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Beenenune. HacnenactBeHHbie Ae(EKThI TTIHKO-
sunupoBanust (CDG-cuHapombl) — penkue rexe-
TUYECKH JACTEPMHUHUPOBAaHHBIC HApYUICHUS MeTa-
0oim3Ma, pa3BUTHE KOTOPHIX O0YCIOBICHO Aedu-
LUTOM AKTUBHOCTH (dhepMeHTOB,
OCYIIECTBISIIOIIMX [IIMKO3WJIupoBaHue. B oty
IpyMIly BKIIOYAIOT 3a00J€BaHusl, TPUIUHON KOTO-
pBIX SBISIFOTCS JIe(heKThl (epMEHTOB, OCYIIECT-
Bisitomux N- u O- MIUMKO3WIMpOBaHHE OEJKOB,
CUHTE3 JIOJINXOJIa U MIUKO3WIPOoChaTHIUINHO3U-
TOJA, a TaKXe NeNIMKO3WInpoBaHue OenkoB. Ha-
pyueanus N- 1 O-TIMKO3WINPOBAHUS MOTYT OBITh
W30JIMPOBaHHBIMU W KOMOWHHpPOBAaHHBIMH. B
IpyIIe U30JIUPOBAHHBIX AePEKTOB N-TINKO3MIN-
pOBaHUS BBIACISIOT HapylieHUs N-ITTHKO3WINPO-
Banus [ u Il Tuna. CDG-cunapomsl I Tuna — pe-
3yAbTaT AeUIUTAa aKTUBHOCTH (DEPMEHTOB, KOTO-
pble y4acTBYIOT B CHHTE3€ YIVIEBOAHOH 4acTu
[JIMKONPOTEHHA B JHJIOMIA3MaTHYECKOM PETHKY-
nyme; npuanHa CDG-cunapomos Il tuna — na-
pYLIEHHS NPOLIECCHHIA CBA3aHHOIO C OEJIKOM
OJIUTOCAXapHJIHOTO OCTaTka B 3HJOIUIa3MaTHye-
ckoit cetm m ammapare lompmiku. ALGI-CDG
(CDG-1k) — «xpaitHe penkoe 3a0oiieBaHUE W3
CpYIIIbl U30JUPOBAHHBIX HapyleHUH N-DIHKO3U-
nmuposanus | tuna. Ipnunnoit ALG1-CDG sBns-
eTcsl 1eUIUT aKTUBHOCTH MaHHO3MITpaHcdepa-
3bl [, KOTOPBIM BO3HUKAET B PE3YJIbTATE MyTaLlUH B
reae ALG1. B nacrosmiee Bpemsi onucano 64 ma-
nueHTa u3 53 cemeH, y KOTOPBIX OBUIO THAarHo-
CTHPOBAHO 3TO 3a00JIeBaHUE.

Mean uccaenoBanusi. YCTaHOBUTH dTUOJIOTUIO
HACJIEZICTBEHHOTO 3a00JIeBaHMs B CeMbe, 00OpaTUB-
Ieiics 3a MOMOIIBI0 B CBSI3M CO CMEPTHIO TPOMX
JeTel Ha IIEPBOM IOy >KHU3HH.

MarepuaJbl u MmeToabl. O6pasus JJHK ponu-
Tenel ObUIM HCCIIETOBaHbl METOIOM BBICOKOIIPO-
W3BOAUTENIBHOTO  CEKBCHHWPOBAHHUSI  IOMOLIBIO
TruSight Inherited Disease Sequencing Panel,
Illumina. Jlms mpoBeaeHUS H303JICKTPHIECCKOTO
¢doxycupoBanus tpanceppuna (MIDT) ucnomns-
30Bajld 00pasibl CHIBOPOTKM KPOBH YMEPILErO U
3I0pOBOT0 peOCHKA.

Pesyabratsl. Cynpyru /. BepBeie ObLIH Ha-
MpaBJICHbl HA MEJIUKO-TeHETHUECKYIO0 KOHCYJIbTa-
[IHIO B CBA3W C POXKICHUEM TOYEPH C IMOPOKaAMU
pas3BuTHs, KOTOpas ymepia Ha 45 CyTKH KU3HH.
JleBouka ponmiack OT BTOPOH O€peMEeHHOCTH, J0-
HONIEHHOM, ¢ Maccoi 3260 r, mamHoH Tema 51 cM,
olleHKoW o mkane Anrap 1/5 6annos. Cocros-
HHEe peOCcHKa IOCEe POXKICHHUS OBIIO TSIKEIBIM:
OTMEUYAJINCh SIBJICHUS MOJHOPTaHHOH HeIoCTa-
TOYHOCTH, OT€YHBIH CHHIPOM, THIOAIHOyMUHE-
MHS, CYIOpOXHBIM cuHApoM. [lo pesynbraTam
MaTOJIOTOAHATOMUYECKOTO HCCJIeOBaHUS OBIIN
BBISIBJICHBI: BPOJXKJICHHBIH TIOPOK Pa3BUTHS IICH-
TpaJIbHON HEPBHOM CUCTEMBI (AUCIIa3Us LIeHO-
ro OTHeNa CIUHHOTO MO3ra), OTEK TOJOBHOTO
MO3T'a, MEJIKOOYaroBble MOCTIUIIOKCHYECKUE KPO-
BOU3IUSHHS B 00OJIOYKH T'OJIOBHOTO M CITMHHOTO
MO3ra, B COCYIHCTBIE CIJIETEHUSI M CYOATIHMH]IH-
MapHbI€ OTJEJbl BElleCTBa T'OJIOBHOTO MO3ra, B
000JIOYKH KOPENIKOB CIUHHOTO MO3Ta, C UCXOI0OM
B TEMOCH/IEPO3, aCI[UT, OTEK MITKUX TKaHEH To-
JIOBBI, JINIA HUKHUX KOHEYHOCTEH, OpPOHXOIHEB-
MOHWUSI, TEMOPPAruYeCcKuii CHHIPOM C MEIKOOo4a-
FOBBIMM KPOBOUBJIUSHUSMH B JICTKHE, MOYKH U
HAJITOYEYHUKHU, TeNaTOCIUICHOMETaNs, Cepo3-
HBII TenaTuT, MapeHXMMaTo3Has OeyKoBasi JHC-
Tpodus BHYTPEHHUX OpraHoB. TpeThs OepeMeH-
HOCTh 3aBEpUINJIACh IMPEKICBPEMEHHBIMU pOJia-
Mu B cpoke 37 Hemenb. Ponmmmachk neBodka c
maccort 2330 r, qmHOM Tena 45 ¢cM, OIIEHKOH 10
mkane Anrap 8/8 6ayuios. [Ipu poxkjieHun cocTo-
stHUEe peOeHKa TsKeJI0e, OTMeYeHa MBITIedHas TH-
MOTOHMUSI, TUIIOPE(IICKCH S, ITPeaKCUaIbHasI MOJIH-
Jaktunus crnpaBa. Ilpu ocMmorpe Ha 7-1 neHb
KU3HU OTMEUYCHBI: BBIPA)KCHHAS MBIIICYHAS TH-
MOTOHUS, TUNOpedICKCHs, OTCYTCTBHE TJOTa-
TEIBHOTO W COCaTeNbHOTO pe(IIeKCoB, THIepca-
JIMBaIMsl, pacXofsflleecs KOocorjas3ue, CyaopOoXkK-
HBIH CHHAPOM; THIOTPOQHS, OTCUHBIH CHHIPOM
BCJIEJICTBUE THUMNoONpoTenHeMun. HalOmogaaucey
0COOCHHOCTH KOH(UIypalud dYepena, >SHOP-
TaibM, JeTKUi Onedapodumos, KOpoTKas BEpX-
Hsisl Ty0a, aCUMMETpPHs MPUKYCa, KaMIITOJAKTH-
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NSl KUCTEW, aHOMAallMM JePMaTOTIH(UKH, TIJI0-
CKOBAJIBI'yCHasi yCTaHOBKA CTOI, THIIOIIA3Us
MaJIBIX TIOJIOBBIX T'y0 M KiuTopa. [Ipu ynerpasBy-
KOBOM HCCJICJJOBAHUU T'OJIOBHOI'O MO3ra OOHapy-
JKEHBbI TPHU3HAKU KPOBOHUBJIUSIHHUS B COCYIHMCTHIC
CIJICTEHUsI, MUHHMAJbHOE DPACIIHPEHHE Tepe.-
HHUX POTrOB OOKOBBIX JKeynoukoB. Ilo pe3yibra-
TaM MarHATHO-PE30HAHCHOW ToMorpaduu ycra-
HOBJICHO MHUHHMMAJbHOE paCHIMpPeHUE OOKOBBIX
KEITYOYKOB M Cy0apaxHOWJAIBHOTO IPOCTPaH-
CTBa, peTpolepedesipHas KHCTa MO3KEYKa C
[OJI0O3PEHHUEM Ha THIOIIA3UI0 Mo3xkeuka. [lpu
MPOBEACHUH JIa0OPAaTOPHBIX HCCIEOBAHUN y pe-
OCHKa BBISIBJICHA TMIIONPOTCHHEMUS, TUII0ATLOY-
MHHEMHs, yBEIW4YeHHWE AKTUBHOCTH TpaHCAMHU-
Ha3, CHI)KCHHE KOHIIGHTPAIIMU XOJIECTEPUHA U
anbda-1-aHTUTPUTICHHA, PE3KOE TOBBINICHUE aK-
THBHOCTH apuiicylib(aTa3bl A B CBIBOPOTKE KPO-
BH U YMCHBIICHHE aKTUBHOCTH PsiJia JIM30COMHBIX
(hepMeHTOB B Kynbrype (HhuOpoOIacToB KOXKHU.
[Ipu uccnenoBaHUM MOYM BBISIBJICHA MPOTCHHY-
pus, reMatypus. /leBouka ymepia B Bo3pacte 8,5
MecsneB. [lpu marogoroaHaTOMHYECKOM HCCIIe-
JIOBAaHWU BBISBJICHBI MPU3HAKH OTEKAa MSTKOU
MO3rOBOW O0OOJIOUKH, 3HAYUTEIHHOE CHUKEHUE
MacChl MO3XKeuUKa, FUpoNepuKapy, acuurt. B pe-
3yJbTaTe 4eTBEPTOH OEpeMEHHOCTH B CEMbBE PO-
JUJIACh 3710poBas JeBouka. [Istas OepeMeHHOCTh
3aBEPIIMIACH MPEKICBPEMCHHBIMU POJAMHU B
cpoke 36—37 Heaenb. Ponuics Maibuuk ¢ Maccoi
3050 r, quuHOM Teja 55 ¢cM, OLGHKOM IO IIKaje
Amrap 2/5 6annoB. C poxaeHus y peOeHKa oTMe-
YEHBI MBIIIICYHAS TUIIOTOHUS, JUCTOHUS, TPEMOD,
runiopediekcus. [Ipu ocmoTpe Ha 18-i 1eHD KU3-
HHU: MBIIICYHAS] TUTIOTOHUS, TUCTOHHUS, TIEPUOJIH-
YecKkuit Tpemop, rumnopediekcusi, OTCYTCTBUE
TJIOTATEIFHOTO W COCATENBHOTO pedIieKCcoB, TH-
nepcajnuBaius, TrunoguHamus. HaOmromanacek
MPaMOPHOCTH KOXKHBIX IIOKPOBOB, YEPEITHO-TIUIIE-
Bbie nucMopduu. [lo pesynbraram KOMIbIOTEp-
HO# ToMorpaduu roJIoBHOro Mo3ra 0OHapyKECHBbI:

NEPUBEHTPUKYIIApHAs JielikoMansauusi Ha (oHe
OTEKa TOJIOBHOI'O MO3ra, YMEPEHHOE paclIupeHue
cy0apaxHOMAAIBHOTO MPOCTPaHCTBA U OOKOBBIX
KEIyJI0YKOB, YMEHbIIIEHHE B 00beme reMuchep
Mo3xeuka. [lo qanHbIM J1abopaTopHOTO 00CHIEen0-
BaHMS y peOCHKA BBISBICHA THUIONMPOTECHHEMHS,
rUN0aJb0yMUHEMHUSI, CHM)KEHHE KOHLEHTPALUU
XOJIeCTeprHa, THPOKCHUH CBS3BIBAIOLIETO TIO0Y-
JUHA, THPOKCHHA, YBEINYCHNE aKTUBHOCTH TPaH-
caMUHa3, KOHLUECHTPALUHMM MNPOJIAKTHHA, OUIUpY-
OWHAa, MOYEBHHBI, IOBBIIICHUE aKTUBHOCTH apuJl-
cyab(haTassl A B CLIBOPOTKE KPOBU U yMEHbBIICHHUE
AKTHUBHOCTH psiAa JIM30COMHBIX (EPMEHTOB B
nerikomuTax. Pebernok ymep Ha 38-if meHb )KU3HU.
[Tpu MosIeKyISIPHO-TEHETUUECKOM HCCICOBAHUH
y MaTepu Oblna BeIsiBIIeHa MyTamus p.Ser258Leu
B 7 sk30He reHa ALGI, y oTtua — myTauus p.
Phe394Leu B 11 sk3one rena ALGL. Dtu myTa-
LM SIBJISIIOTCS] HATOT€HHBIMU U ONMCAHbI Y MalU-
enToB ¢ ALGI1-CDG. IIpu UDDPT obpasua ceiBo-
POTKHU KPOBH, IMOJIYYSHHOTO OT peOCHKa OT MATON
OepeMeHHOCTH, OOHapY’>KEH AHOMAJIbHBIN Mpo-
¢une n3odopm TpancheppuHa, B KOTOPOM IpH-
CYyTCTBOBaJM a- U aucuaiorpancgeppunsl. Llle-
ctasg OEpeMEHHOCTh 3aBEpIINJIACh POXKICHUEM
Maipauka B cpoke 36-37 uemens. [Ipoduns nzo-
¢dopMm TpaHcheppuHa »TOr0 peOEHKA oOKaszajcs
HOpMasTbHBIM. KiMHHUYecKHe TpH3HaKu 3abolie-
BaHMS Y HETO OTCYTCTBOBAJIU.

3akJrouenune. Ha ocHOBaHMH pe3ysbTaTOB HC-
CJIEOBAaHUSI Mbl IPULUIN K BBIBOAY, YTO AETHU CY-
npyroB /I. or BTOpoii, TpeTbell u nsTol OepeMeH-
HOCTEH SIBJSUTUCH KOMITAyHIHBIMH T'€TEpPO3HUTOT-
HBIMH HOCHUTEJISIMH TaTOTEHHBIX MyTauui p.
Ser258Leu u p.Phe394Leu B rene ALGI. IIpuun-
HOM CMEPTH 3TUX JAETeH CTalo HacJICACTBEHHOE
3a0o0JieBaHME U3 TPYIIBI U30JIMPOBAHHBIX Ac(eK-
ToB N-rmmukosmwmpoBaansi — ALG1-CDG (CDG-
1k). Takum oOpa3om, HaM yJanoCh TUATHOCTHPO-
BaTh TPU HOBBIX Cllyyas dTOH KpaliHe pejkoil ma-
TOJIOTHH B OHOH CeMbe.
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