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Lenb paGoThI: 03HAKOMUTHCS C COBPEMEHHBIMH METOJIAMU JTMAaTHOCTUKH H
neyeHus nHGaHTWIBHOHN (popmbl 6ome3nu [Tomme.

MeTOI[BII KIIMHAYECKHAM OCMOTp, J'Ia60paT0prIe HUCCIICOOBAaHM,
T'CHECTUYCCKUEC NCCIICA0BaHuA, peHTFeHOI‘pa(bI/IH, YIbTPA3BYKOBAsA JUArHOCTHUKA.

Pesynwrarei: bonesus [lomme, wiu mukorenos3 Il Tuna — nereneparuBHoe
3a00JIeBaHUE C ayTOCOMHO-PEIICCCHBHBIM THIIOM HAcClIeOBaHUs 3a00JIeBaHUE
XapakTepHU3yeTcsl OTCYTCTBUEM JIM30COMaNbHOM anba-rnko3unaszsl (GAA), uro
BBI3BIBACT HAKOIUICHUEM IIIMKOTEHA B JTU30COMax OOJIbHOTO. B Hacrosimee Bpems
OTHOCHUTCSI K TepeuHto opdaHHbIX 3aboneBanuil. Hanboiiee akTUBHO IIMKOTEH
HAKaIUIMBA€TCS B  JIM30COMAX I[I€YEHH, CKEJIETHOM ¢  NIaJKOMBIIIECYHON
MYCKYJIaTyphl, CEPJICUHON MBIIIIIIEI.

B xnuHuky oOparmiucek poautenu pedeHka 12 mecsueB ¢ kamobamu Ha
3aJIep’KKYy JBUTATEIbHOTO Pa3BUTHS, IPUOTKPBITHIA PpOT, YBEIMYEHUE SI3bIKa,
nonepxuBaHus. PebeHok poxJieH OT 4 HOpMalbHO NMpOTEKaBIIel OepeMEeHHOCTH,
IIeBEJICHHWEe TUIoNa OBUIO aKTHBHBIM, | peOeHOK8 yerT 370poB, 2 peOCHOK B 6
MECSIeB CTajl yTpayuBaTh [BUTaTeJIbHbIE HaBBIKM, MOSBUIMCH OyabOapHbIE
pacctpoiictBa, ¢ 1 roma ma WBJI, moru6 B 4 %2 rona, ObUI yCTaHOBJIECH AUArHO3
«ITepuepuueckuit Terpanampes ¢ OynboapHbIMU paccTpoiicTBaMu». PonuTtensimu
pebenka ObUTM TpeAcTaBiIeHBl ¢oTorpadguu morudiero pedbeHka, Ha KOTOPBIX
OTMEUAJIOCh 3HAYUTENbHOE (DEHOTUIIMUECKOE CXOJICTBO C HAIIUM IallUE€HTOM.
[lepBple cUMNTOMBI y MOCIETHET0 OTMEUYEHBI B Bo3pacTe O MecsleB, B BUAEC
CHIKEHMsI MBIIIEYHOIO TOHYCa, YTpaTbl CIIOCOOHOCTH CHJETh, YBEIHMUEHHBIN
S3bIK POJOUTENIM 3aMeTWJIM B Bo3pacte 3 MecsneB. Ha ¢doHe TpaaumuoHHOM
peaOMINTAIMOHHONW TEpanmuK COCTOSHHE pebeHKa MeJUIEHHO yXyamanoch. IIpu
OCMOTpE BBISIBJICHBI CIIEIYIOIINE «MApKEPHbIE» NMPU3HAKK: 1U(Ddy3HAs MbILIEUHAS
TMIIOTOHMS, TUITOpEIIEKCH S, IBYCTOPOHHSIS ¢1a00CTh MBIIIIL JIMIA, TPUOTKPBITHIN
POT, CIIIOHOTEYEHHE, CHIXKEHUE MIIOTOYHOTO U HEOHOTO pedrekca, MaKporioccHs,
NICEBIOTUNEPTPOGUST HKPOHOKHBIX MBIIIL, aKPOLIMAaHO3, AUCTAHIIMOHHBIE XPUIIBL.
[Ipu pentrenorpapun u 9XO-KapAUOCKONHUH BBISBICHBI MPU3HAKU KapIUOMaTHH
U YTONIIIEHHWE CTEHOK JIEBOTO JKENyAOouKa (paHHee pa3BUTHE KapAHONaTuu
XapakTepHo A MHGaHTHIbHON (opmbl Oone3nu I[lommne). I'ematomeranuu He
BbIsIBIEHO. Ha  snekTpoHelipomMuorpaduu  OTMEHYAJIOCh  HE3HAYMTEIbHOE
noBelieHNe JuurtensHoctTh W ammumatyasl  [IJIJIE. Ilpu  maboparopubix
uccienoBaHusx BbisiBJIeHO moBeimieHUe ypoBHs ACT - mo 72 en/n, AJIT no 328
en/n — 3a cuet cuaapoma muonu3za. JIJIT 1256 — noswimenne, KOK noswimeno 10
2040 — Takoi ypoBeHb (hepMeHTa TaKkKe XapaKTepeH JJIs UH(AHTHILHONU (OPMBI
oonesan Ilomme. Takum oOpaszom, maboparopHas AUArHOCTHKA OJHO3HAYHO
yKa3bIBaJla Ha MBILLIEYHOE MOPaKEHUE.

PebGenky ObLTH TMPOBENEHBI CIEAYIONINE TEHETUYECKUE WCCIICIOBAHUS:
OTIpe/ielIeHNe aKTUBHOCTH (DEPMEHTOB B KPOBH PEOCHKA, BBISIBICHO CHIKCHHE
aKTUBHOCTH anb(a-D-rmoko3uasel, Mpu HOPMAILHOM YPOBHE aKTMBHOCTH OeTa-
D-mmoko3uaasel, W B MATHAX BBICYIICHHOW KPOBH akTUBHOCTH ajb(da-D-
TJIFOKO3UJa3bl  TaKXKeE 6LIJIa 3HAYUTCIIBHO CHH>KCHA. MGTOI[OM mpAaMoro
CEeKBECTHUPOBaHMS TMpoBeAcH aHanu3 TeHa GAA, BBISBICH OIWH MYTaHTHBIA



AJUIC]Ib, B TCTCPOZUTOTHOM COCTOSSHUU. ITonck BTOPOI'0O MYTAaHTHOI'O aJUICIIA 6y,ueT
nponomkeH. O0cienoBaHne IpoBoAKUIIOCH B taboparopun HEO MIHLI.

B teuenme 1-1 "2 wmecsneB mocie oOpamieHUs COCTOSIHHE peOCHKa
3HAYUTEIBHO YXYAIIMUJIOCh — Hapocia claboCTh CKEJIEeTHOM MYCKyJIaryphl,
OynbOapHbIe paccTpoiicTBa (peOCHOK HE TEepepBOPAYMBIICA, IUIOXO YAEPIKUBAI
rOJIOBY, mutajcs 4epe3 30HA). llodydan nedyeHue B OTIENCHUM MEAMIIMHCKOM
reHeTukd PJ/IKDB, rne KOHCHMIMYMOM YCTAQHOBJIEH OKOHYATENbHBIM JAUArHo3
«JlereneparuBHoe 3a0oeBaHe HEPBHOI cucTeMbl — 00s1e3Hb [lomme» u B HOsiOpe
2012 r (1 mecsill ¢ MOMEHT YCTaHOBJICHUS TIEPBUYHOIO JUATHO32) M0 KU3HEHHBIM
[OKa3aHUsM HauyaTta Teparus npenaparom «Maiio3aiim», KOTopas IpOBOIUTCS I10
HACTOsIIEe BPEMsI KaKJble JABE HEAEIU B MHIUBUIYAIbHO pacCUUTaHHOH no3e. B
Xolle JeibHeiero HabmoaeHus y peOeHKa BbISBICHBI aHTUTENA K Ipernapary
«Maiio3aiiMm», KOTOpbIE MOTYT CHU3UTh 3(PPEKTUBHOCTH €ro IMPUMEHEHHUS.
HccnenoBanue ypoBHsS aHTHUTEN MPOBOAWIOCH B 3apyOexHOU saboparopuu
Genzyme Clinical Spesialty Lab, 1 Mountain Road, Framingham, MA 01701-
9322 USA uepe3 COPEX, Folxstoneweg, 202, 1118 ZG Schipol, The Neverlands.

B Hacrosimmmii MOMEHT BO3pacT MajpdMKa 2 T 7 MECSIEB, COCTOSHHUE
peObeHKa €O 3HAYUTEIBHBIM YIY4YIICHHEM — €CT CaMOCTOSTEIBHO, He
MOTIEPXUBACTCSI, TOJIOBY JEPXKHUT XOpOILIO, VYAEpKHUBACT MO3y CHAS U Ha
YETBEPEHbKAX, 3HAYUTEIHHO YMEHBIIUIACH BBIPAKEHHOCTh MAKpPOIJIOCCHU U
MICEeBIOTHIEPTPOPUN UKPOHOKHBIX MBIIII. [[UTOCTAaTMKM M TOPMOHOTEpAUIO HA
HacTosiuii MoMeHT He noiydaeT. YpoBenb KOK, JIIAT, AJIT, ACT cymiecTBeHHO
HE CHUKAETCS

3akitoueHue: JUId  paHHeM JAMarHOCTHKM Op¢aHHBIX  3a00JeBaHUi
HE00XOMMO MMETh YETKOE MPEACTABIECHUE O KIMHUYECKOW KapTHHE OOJIe3HH.
OTO MO3BOJIAET BOCIOJIb30BAThCA AJITOPUTMOM T'€HETUYECKUX HCCIEIOBAHUM U
BOBpEMsl HauyaTb IPOBEJACHUE DSH3UM3AMECTUTEIBHOW TEPANMH, CHAacarolen
KH3HU ITaITMCHTOB.



