa3a B AeHb, 3a 30 MUH
no eabl — 1 mec, TpMMebYTHH no 1 4.1, 3 pa3a B [IeHb —
2-3 Hea (Kypc NOBTOPUTb 4Yepe3 3 Hel) M NaHKpeaTuH
no 1/2 kancynbl 3 pa3a B AeHb nepea egon — no 10 aHewn
B MecqL, (2 Kypca), a TakKe nebeHuH no 1 kancyne 2 pasa
B eHb — 2 Hepn).

B cBfA3K ¢ HanMuynem GaKTopoB pPUCKa Pa3BUTUS HYTPHU-
TMBHOM HEAOCTaTOYHOCTU B BMAE OpasibHO-MOTOPHOM AMC-
YHKLMKW, MbILUEYHON TMNOTOHMM M NOBbIWEHHbIX 3HEPro3a-
TpaT, XapaKTepHbIX 4719 AaHHOW HO30/10M UK, ANd o6ecneyeHuns
onTUManbHOro c6anaHCMPOBAHHOMO MUTAHUS AOMONHUTENb-
HO Ha3HayeHo nevyebHOE MUTaHMe — BbICOKOKanopuiHas
cmecbk no 200 mn/cyT B pa3BeaeHun 1,5 kkan/min.

AuHamuKa u ucxoabl

Ha AaHHbIi MOMEHT OTMEYEHO YacTUYHOe y/ydlleHue
MOTOPHBbIX U NICUXOPEYEBbIX HABbIKOB M0 CPABHEHMIO C COCTO-
fHMEeM pe6eHKa Ha MOMEHT NepBUYHOro NOCTYNIEeHUs B CTa-
LuoHap. BmecTe ¢ Tem, JOCTUTHYThI MPOrPecc He ConpoBo-
AaeTcs COOTBETCTBMEM Pa3BUTUS peGeHKa BO3PacTHbIM
HOpMaTUBaMm, Mo KaneHaapHOMY M NacnopTHOMY BO3pacTy.
HecmoTpsi Ha NpoBoAMMOE NevyeHue, 3aboneBaHue UMeeT
nporpeccupyioliee TedyeHue, 4TO O6YC/OBIEHO €ro reHe-



MaTonornyeckum

CHUKeHne 3ajepKa ncMxoMoTOpPHOro nonnasus
Aep p BapuaHT reHa PMM2 MporpeaneHTHoe
cocaTeflbHoro passutus, MMNMLHC, MO3Ke4yKa (CeKBEHMPOBAHHE) Tevenne
pednekca aHrnonaTus cet4yatku OU (MPT) ycTaHoBneH CDG-la
PoxxpeHue 1,5 mec 2 mec 3 mec 4 vec 11 mec 1,5roga 3rogalmec 8 net
" A PBoTa Ha ¢poHe
[fopu30oHTanbHbIN CTaHOBKa 30HAa TPOduA naod aKTMBHOCTKU
HUCTarM ANS KoppeKuuu MO3KeyKa TpaHcheppuHa ¢ NPOXKMIKaMM
Macchl Tena (MPT) KpOBH

PUCYHOK. XpOHO/0rus Te4eHnss 601e3HKU NaLMeHTa U ee KiloyeBble COObITUS

Mpumeyanme. MMNMNUHC — nocneacTems nepuHaTasbHOr0 NOpaXKeHUs LLeHTpanbHOW HEPBHOW cucTembl; MPT — MarHMTHO-pe30oHaHcHas
Tomorpadus; M9d — nsoanektpuyeckoe dorkycupoanue; CDG-la — congenital disorder of glycosylation, type la.

Figure. Disease timeline and key events in the patient’s clinical course

Note. CPDCNS (MMMNUHC) — consequences of perinatal damage to the central nervous system; MRI (MPT) — magnetic resonance
imaging; IEF (M3®d) — isoelectric focusing; CDG-la — congenital disorder of glycosylation, type la.

TUHECKU [OEeTePMUHMPOBAHHOM MNPUPOAON (CM. PUCYHOK).
MpoBoavmas Tepanusa HOCUT NOAAEPKMBAIOLWNA XapaKTep
W He OKa3blBaeT BMSHMA Ha 06LWMK NporHo3 3abonesa-
HUSA. B HacTosllee BpeMs COCTOSHME MauueHTa OueHuBa-
eTCH KaK Taxenoe no OCHOBHOMY 3a60/ieBaHuUI0, pe6eHoK
HaxoAauTCs Noa AMHAMMUYECKUM HabntogeHneM npoduabHbIX
cneunanncToB M NoslydaeT perynspHble Kypcbl abunutaum-
OHHbIX MEPOMNPUATUN, @ TAKKe CUMMNTOMaTUYECKOE eveHune,
4YTO HanpaBfieHO, B NEPBYIO O4Yepelb, Ha yyylleHne Kadye-
CTBA KWU3HW.

MporHos

HecmoTpa Ha NONOXUTENbHOE BUAHWE BOCCTAHOBM-
TENbHOrO NIeYeHuUs, HyTPUTUBHON NOAAEPKKM M NpenapaToB
CUMNTOMATUYECKOM Tepanuu, nporpeccupoBaHue 3abo-
leBaHU HEBO3MOXHO OCTAaHOBWUTb BBWAY FEHETUYECKOro
HapylleHUsa o6MeHa MaHHO3bl U CUHTE3a MTIMKONPOTEUHOB,
y4acTBYOLWMX B BONbLWMHCTBE METaboNMYEeCKMX NPOLLECCOB
opraHusma.

BpemeHHas wKana
XpOHOJ’IOFMﬂ Te4yeHus 60n1e3HM NaLMeHTa 1 ee KNtoYeBble
co6bITHA npeacTaB/ieHbl HA PUCYHKE.

OBCYXAEHME

BpoxeHHble HapyLleHUsa IMUKO3UIMPOBaHUS ABNSIOTCSA
MHOroo6pa3HoM rpynnov peakux Mmetabonnyeckunx 3abone-
BaHWM C MHOXXECTBOM pas/inyHblX GEeHOTUNOB B 3aBUCUMO-
CTW OT reHeTu4eckoro gedekrta [4, 16]. MNpu MHbGaHTUIbHOM
ctagumn CDG vacTo BCTpeyvatoTcs NpobiemMbl C KOPMEHUEM
(cpbirMBaHmg), 3ajepkka GU3NYeCKOro u NCUXOMOTOPHOIO
pas3BuUTUA, TUMNOMNIa3ua MO3XeYKa, renatomeranus, BO3-
MOXHO aHOMaJ/lbHOE OT/IOKEHUE MOLKOXHOro *upa [5].
B KnuMHuM4yeckom cnyyae 3aboneBaHWe MaHubecTupoBasno
B BO3pacTe 2 MeC XM3HU C HUCTarma, TPyAHOCTEN Kopmie-
HUS (CPbITMBaHUS), Pa3BUTUSA TMNOTPOGUK; TMNONIa3Ud MO3-
e4yKa 6blna BbigBneHa npu MPT ronoBHOro Mosra B BO3-
pacTte 4 mec. NosTopHas MPT ronoBHoro mo3sra B 11 mec
YKWU3HM NOATBEPAMIA CTOMKYIO aTpoduio Mo3xeyKa. Mo faH-
HbIM Hay4yHOW nuTepaTtypbl, B paHHEM [LETCKOM Bo3pacTte
HepeLKo NPOUCXOAUT MporpeccupoBaHune atpodun Mo3xeu-
Ka, KOTOpOoe 3aKJioYaeTcs B MHpaTeHTopuanbHblx atpodu-
YECKMUX UBMEHEHUSAX, pacLMpPeHMU BONbLION LUCTEPHDI [17].

MporpeccupoBaHme aTpodun MO3KeuKa, No AaHHbIM MPT,
nocne NATUAETHEro BO3pacTa MNPOUCXOAWUT HepaBHOMEP-
Ho. lNocne feBATMNETHEro Bo3pacTa atpobus MO3MeuKa,
no-BMAMMOMY, He Nporpeccupyet. Kpome Toro, B nuteparype
onucaHbl ciy4yaun yBenyeHus 60bLION LIUCTEPHbI B MO34-
HEM MIafeHYeCTBE U paHHeM AeTcTBe. Y MauueHTa Toxe
oTMeYanochb yBenmyeHne 60Mblwon LUCTEPHBI — 3TO COCTO-
AHWe TpebyeT TWwaTebHOro HabNoAEHUSA B IMHAMUKE U NPO-
BeJeHue NoBTOpHbIX MP-uccnenoBaHuin B 6onee ctapliem
Bo3pacTte. MPT rofloBHOro Mo3ra Take no3Bo/iseT OLLEHUTb
MmuenmHmzaunto LLHC, kotopas B cnydyae CDG moxeT 6biTb
KaK HeJoCTaTO4YHOW, TaK U HOopMasibHOW. B AaHHOM KAWHMK-
YECKOM Cny4yae MUeSIMHM3aLUnsa Ha MOMEHT UCCefoBaHUs
He cTpagana. lpu OEeTCKOM cTajuu aTakcuu HabnopatoT-
Csl YMCTBEHHAas OTCTaNoCTb, FMMOTOHUSA, aTakcusg, TaKenoe
OoTCTaBaHue B MOTOPHOM U PEYEBOM Pa3BUTUM, 4YTO cornacy-
€TCH C ONUCbIBAEMbIM KIIMHUYECKUM CllyHaeM.

B KayecTBe nepBOHa4aNbHOro MeToda nabopaTopHOM
avarHoctukn CDG, no gaHHbIM uTepaTypbl, MOXET ObiTb
npeanoxeH metoq MIPT [18]. B onucbiBaeMoOM KAWHUYe-
CKOM Clly4yae uccnegosaHue nposegeHo B 1,5 roga (ogHo-
BPEMEHHO C MOJIEKYNSPHO-TEHETUYECKUM 06CnefoBaHu-
€M) — BbIIB/IEH aHOMalNbHbIi CMNEKTP TpaHCHEeppUHOB:
Oo6GHapyXeHbl aHOMalbHble AW- U acuanoBble TpaHcdep-
puHbl (M30dopmbl S2 1 SO), cogepralime Nuwb 2 ocTaTKa
CUanoBbIX KMCMOT WK He cofepxalune ux Bosce. [lommmo
NIOPT, B nocnegHue rofbl 66110 pa3paboTaHO HECKOSIbKO
61OMapKepoB, onpeaefieHne KOTOPbIX YBEIMYUBAET LWaHChI
Ha BbISIBNIEHWE HapPYLUEHWIM NPOLLECCOB MMUKO3UIUPOBaHUS.
Mpumepamun nccnefoBaHU TaKUX GUOMaPKEPOB ABAAIOTCA
ABYMEpPHbIV 3nekTpodopes rmukodopM rantornobuHa f3,
a TaKXe aHann3 6UKyHWHa C NOMOLLbIO BECTEPH-6/I0TTUHTa,
KOTOPbIM NO3BOINA BbISBAATL HEKOTOPLIE IMHKEpONaTUM —
AWCMNasnn COEANHUTENbHOM TKaHW, CBA3aHHble ¢ aeduLim-
TOM MIMKO3aMUHOMIMKaHoB [19].

MefouKo-reHeTu4ecKoe KOHCYNbTUPOBaHUe
C Ha3HayeHWeM M NpoBeAEeHWEM TEeHETUYECKOro uccre-
LOBaHUA — nNpsMoe aBTOMaTUYECKOEe CEKBEHUPOBaHWE
ANS onpejeneHns KOHKpeTHon MyTauun B reHe PMM2 nog-
TBepXAaeT npegnonaraemMoln guarHo3 CDG, 4To 66110 Npo-
BeJieHO B ONMucbiBaemMoM cliydae. MowHen WM MeTogamu
[AMarHOCTUKKU OCTaloTCHd CEKBEHMPOBaHWE BCEro 3K30Ma
W CEKBEHUPOBaHWE BCEro reHoma, 4Yto No3BONSET cpasy
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onpenennTb MyTaunto B KOHKPETHOM FreHe U AMarHocTUpo-
BaTb CDG 6e3 onpefeneHns AONONHUTENbHbIX GUOMapKe-
poB [16].

KayecTBo Xu3HU nauuneHTta ¢ CDG-la

B uccneposaHun, nposegeHHom C. Pascoal u coaBT.
(Orphanet Journal of Rare Diseases, 2022) npu y4a-
ctnm Portuguese Association for Congenital Disorders of
Glycosylation (CDG), aBTOpbl BMECTE C CEMbSMU U KIMHULN-
cTaMu Bblaenunu, Kakue npossnennsas PMM2-CDG cunbHee
BCEro BAMSIOT Ha NOBCEAHEBHYIO XU3Hb, U Nogobpanu pag
CYLWEeCTBYIOWMX OMPOCHUKOB, N3 KOTOPbIX MOXHO cobpaTb
nepBylo cneundUuYHyIo WKany KayecTBa KU3HW ANs 3TO-
ro sabonesaHus. Ha ocHoBe onpoca 42 pecrnoHAEHTOB
(23 npeactaBuTena cemMen U 19 MeaULMHCKUX 3KCNEPTOB)
M nocnegywmx MHTEPBbLIO C CEMbSMU aBTOPbI COCTaBMUIN
nepevyeHb Haunbonee nNpobaeMaTUYHbIX ANA KWU3HU NPO-
aBneHnn CDGla Ha pa3HbiXx BO3pacTHbIX 3aTanax. 3aTem,
OTTaNKMBasACb OT 3TOr0 CMMUCKa, OHWM NPOBENU LEeneBom
NMOUCK nuTepaTtypbl M Hawnmn 239 nybnvKaumm ¢ noaxo-
AAWKMMU UHCTPYMEHTAMW U3MEPEHUS KayecTBa XU3HM,
cBfA3aHHoOro co 3gopoBbemM (HRQoL — Health-related
quality of life), Bbigenus 80 WKan/oNpPoOCHUKOB, KOTOPbIE
cofepraT OCHOBHbIE KIIMHUYECKME NPOABNEHUSA CUHAPOMA
HakeHa. Cumntombl CDG-la paHX1MpoBaanucb No BAUAHULIO
Ha NOBCELHEBHYIO }XM3Hb OTAENbHO A5 YeTblpex BO3pacT-
HbIX rpynn (0-3, 4-10, 11-17 n > 18 neT) Ha OCHOBaHWM
OLLEHOK CEMEN W KIMHWULMCTOB. B KarKAom BO3pacTHOM
WHTepBane NpPeBasuMpyloT HEBPOIOrMYECKUe HapylleHus:
B MiageH4yecTBe Hanbosiee «TaKeNblMU» ABASIOTCS TMNO-
TOHUSA W 3ajepKa pPasBUTUS (OLEHKU BIUAHUS Y ceEMeW
oKono 4-5 6annoB U3 5), ganee — artakcusa U 3agepix-
Ka/HapylleHne peyn; B ITOT e Nepuoj BaxKHbIMKU Npo-
6nemMamMu OTMeYeHbl MHPeKumMn M odTanbmMONOrnyecKkune
HapylweHus. B Bo3pacte 4-10 net HeBpoOsOrMyeckue
HapyLlEeHUsS COXPaHSATCH, HO CUIbHEE NPOSABASAIOTCSH NPO-
61eMbl, BAMSIOWME Ha YXO4 W MOBCEAHEBHblE HaBbIKK:
noBeAeH4YecKkne TPYAHOCTU, a TaKKe aucdarusa v cygo-
POrM — MNPUYEM KIAMHULMUCTBI CTabUNbHO OLLEHUBAIOT MUX
Kak 6ofiee paspywnTenbHble A5 KadyecTBa Xn3Hu. B noa-
POCTKOBOM BO3pacTe K HeBposornyeckomy ¢oHy go6aB-
NATCSA/yCUNNBAIOTCA 3NM304bl NeperpeBaHuns, pacTteT
3HAYMMOCTb HapPYLIEHUIN NOBEAEHUS; OTAENbHO BblAENSAIOT-
CSl HapyLeHMsa NOA0BOro Pa3BmUTHS (B CEMENHbIX OLLEHKax
B MOAPOCTKOBOM 6/10KE OHM BXOASAT B Haubonee TsxKe-
Nble), a TaKXXe HapyLeHUs KOCTHOM CUCTEMbI (OCTEONEHUS
Ha4YMHaeT BOCMNPUHUMATLCH KaK CyLEeCTBEHHO OrpaHu-
yuBatouwas). Bo B3pocnom BoO3pacTe Ha NepBbli MfaH,
NOMWMO HEBPONOTMYECKUX OFPaHUYeHUI, BbIXOAAT Takue
NO34HWE OCNIOXKHEHMS, KaK KNPO3, CKONMO3 1 OCTEOMNEHHS,
nepudepuyeckasa Henponatusg (0OCOBEHHO — MO MHEHUIO
KIMHULUMCTOB), @ TakxXe odTanbMonornyeckune npobnemsl;
npu 3TOM aBTOPbl OTAENbHO MOAYEPKMBAIOT Malyto npea-
CTaBJIEHHOCTb B3POC/bIX NALMEHTOB B CEMEWHbIX OTBETAX,
M3-3a 4yero BO3pacTHble BbIBOAbI Ans = 18 neT TpebyloT
OCTOPOXHOM MHTepnpeTauum [20].

[lo MOMeHTa n306peTeHns cneundmn4ecKoro natoreHe-
TUYECKOro sievyeHnsa Bpady Ntobon cneunanbHOCTH, CTON-
KHYBLLEMYCS C TaKOW naTonorMen, Heob6xoammo paspaba-
TbiBaTb NEPCOHANN3UPOBAHHbLIE CXEMbl NE€YEHUA AN ITUX
NauMeHTOB, YTO NMOMOXKET YNYULWUTb Ka4eCTBO XU3HU U UX
couManbHylo afjantaumto. OgHako Ans cTaHjapTu3auuu
BeAeHMNs MauMeHTOB — BHE 3aBUCMMOCTM OT MHAWBKUAY-
anbHblX 0COBEHHOCTEN WM XapaKTepa TeyeHus 3aboneBa-
HUS — Ba)XeH eAWHbl anroput™M MeLULMHCKOM MNOMOLLM
netam ¢ CDG. Ha gaHHbI MOMEHT B OTEYECTBEHHOM U 3apy-
6eXXHOM MpaKTUKe BCe MMelolwmeca faHHble No Beje-

HWIO MaLMEHTOB C CMHAPOMOM XaKeHa CYLLEeCTBYIOT ULb
B pekomMeHgaTeNbHON GopMe U He UMeIOT YHUDULMPOBaH-
HOro xapaKktepa. CKPUHUHIOBbIM METOAOM AN151 BbISB/IEHMS
HacneACTBEHHbIX HapyLWeEHUR IMIMKO3MAMPOBaHUSA B HaCcTO-
fuee Bpems SBASETCS NTEKTPOM30DOKYCHPOBAHNE TPAHC-
deppuHoB. NS nNoAaTBEpXKAEHMS AMarHo3a nauueHTam
OCYLLECTBNSAETCA MONEKYNSPHO-reHeTuyeckoe obceneno-
BaHWe — MOWCK 6MannenbHbiXx BapMaHToB B reHe PMM?2
METOAOM MNPSAMOro aBTOMaTMYECKOro CEeKBEHMPOBaHMUSA
nM60 C NOMOLLbID CEKBEHWPOBAHWS HOBOMO MOKOMEHMUS.
Mocne noaATBEPKAEHMA AMarHo3a NPOBOAUTCS pPacLMpPEH-
Has KIMHUYECKasn OLEeHKa C Lie/blo BbISIBIEHUS MOPaXKeHus
OpraHoB M CUCTEM, BK/OYAs HEPBHYIO CUCTEMY, KENyLou-
HO-KULWEYHbIM TpaKT, renatobununapHyo, cepaeyHo-cocy-
OWUCTYI0O M 3HAOKPWMHHYIO cucTeMbl. locne KOMMIeKCHOM
OLLEHKM COCTOSHMS 340POBbS U CTEMNEHU TAKECTU TEHEHUS
3a60n1€eBaH1s BaXHO COCTaBWUTb NNaH AAUTENbHOIO AUHA-
MUYECKOro HabnogeHus, BKAOYawwmm B cebs Habnio-
[eHne y neguatpa, reHeTuka M COOTBETCTBYIOLLMX Y3KMUX
cneunanucTos, B 0CO6EHHOCTU HeBponora u gedeKronora
C OLEHKOW AMHaMWKM MCUXOMOTOPHOIO M PeyeBOro pas-
BUTUS, PETYNSPHYIO @HTPONOMETPUIO A1 CBOEBPEMEHHOIO
BbISIBNEHUSA U KOPPEKLMU 6ENKOBO-IHEPTETUYECKOM Helo-
CTaToO4HOCTH, NabopPaTOPHO-UHCTPYMEHTASbHbBIA KOHTPONb
(KNTMHUYECKMUIN N BUOXMMUYECKUIM aHaNN3bl KPOBM, Koarysno-
rpamma, o6wmim aHannsa moyun 1 kana, Y3M- u MPT-KOHTpOnb
BCceM nauueHtam). Tepanusa cuHapoma CDGla, Kak B npea-
CTaB/IEHHOM K/JMHUYECKOM Ccllyvyae, B CBSI3U C OTCYTCTBMU-
€M NnaToOreHeTM4YecKoro neyeHUs — BHE 3aBUCUMOCTHU
OT POPMbl U CTEMEHM TAXKECTU TeyeHUs 3aboneBaHus —
OyaeT y Bcex NnauMeHTOB OCHOBbIBATbCSA Ha NOCUHAPOMHOM
KOppPEeKLMN BO3HMKAOWMX HapyweHUn B COBOKYMHOCTU
C MeAgUUMHCKON abunutaumen nnu peabunutauuen, npo-
rpamMmbl KOTOpoW paspabaTtbiBaloTCd B MHAMBUAYaNbHOM
nopsiake.

3AK/IIOYEHHUE

BpoxaeHHOe HapyleHne rMUKO3UANMPOBaHUS la Tuna
(cnHapom MakeHa) npeacTtaBnser co6oM NaToNoruio,
neyeHne KoTopow TpebyeT MyabTUAMUCLMIIMHAPHOIO Noa-
Xxofa c ob6a3aTefibHbIM y4acTuem neguatpa, HeBponora,
noronepa-gedeKktonora v cneyuManucTos no peabunuta-
LMK, 4TO Nno3BonseT 6onee aGpGEKTUBHO KOHTPONNPOBATb
NPOrpeccupoBaHnE KAMHUYECKUX MPOSABAEHWUA U ynyd-
WaTb KayeCcTBO XM3HU NaLMEHTOB M YIEHOB WX CEMEMN.
Ona Kaxaoro nauueHta € AaHHOW HO30/10rMen Heob-
Xo0AMMO pazpabaTbiBaTb MHAWBUAYANU3UPOBAHHbLIE MPO-
rpaMmbl Tepanuu u peabunuTtaumun, 4To 06YCNOBAEHO
Hanuymem cneunduyecknx noTpebHoOCTEN, B TOM 4ucie
CBfI3aHHbIX C BapuabenbHOCTbI0 TeyeHUs 3aboneBaHus.
Ocob6oe 3Ha4yeHne nMeeT pacluMpeHne pecypcoB, Hanpas-
NIeHHbIX Ha obecnevyeHne [OCTYNHOCTU cneunannsnpo-
BaHHbIX METOAOB /e4YeHUs, BHeAPEHWe Mporpamm Mcu-
XO3MOLMOHaNbHON MOAAEPKKM NALMEHTOB U UX CEMEN,
a TaKXe NOBblleHWe YPOBHA OCBEAOMEHHOCTU Meawu-
LMHCKMX paBOTHMKOB B BOMpPOCax AMarHOCTUKKW W Befe-
HWS MaLUMEHTOB C BPOXKAEHHBIMU HAPYLLEHUSAMU TNUKO3U-
NIMPOBaHMUA, B 4YacTHOCTM Tuna la. B ¢BSA3M C OTCYTCTBUEM
3TMOTPOMHOrO NevyeHus uenecoobpa3Ho MNpuMeHeHue
CUMNTOMATUYECKON Tepanun B cO4EeTaHUM C KOMMNIEKCHOW
peabunuTayumen, BKIOYalOWeN 3aHATUA C gedeKTono-
rom, noceuieHne 6accenHa, ne4edbHy GUIKYNbTYPY, Mac-
cax M unnotepanuio. Cneayet NOAYEPKHYTb, 4YTO BbIBO-
[bl, cAefNaHHble Ha OCHOBaHWW AAHHOr0 KJAMHUYECKOro
cny4yasi, He MOryT OblTb HaNpPAMYK 3KCTPanoaMpOBaHbI
Ha BClO Nonynsuuio nauMeHToB 6e3 yyeta MHAMBHUAYANb-
HbIX XapaKTEPUCTUK M KIMHUYECKOrO KOHTeKcTa. Kaxaoe



KAMHWYEeCKOoe HabnlheHWe [OMKHO aHanu3upoBaTbCcs
B pamMKax 6onee MacwTabHbIX UCCnefoBaHUM C LeNblo
dopMHUPOBaAHNSA JOCTOBEPHbLIX U HAy4YHO OBGOCHOBAHHbIX
peKoMeHaaunm.

[aHHbIN KJIMHWMYECKMIA Cllydal MoKa3blBaeT HeobXoau-
MOCTb y6eanTenbHoro MHGoOpMMpPoBaHKUS, a Takke 06a3a-
TENbHOr0 MEAUKO-TEHETUYECKOr0 KOHCYNbTUPOBaHMA nap
M3 rpynn pucKa, ecnv B CEMbE OAMH UK 06a cynpyra sBns-
I0TC NpeacTaBUTENIMU FTE€HETUYECKUX M30A9TOB, MMEIOT
XPOMOCOMHbIE aHOManuu B KapuoTune, 6paKk saBnseTcs
6/M3KOPOACTBEHHbBIM, NO34HAS 6EPEMEHHOCTb (MaTb cTap-
we 35 ner), TAKenoe npoTekaHue npeablaylien 6epemMeHHo-
cTn. CnegyeT aKLLeHTUPOBaTb BHUMaHME Ha HEOBX0AMMOCTH
nperpaBngapHon NOArOTOBKM, BaXHOCTM MpeHaTadbHbIX
CKPUHWHIOB U FEHETUYECKOr0 KOHTPOS C MOMOLLbIO MHBA-
3MBHOMW W HEWHBA3MBHOW NpeHaTalbHOW AMArHOCTUKM,
onpeaeneHns 6MOXMMUYECKMX BUOMaPKEPOB, PEryIsSpPHOro
YNbTPa3BYKOBOIro CKPUHKUHTa [21].

WHOOPMUPOBAHHOE COIJIACUE

OT poauTensa nauueHTa nosay4eHo NUCbMeHHoe MHPOoP-
MUPOBaHHOE cornacue Ha ny6anMKaumio KIMHUYECKOro ciy-
Yyas pebeHKa B MeAULMHCKOM XypHane. Bce gaHHble 06€e3-
SINYEHbI.
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