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Baenenue

Cunapom Perta — omHO 13 Hauboiee pacIpo-
CTpaHEHHBIX 3a00JIeBaHMUI B psIIy HACJIEACTBEHHBIX
(opM yMCTBEHHOI1 OTCTAJIOCTH Y JeBOYEK, Ha3BaH-
HOE T10 IMEHHU BIIEPBEIC €r0 OIMCABIIETO aBCTPUIi-
ckoro meauatpa AHapeaca Perra. B Hacrogiiee
BpeMsI HAKOIUIEHO JOCTATOYHO TOKA3aTeILCTB IeHe -
TUYECKOU ITpupoasl cuHapoMa Perra. Tak, marono-
TUsI BCTPEYaeTCsI IIOYTH MCKITIOUUTEILHO Y IeBOUYEK.
M3BecTHO HECKOIBKO ONMCAHHBIX CJTy4aeB BO3HUK-
HOBEHUsI CHHIpoMa PeTTa y MaJIb4MKOB.

JmarHocTrudeckue IIOMCKU cHHApoMma Perra
MOJDKHBI BKJIIOYATh CIIEAYIOIINE KPUTEPUM: Tede-
HUE TpPEeHATaJbHOIO M TEPMHATAJIBLHOTO IIepHOIa
0e3 OTKJIOHEHW, HOPMaJIbHYIO0 OKPYXKHOCTh T'OJIO-
BBI IPU POXIECHUN C MOCIECAYIOIINM 3aMeVICHUEM
pocCTa TOJIOBBI MeXAY 5 MecsliaMu U 4 rogaMu; To-
Tepsl IIPpUOOPETEHHBIX 1IeJIeHAIIPABICHHBIX IBIXKE-
HUI pyK B Bo3pacTe oT 6 10 30 Mecs1ieB, CBI3aHHYIO
MO0 BPEMEHM C HapylleHHeM OOIIeHUS; IIyOoKoe
MOBPEXICHNE SKCOPECCUBHON M HMMIIPECCUBHOM
peur u Tpybas 3amepkKa IICUXOMOTOPHOTO pa3BU-
THS, CTEPEOTUITHBIC OBYDKCHMSI PYK, HAIIOMUHAIO-
IIY¢ BbDKMMAaHUE, CTUCKUBAHUE, XJIONKHU, “MBIThe
pyK”, MOTHpaHUE, TOSBISIOLIMECS IOC]e IOoTepu
LeJIeHaNPaBICHHBIX ABIDKCHUI PYK; HapyIICHUS
MOXOIKHM (aIlpaKCUM M aTaKCHUM), BBISBIISIOIIECS
B Bo3pacTte 1 — 4 jet. B HacTos1ee BpeMsT METObI
TepareBTUYECKON KOPPEeKIUM JAHHOW ITaTOJIOTHH
KpaifHe OrpaHMYeHBl M CBOISATCS K CUMIITOMATH-
YECKUM CPEICTBAM.

ITox HamuMm HabIOAEHUEM COCTOUM 12 00JIb-
HBIX. Y OHOTO U3 HUX BIIEPBEIC B YKpanHE Haiime-
Ha Myrauust K286fs BHyTpy TpaHCKPUIILIMOHHOTO
JIOMEeHa.

IHenplo 1aHHOrO COOOLIEHMST SIBISIETCS  Je-
MOHCTpaLUs KJIMHUYECKOro HaOMI0IeHUsT peadu-
JMTanmu pedeHka ¢ cuHapoMoMm Pertra.

Marepuabl 1 METOAbI

Comaruueckue ucciaeJoBaHusl, KIMHUKO-TeHe-
aJlorn4yeckyre, CUHAPOMOJIOTUYECKUI aHaMHe3, 10-
MOJIHUTEIbHBIE METOABI 00CIeIOBAHNS.

Knunnyeckoe Ha0moneHne

B XCMI'LI HanpaBieH peObeHOK B Bo3pacTe 3
JIET B CBSI3M C 3alepKKOM CTaTO-KMHETHYECKOTO,
TICUXMIECKOTO Y PEUeBOT0 PA3BUTHSL.

Ha MOMeHT mocTyIieHIsT MMEeJINCh XKajlo0bl Ha
3aIEPKKY MHTEJIJICKTYaJIbHOTO M PEYEeBOTrO Pa3BU-
THSI, TIOBHIIIICHHYIO BO30YINMOCTb, Pa3IpakUTeIb-

HOCTh peOeHKa, OTCYTCTBHE HABBIKOB OMPSITHOCTH,
TMepUOANYECKIE TIPUCTYIIBI arpeccuu K cebe U oK-
PYKaroIIM, HaBI34YMBBIC OBIDKCHMSI PYK, IIEPHO-
MAYECKUE 3aMOPhI.

AnaMHe3 0Oone3Hu: Math cuuTaer pebeHKa
OOJIbHBIM C POXACHUS, KOrJa OTMedaslach MOBBI-
1IeHHast BO30yIMMOCTb, TIJIaKCUBOCTb, TOCTOSIHHBIE
3anopsl. Cocrosin Ha “J1” ydyeTe y HeBpoImaroJora.
B Bo3pacte 11 Mec., mocie nepeHeceHHON KuIey-
HOIl WH(PEKIUN, MCUYE3TIV HaBBIKM OIPSITHOCTH,
Y4acTUIMCh 3amophbl. B CBSI3U ¢ MOBBIIIIEHHON BO3-
OYIMMOCTBIO, 3aIepKKOI Pa3BUTHSI, HABSI3UUBBEIMU
JIBWXKEHUSMU PYK B Bo3pacTe 2 JieT KOHCYJIBTUPO-
BaH B ['JIb Ne5, roe ycTaHOBJIEH IUarHO3: CMHIPOM
TUTIEPBO3OYIMMOCTA Ha PE3UIyaIbHO OpraHudYec-
KoM ¢oHe. PexkomengoBaHo DuuuH, DKCTpakT
BasiepuaHbl, [lepceH. Tepanust 6e3 3HAYNUTETBHOTO
noJioxuresbHoro addexra. IIpu MOBTOpHON KOH-
CyJbTallMM B BO3pacTe 3 JIET YCTaHOBJIEH AWArHo3:
CUHAPOM THUITEPBO30YAMMOCTH, 3aJEepXKa pEYeBO-
ro pa3BuTus. Aytuam? C 3TUM IMarHo30M pedeHOK
obL1 HampaByieH B XCMI'LI.

AnamHe3 ku3HM. Poausics oT TpeTbeil Oepe-
MeHHOCTHU B cpoke 40 Henenb. Bec mpu poxaeHuun
3300 rp., poct 50 cM. Ha ecTrecTBEeHHOM BCKapMJIM-
BaHUM — 110 1,2 jieT. B aHaMHe3e —pecnupaTopHbIE,
KHIIeYHBIe MHPEKIINH.

KinnHuKo-reHealornyeckii  aHajaIu3 BBISIBUJ
OTSATOIIIEHHOCTb POJOCIOBHON MO CEepAEYHO-COCY-
JIMCTOI, OHKOJIOTUYECKOM ITaTOJIOTUU.

B denotune mpobaHma obpalaloT Ha cebs
BHMMaHWE 3aJepXKKa IICUXUYECKOTO pa3BUTHS,
HaBSI3UMBBIC ABIKEHHUS PYK, OJEIHOCTH KOX-

HBIX TTIOKPOBOB, MBIILIEYHAsI TUTIOTOHMS, IITUPOKOE
JINIIO, TUIIOTEJIOPU3M, TOJIyOble CKJIEPhI, IJIMHHBIN
(unBTp, KOPOTKad 1Ies, IMPOoKas rpyaHasl KJIeTKa,
OpaxuagaKTUIMS.

Puc. Denomun npobanda
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Bo Bpems mabmonenust B8 XCMI'Ll mpoBomu-

JIOCh 00C/IeIOBaHNUE:

+ Kapnorun — 46XY, 14pstk+, G-okpacka,
C-okpacka, 1% XpoOMOCOMHOI HECTaOMIIBHOC-
TH.

+  TCX aMMHOKMHCJIOT KPOBH — HOpMOTpaMMa;

+  TCX yrieBomoB KpOBH — HOPMOIPaMMa;

*  buoxumnueckuit anamus kposu (10.06.07) —
kanpuuit 2,05 MMmonb/n (N=2,2-2,7 MMoJib/n),
menoyHast ¢ocdarasza — 280,7 En/m (N 120-
275), obmmii ounupyouH — 22,0 Mxmonb/1 (N
1o 20,5), octalbHbIE IIOKa3aTeau B Ipeaeiax
(pM3MOTOrNIECKO HOPMBL.

»  Xnopunbl nota — 28,9 mmonb/n (N 1o 40)

*  HWccaegoBaHue aMMHOKHUCIOT MeTtogoM Piko-
Tag — moka3aTenu B mmpenesiax HOPMEI.

* AOGmoMuHaabHas 3xorpadus: yMepeHHbIe Tud-
(y3HBIC M3MEHEHMS ITapeHXUMEI edeHn. BoI-
paXeHHbIe MPU3HAKU XOJELHUCTOXOJAHIUTA,
naHkpearonatuu. MeTabonnyecKue H3MeHe-
HUS B IOYKaX, YMEPEeHHBI ypocTas

*  HWccaegoanue noiaumopdusma TeHOB dep-
MeHTOB ¢omatHoro nukina (MTHFR 667 C/T
u MTRR 66 A/G) —o6HapyxeH MoIUMOpOU3M
MTHEFR 677 TT, MTRR AG.

Ha ocHoBaHMM xXa100, JaHHBIX aHAMHE3a, KJTU -
HUKO-TeHEeaJOrMyeCcKoro aHajam3a, O0CoOeHHOCTei
(peHOTHINA, JAHHBIX HEBPOJOTMYECKOrO CTaryca W
pe3yJIbTaTOB JOIMOJHUTEIbHBIX METOIOB UCCAEA0BA-
HUS YCTAaHOBJIEH IMarHo3: cuHapoMm PeTTta Ha poHe
JeduluTa MeTWIEHTeTparuapodoaaTpeayKTasbl
(HapylleHre METUTUPOBaHMS ). XPOMOCOMHBIN MO-
JUMOp(hU3M. DNUreHeTUYeCKasi 00JIe3Hb.

Hasnayena tepanus — Butamun B, mo 0,5 Tab.
2 pa3 B 1eHb, @osmeBast Kc1oTa 1o 1 Mr B aeHb, [1o-
JIMBUTaMUHBI “ Mynsru—Ta0c” o 1 1ad. 2 pa3a B IeHb.

Ha ¢one mpoBomumoii Tepanmmu oTMedanach
MOJIOXKUTEJIbHAS AMHAMMKA - PEOCHOK CTaJI CITOKOM -
Hee, 0oJiee BHUMATEIbHBIM, JIYYIlle BOCIIPMHUMACT
00pallleHHYIO K HEMY peub, YBEJIMIWIICS CIIOBAaPHBIIA
3arrac, 3HaYUTEJIbHO YMEHBIINIIACH CTEPEOTUIINS.

BoiBog,

TakuM oOpa3zoM, TNpaBuibHAs MHTEpPIIpeTaLUs
KIIMHNYECKNX U OMOXUMMNYECKIUX JaHHBIX ITO3BOJISI-
€T OCYLIECTBUTh CBOEBPEMEHHYIO JUATHOCTUKY Ha-
CJIeICTBEHHOI MaTOJOTUY U pa3pabdoTaTh KOMILJIEKC
peadMIMTAaLlMOHHBIX MEPOIIPUSITUNA, CHU3UTh UHBA-
Juau3aluio ojgarogapsi UHAUBUAYATBHOU KOppeK-
LUU.




