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AKTyaJabHOCTDb. ["amakTo3emus | Tuna — HaciaeACTBEHHOE HapylleHHE OOMeHa YTrieBOJOB,
oOycnoBneHHas aeduurom GpepmeHTa ranakro3o-1-pochar-ypuaunrpanchepassl (I'AJIT) u nHanm-
Y1eM F'OMO3UTOTHBIX WM KOMIIAyHI€TepO3UTroTHBIX MyTanuil B rene GALT.

Heab: aHanu3 KIMHUKO-TEHETUYECKUX 0COOEHHOCTE! y MallMeHTa C IMarHO30M «TrajlaKTo3e-
MUSD».

Matepuanbl u mMeroasnl. [IpoBeneHo komIuieKCHoe obOciefoBaHue: cOOp aHaMmHe3a, (Qu-
3MKaJbHbIE, 1A00paTOPHBIE U HHCTPYMEHTAJIbHBIE METO/Ibl UCCIIEIOBAHMSI, B T. Y. FTEHETUUECKOE Ha
Hanuuue yacTeix MyTanui p.GIn188Arg, p.Lys285Asn, Bapuanta [Jyapte (p.Asn314Asp)

Pe3yabTaTsl 1 X 00cy:kneHue. Briepsrie, nanuent, 25 gael, rocnuranu3upoBad B YKbB Nel
uM. C.P. MupotBopuea 20.10.21 ¢ xanobamu Ha KeATYITHOCTh KOXXH U CKJIEp, OTCYTCTBUE MPHU-
0aBKM Macchl TeJa. AHaAMHE3 KU3HU: peOeHOK OT 3 0epeMeHHOCTH, 2 POJIOB, CTapiias cecTpa ot 1-i
OepeMeHHOCTH 3/10poBa. B mepBoii nmonoBruHe 6epeMEeHHOCTH MaTh ABaXK/bI (B 9 u 12 Hen) Haxoau-
Jlach Ha cTalMoHapHOM JieueHuu 1o nosoay YIIb. Bec pebenka npu poxxaenuu 4180 r, poct 55 cm.
[Ipu npoBeneHNN HEOHATANBHOTO CKPUHHUHTA HA TajlaKTO3EMHIO Pe3ylbTaT MOJIOKUTEIbHBIN (77,7
mr/mi ot 30.09.21; 71,4 mr/mn ot 15.10.21).

AHaMmHe3 3a0051eBaHUA: TP OOBEKTUBHOM OCMOTPE Ha MOMEHT MOCTYIUICHHS COCTOSIHUE TSI~
KEJIoe 3a CUET MeTabOIMUECKUX HapylIeHUH, HHTOKCUKAMK. OTMEUYaeTcsl UKTEPUYHOCTh KOXH U
CKJIep, Typrop TKaHeW cHibKeH. [Ipu manbmanuu >KMBOTa - yMEpPEHHBbIE MPU3HAKU METEOpU3Ma,
HEpBHO-pe(IIeKTOpHAsE BO30OYIMMOCTh YTHETEHA.

[Tpu 1aGopaTOpHBIX UCCIIEAOBAHUAX B O0IEM aHAINM3€ KPOBHU: JIEHKOLIUTO3, HElTpoduies co
C/IBUT'OM BJIEBO; B OMOXMMHUYECKOM aHAJIN3€ - THNEpOMIMpyOnHEMus, OBBIILIEHUE YPOBHS TpacaMu-
Ha3 B 5 pa3 ot HopMbl. [Ipu nposenennn Y3U opranoB OproIHOM MOJIOCTH ONpPEeseTcs yBeande-
HUE JTUHEHHBIX pa3MepOB MEUEHU U CeNIe3eHKH, AMPPy3HbIE U3MEHEHMSI TeYeHU. bbl mocTaBieH au-
arHo3: ramakro3eMusi? OTMEHEHO IrpyAHOE BCKapMIIMBAHKE, HA3HAYE€HA CMECh HA OCHOBE aMUHOKHC-
not1. Ha ¢pone auerorepanuu HaOI0Ja)1ach MOJI0XKUTENbHAS JUHAMUKA: KyITUPOBaIach )KeITyxa, OT-
MeueHa nmpubaBka B Macce Tena. [IpoBeieHo MeInKo-reHeTHYeCcKOoe UCCIIeIOBaHE aKTUBHOCTH (hep-
meHTa ['AJIT: y nanuenta BoisiBineHa mytauus p.Gln188Arg u Bapuant yapte (p.Asn314Asp) B
reTepO3UrOTHOM COCTOSIHUH, Y MaMbl — MyTarus p.Gln1 88 Arg B reTepo3uroTHOM COCTOSIHUY, Y MAIIbI
— BapuanT Jlyapte (p.Asn314Asp) B reTepo3uroTHOM COCTOSIHMM, y CTapllel cecTpbl nmpodaHja —
BapuaHT [lyapre (p.Asn314Asp) B IreTepo3UrOTHOM COCTOSIHUHM. METOJOM 3H3MMOJMArHOCTUKU
orpezeNieHa HU3Kas akTUBHOCTh (pepMeHTa rajakTo30-1-gochar-ypuaunrpancdepasbl.

BbIBOABI: pECTABIECHHBIM KINMHUYECKUH ClTydyall yHUKAJIEH, T.K. IEMOHCTPUPYET pa3BUTHE
KJIACCMYECKON KapTHHBI TaJJakTO3eMUH | THIA y MalKeHTa ¢ KOMIIAYHATeTePO3UTOTHBIMU MYTalll-
amu B reHe GALT. HeonaTtonoru u nexuaTpsl NEPBUYHOIO 3BE€HA 3[PaBOOXPAHEHUS JOJIKHBI UMETh
TOJIHBIE TIPEJICTABJICHUS O KIIMHUYECKUX IPOSBICHUSIX HApyILIEHUI 0OMEeHa, /ISl CBOEBPEMEHHOM I1-
arHOCTUKU. MOJIEKyYJIIpHO-TEeHETUYECKOe 00CIIeZIOBaHUE ceMell, UMEIONIMX JIeTeH ¢ FTeHeTHYeCKUMU
3a00JieBaHNE UMEET pelllaroliee 3HaueHHe JUIsl INTAHUPOBaHUS AETOPOKICHHUS.

1082



