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AHHOTALIUS

Onunentuyeckue 3HuedanonaTHi paHHEro JETCKOro BO3pacTa SBISIOTCS OJHUMHU U3 Haubolee 3HAUYMMbIX NPOOJIeM COBPEMEHHOW AETCKOM
HeBposoruy. OHU XapaKkTepU3yIOTCsS PAHHUM ACOI0TOM SIUICTITHYECKUX NPUCTYNOB U 3HAYUTEIIBHBIM OTCTABAHHEM IICUXOMOTOPHOI'O Pa3BUTHS.

OnHuM U3 peaxux 3ab0seBaHuil, OTHOCAIINXCS K JaHHOW T'PyIINE, SBISIETCS CUHAPOM AWKapIH, XapakTepU3YIOLINIACS COUCTaHUEM areHe3HU
MO30JIMCTOr0 TeNa, HHGAHTUIBHBIX CHa3MOB M O(TaIbMOJIOTHUECKHX aHOManii. HecMOTpst Ha pelIKoCTh MaToNIOrHy, e€ U3y4eHUe NPEACTABILICT
3HAYMUTENBHBIA HAay4HBIH HHTEPEC, OCOOCHHO B YCIIOBHSX OIPaHHYCHHOTO KOJMYECTBA OIMCAHHBIX KIMHUYECKUX HaOmoneHuil B PecryOimke
V36ekucra.

KiroueBbie cjioBa: cuHipoM Afikapau, WH(GAHTHIBHBIC CIa3Mbl, arcHE3Ms MO30JIMCTOTO Tela, SIWICNITHYecKas OSHuedanonartus,
MHKpoLedaus.

Shamansurov Shaanvar Shamuradovich

Jakhongir Muzaffarovich Okhunbaev

Nilufar Markhamatovna Ziyamukhamedova

Center for the Development of Professional Qualifications of Medical
Workers under the Ministry of Health of the Republic of Uzbekistan

CLINICAL CASE: AICARDI SYNDROME IN A MALE CHILD
ANNOTATION

Early childhood epileptic encephalopathies are among the most significant challenges in modern pediatric neurology. They are characterized
by early onset of epileptic seizures and may contribute progressive psychomotor disfunction.

Aicardi syndrome is one of the rare genetic disorder, which is characterized by a triad of symptoms: corpus callosum agenesis, infantile spasms
and ophthalmological abnormalities. Despite the rarity of this condition, its study is of considerable scientific interest, particularly in the context of
the limited number of reported clinical cases in the Republic of Uzbekistan

Keywords: Aicardi syndrome, infantile spasms, corpus callosum agenesis, epileptic encephalopathy, microcephaly.

Ilamancyposa lllaansap lllamypagoBuyu

Oxyno6aes Kaxourup My3saddaposnu

3usamyxamenosa Huiygap MapxamaToBHa,

V36exucron Pecrry6muxac COFMUKHY CAKIAII BA3UPIIUTH Xy3yPHIATH
Tu60uéT X0aUMIIApHMHUHT KacOMH MalaKaCHHN PUBOKJIAHTUPHII MApKa3H

AMAJIMETIAH MUACOJI: YFIUJT BOJIAIA AUKAPIU CUHIPOMUA
AHHOTALUA

Bonanuk aBpu SHuMIenTHK SHIEdanonaTHsiapy 3aMOHaBHI Oonanap HEBPOJIOTHACHHUHT 9HT Joi3ap0 MyaMMoapuaaH OUpH XUcoOIaHaIu.
VYapra snuIenTyK XypysKIapHUHT 3pTa OOIUIaHUIIHN Ba ICHXOMOTOP PUBOXKIIAHHUIITHUHT CE3WIAPIIH Aapaka a OpKaga KOJIHIIN XOC.

Atikapay cuApoMHE ymiOy rypyxra KHpyBYH KaM ydpaianran KacaIMKIapgaH Oupu 6ymu0, yHra MUSHUHT KaJIOKCUMOH TaHACH areHe3usIcH,
uHGbAHTIT CHa3MiIap Ba o()TaIbMOIOTHK HYKCORIAP OMPraquKia Ky3aTHIHIIN Xoc. IlaTonorusnunr, aiinnkca Y36exucron Pecry6nukacuna kam
ydpaluura Kapamai, KIMHUK X0JaTIap KaM EpUTHIraH MapoOUTa, YHH YPraHUIl KaTTa WIMUN aXaMUATIa ora,.

Kaawur cy3nap: Aiikapau CHHApOMH, MH(AHTHII clia3MiIap, MUs KaZOKCUMOH TaHACH areHEe3HsCH, STIMIICTITHK dHIIedanonaTus, MUKpouedaus.

Heas wuccaepoBanmsi. Ilenbio  uccienoBaHust — sBISIETCS Y peOEHKA MY)KCKOTO MOJIa C COMOCTABICHUEM HOJYUCHHBIX JTAHHBIX C
KOMIUICKCHBIN KJIMHUKO-HEBPOJIOTMYECKUI U COBPEMEHHBIMH MEXKIyHAPOIHBIMU ITyOIHKAIIIMH.
HEHPOBU3YaIH3aI[MOHHbII aHAJIM3 PEJIKOT0 CIydasi CHHIpoMa AKapan CoBpeMeHHbIe IPeACTABJIeHUS 0 CHHIpPOMe Alikapau
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CungpoMm Aiikapam — peakoe BpoxIEHHOE 3aboJeBaHUE,
Brepseie ormcannoe J. Aicardi B 1965 romy. PacnpocTpaHéHHOCTH
orneHuBaercss npuMmepHo kak 1:100 000 HOBOPOXKAEHHBIX EBOYEK.
3aboneBaHue  cyMTaercs ~ X-CLCIUICHHBIM  JIOMUHAHTHBIM M
MPEIOI0KUTEIBHO JIETAJIbHBIM U1 9MOPHOHOB MYIXKCKOTO II0JIa
(46,XY).

OnucaHHbIe Cly4ad Y Majb4UKOB CBS3BIBAIOT C MO3AHIM3MOM,
MOCT3UTOTHYECKUMH MyTarusaMu oo xkapuotunom 47,XXY. (1)

Knaccnyeckasi Tpuaga xapakrepHasi ISl 3TOr0 CHHIpPoOMa:
1. AreHe3ust MO30JIUCTOrO TeIa
2. NudaHTwibHbIE CIIa3MbI
3. XopuOpeTHHAIbHBIC JIAKYHBI
OnHaKo KIMHUYECKUH CHEKTP 3a00JIeBaHUs 3HAUUTEIBHO IIHPE.
JInst GOJBIIMHCTBA TALIMEHTOB C 3TUM CHHAPOMOM, XapaKTePHBI:
+* BBIP@KEHHAS 3a/IEPKKA IICHXOMOTOPHOTO Pa3BUTHS,
+ Mukpouedanms,
+% cracTHYecKumii TeTpanapes,
+* TSOKENAS MHTEJUIEKTYAITbHAS HEIOCTATOYHOCT,
+* 0pTANBEMOJIOTHYECKUE HAPYIIEHNS (XOPUOPETUHAIBHBIE JIAKYHBI,
aTpoQus 3pUTEIILHOTO HEPBa)
+ pannuii 1e610T SmMIencuy (00bYHO 10 1 roga).

Onunencust HepeIko HOCHT (papMaKOpe3UCTeHTHBIN xapakrep. Ha
D3I perucTpupyercst TUICAPUTMHS WK ©€ MOAUGUIHUPOBAHHBIE
BapHaHTHI.

Ilarorenes

[TaToreneruyeckass OCHOBa 3a00JIEBaHMS CBSI3aHA C HapyLICHHEM
(hopMHUpPOBaHHUA KOMHCCYPaJbHBIX IyTEH (areHe3ws MO30JIUCTOTO
Tena), KOPTUKAIGHOW JIAMHHAIIMH, MPOLECCOB HEWPOHAIBHOU
MHIPALIH, COCYUCTOTO Pa3BUTHS CETYATKH.

dopmupoBaHre aHOMaNMH TPOUCXOMUT Ha 4-8 Henmene

recTaliy, 4ro  OOBSCHSET  COYECTAaHHME  CTPYKTYpHBIX U
0(TaIBMOJIOTHYECKHX HAPYIICHUI.
IIporuos

IIporHo3 3a60/1eBaHus oNpeesieTcs:

+* CTETEHBIO CTPYKTYPHBIX AHOMAIIHH MO3Ta,

+* BBEIPAKEHHOCTHIO DIUIIENTHIECKOH dHIe(anonaTumy,

+ HanuuueM Mukpouedatuu,

+% IJ1yOUHOM JIBMTaTENIbHBIX HAPYLICHHIA.
He0naronpusiTHBIMM ~ NPOTrHOCTHYECKUMH
SIBJISIIOTCA:

+* TIOJTHAS ATEHE3MST MO30JIMCTOTO TENA,

+* paHHUMI N1eGIOT MH(PAHTHIIBHBIX CIIA3MOB,

¢ TSOKENAS KOPTHKAIIBHAS TUCTUTA3HS,

+¢ HApyIIEHWe JBUTATENBHBIX (YHKIMH MO KIACCH()MKAIIMOHHOMN
cucreme - Gross Motor Function Classification System (cucrema
KkIaccu(pUKaNUK KPymHOit MOTOpHO# byHKImK) V-V crenenu

NpU3HAKaAMU

Y OonmpmIMCTBA TAIMEHTOB  BBIIBISICTCS  BBIPAXKEHHAS
HHTEJUIEKTYyallbHAsl HEZOCTaTOYHOCTh. KOHTpONb MpHCTYHOB
3aTpyaHEH, a  JBUTaTENbHBIC  HAPYIICHUS  COXPAHSIOTCS
MOXHU3HEHHO.

Kiununveckwuii ciryqaii
[Nammenr — wmanpuuk, B Bo3pacTe 18 wmecsaue. Pomurenn

o0paTWinch ¢ kanobamMu Ha 3aJep)KKy IMCHXOMOTOPHOTO pPa3BUTHUS,
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OTCYTCTBHE ()OPMHUPOBAHUS JBUTATEIBHBIX HABBIKOB, SIIICITHICCKIE
MIPUCTYTIBI, CHIKEHHE 3PSHUSI U TPYJHOCTH HPH TII0TaHHUN.

IlepuHaTajbHBIA aHAMHE3

Pe6EnOK OT TpeTheli 6epeMEeHHOCTH, TPETHUX POAOB Y COMaTHUECKH
310poBbIX poauTenedl. Co clI0B Marepy, BO BTOPOM TpPHMECTpe
OCpEeMEHHOCTH MaTh MEpPEHeCNa TSKEIYI0 BHPYCHYIO HH(QEKIHMIO.
JIaHHBIX O BO3JECHCTBUHM TEPAaTOTE€HHBIX (AKTOPOB, AJIKOTOJNS WIIH
MEJMKaMEHTOB C JIOKa3aHHBIM 3MOpPHOTOKCHYECKUM dS((deKToM He
MOTy4YeHO.

Ponp! nmpexaeBpeMeHHbIe — Ha cpoke 32 HeJleIH recTalu, IyTéM
KecapeBa CEUEHIs M0 aKyIIepcKuM IOKaszaHusIM. Macca Tenma mpu
poxaenun — 1900 T, poct — 44 cM, OKpY>KHOCTb TOJIOBEI — 29 cM.
Ouenka mo mkane Amrap — 6/7 GamioB. HeoHaranbHblil mepron
COIIPOBOJKAANICSI MIPOSBICHUSAMH JbIXaTeIbHOW HEJOCTATOUYHOCTH U
MOTpeOOBaNl IIUTEIHHOTO HAOIIONCHUSI B CTALMOHAPHBIX YCIOBHSX.
Pe6Enok Obin BeImmcaH momoit Ha 40-¢ cyTku >xu3HH. CeMeWHbII
aHaMHE3 II0 OSNWICNCHH, BPOXKACHHBIM aHOMAIUAM pPa3BUTHS U
HaCJIeCTBEHHBIM 3a001€BaHMSIM HE OTATOMIEH.

IIcuxomoTopHoe pa3BUTHE

C paHHEro BoO3pacTa OTMEYAJIOCh BBIPAKCHHOE OTCTABAHUE
TICUXOMOTOPHOTO pa3BuTHs. K 6 Mecsiam cran yaepKuBaTh TOJIOBY, K
12 mecsimiam nepeBopaunBathcs. [IpopessiBanue 3y00B Ha4aI0Ch MOCIIE
18 mecsteB.

Je6roT anuaencun: B Bo3pacre 12 Mecs1eB MOSIBIIINCH TPUCTYIIHI,
B BHJI€ CEPUHHBIX HHGAHTHIBHBIX CIIa3MOB, IPEUMYIIECTBEHHO IIOCIIE
poOYKICHUS, YACTOTOW— 10 HECKOJIBKUX CEPHI B CYTKH.

HespoJiornyeckuii craTyc Npu NOCTyNJIeHUH

Co3HaHHE SICHOE, OJHAKO KOHTAKT C MAaIMEHTOM CYIIECTBEHHO
orpaHH4eH. AKTHUBHOTO B3aHMOJEHCTBHA C OKDYXXAIOIIUMU HE
oTMeuaeTca. Peakuus Ha oOpaméHHYIO pedb CHIDKEHA, MPOSBISETCS
KPaTKOBPEMEHHOM OpHEHTHPOBOYHOM peakiueil Ha roynoc. Buumanue
HEeCTOiKoe. BbIpakeHHOE  CHIDKCHHE  3pUTEIBHON  (DYHKIWMH,
3pUTenbHAs (DUKCAIMA W PEaKnIuH Ha 3PUTENbHBIE CTUMYJIBI
OTCYTCTBYIOT; OTCYTCTBYET YCTOM4MBas (pUKcanus B3IJLiAa, PEOSHOK
HE y3HAET pOAUTENEH, peyeBble HABBIKU OTCYTCTBYIOT.

[IpousBonbHBIC IBMKEHHS PE3KO OrpaHIUYeHBL. PeOEHOK He cuauT,
HE CTOHT, HE XOAUT. MBIIIEUHbII TOHYC HOBBIIIEH, [0 CHACTHIECKOMY
tuny. CyxOXWIbHbIE pe(IIeKChl IMOBBIMICHbI, aHU30Pe(ICKCHs.
[NaTronmornueckue CTOMHBIE 3HAKH MOJIOKHUTEIBHBI C 00EHNX CTOPOH.

OKpYKHOCTb F0JIOBBI 44 CM, YTO COOTBETCTBYET MHKpOLEhaIiu.

BynbOapHble HapyuieHuss B BHAC AUC(haruy, MPOSBIIOLICHCS
3aTpyIHEHUEM TJIOTaHUs, IpU NpUEME TBEPIOM MUIIIH.

Ha ria3HoM aHe ABYCTOPOHHSS aTpous AUCKOB 3PHUTEIBHBIX
HEPBOB
DaekTpodHuedanorpapus
Ha Buneo-29I-monutopunre: (Puc.1, Puc.2)

(bparmMeHTbl MOIU(HULPOBAHHOI TUIICAPUTMHH,
BBIpQKCHHAsT Je30praHn3anus (OHOBOW OHOAIEKTPHUUCCKOM

X3

S

X3

S

aKTHBHOCTH,

%  BBICOKOAMIUTHTYIHBIE NETBTA-BOJHEI,

“*  MHOXECTBEHHBIE MYyJIbTU(OKAIBHBIC SnuIenTU(GOpPMHBIC
paspsizsl,

" MEXIIOIyIIapHasi aCHMMETPHS.
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HeiipoBusyajusanus ® [pU3HAKM  KOPTUKAIGHOW  JWUCIUIA3MH € HapyLICHHEM
Ha MPT romnosHoro mosra: (Puc.3) KOPTHKAJILHOM JIAMUHALVH,
¢ TIOJNHAS arcHe3us MO30IHUCTOro T, ® BEpOSTHBIE YYAaCTKM MOJMMHUKPOTHPHUM B  JIOOHO-TEMEHHBIX
® xapakTepHas KOHGUrypaiys OOKOBBIX KEJIYA0YKOB 10 THILy «bat- oTJeTax.
Wwing», BBIpaXCHHAsI BEHTPHUKYJIOMET alus ITosry4eHHbIe W3MEHEHHMSI CBUJICTEIBCTBYIOT O HAPYLICHHH PaHHUX

®  acHUMMETpUA NOJIyIIApUi FTOJOBHOIO MO3Ta 9TarnoB KOPTUKAJIBHOI'0 PA3BUTHAL.

Puc.3
Juddepenuuansuas gmarnocruka (Tab.1)

Tab.1
3aboJieBaHne OCHOBHbIE TMATHOCTHYECKHE NPU3HAKH Oco0eHHOCTH B NPeICTABICHHOM CJIydae
M3onupoBanHasi areHe3ust | OTcyTcTBHE  MO30IHMCTOTO  Tena  0e3 | BwipakeHnas KOPTHUKAJIbHAsI JMCIUIa3Hs,
MO30/IMCTOrO Tesa BBIPAXEHHBIX KOPTHKaJbHBIX | TsDKENMas OSMUIeNTHYecKas sHuedanomatus u

Manb(GOpMaIii; BO3MOXEH OTHOCHTEIBHO | MHUKpoIe(anus HCKIIOYAIOT H30JHMPOBAHHYIO
COXPaHHBIH HHTEIJIEKT dopmy
Cunapom Aiikapau— | Ilporpeccupyromas sauedanonarus, | Kampuudukarsl u MpU3HAKA BOCHIAIHTEIBHOTO
I'yrbeppec BHYTPHYEPETHbIC KaTbIM(DHUKATHI, IPU3HAKH | MPOLECCa OTCYTCTBYIOT
XPOHHYECKOTO BOCHATICHHS
Cunapom Jlenau—Yoxepa l'mmomnasust win anasus 4epsst Mokeuka, | CTPyKTypsl MO3Kedka Oe3 aHOMalui, Kucra
KHCTa 33JIHEN YepEenHON IMKU 3a/IHEN YepenHOM SIMKHU HE BbIBIEHA
I'eneruyeckue Pannsist hapmakopesucrenTHas smwiencus | Hamuume momHOM areHe3un MO3OJIHCTOrO Tela U
3NuJIenTHYecKue 6e3 XapakTepHOi KOMHCCYpPaJbHOH | THIMYHBIX HEHPOBHU3YaTU3aI[IOHHBIX IIPU3HAKOB
snuedanonmarun  (CDKLD5, | anomanuu
ARX u 1p.)
Ha ocHOBe BBIIIEH3I0KEHHBIX JKaJI00, KIMHUKO-HEBPOIOTHUECKHUX [NanmenTy Ha3HAaYeHAa KOMOMHHPOBAHHAS IPOTUBOSIIIICITHIECKAS
U HMHCTPYMCHTIBHBIX [AaHHBIX, NPOBEIACHHON nu(depeHInaIbHOl  Tepamnus: BaJblpoaT HATPUS U JICBETUpALIETAM
JIMAaTHOCTHKK - peOCHKY OBLT BBICTABIEH AMArHO3: JIIJICNTHYECKAas Ha ¢one neueHnss OTMEYEHO YACTHYHOE CHIDKEHHE YacCTOTHI
SHIE(ATIONATHs PAHHETO JIETCKOTO BO3PacTa. MPUCTYTIOB, OFHAKO MOJHOTO KOHTPOJS IIPUCTYNOB IOCTHYL HE

Tepamm U JMHAMHUKA
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YIaJloCh,  UTO SMUIENTUIECKON
SHIIe(haTOTIaTHH.

I'eneTnyeckoe 00c1eroBaHNe

[NanueHnTy MpoBeeHO UTOreHETHIECKOEe UCCIICA0BAaHNE METOIOM
CTaHIAPTHOTO KapHOTHUITUPOBAaHMS JUMGOIMTOB TMepUDepHUIECKOi
kpoBu. [lo pe3ynbratam aHain3a yCTaHOBIEH HOPMAJIbHBINA MY>KCKOM
kapuotun — 46,XY. Tlpu uccnenoBanuu 23 map XpoMOCOM YHCIIOBBIC
U CTPYKTYpHBIE XPOMOCOMHBEIC abeppallid He BBIABICHBI (puc. 4).
[lomyueHHsle fAaHHBIC CBHUAETENBLCTBYIOT 00 OTCYTCTBHH TIpyOBIX

ABJACTCA  XapaKTCPHBIM 1A

XPOMOCOMHBIX aHOManuil. BbIsIBI€HHE HOPMAIBLHOIO KapHUOTHIIA
46,XY y mamyieHTa MY»CKOro IOJja MPeICTaBIsIeT 0COOBI MHTEpec,
YUYUTBIBas MpeAnojaraeMblii X-CUEIICHHbIN JOMUHAHTHBIN XapakTep
cuHIpoMa AUKapIm.

B nanHOM ciyyae OTCYTCTBHE XPOMOCOMHBIX —HapyLICHUMN
MO3BOJISIET TPEIIONOKNTh AITBTEPHATUBHBIE MEXAHU3MBI Pa3BUTHS
3a00JIeBaHus, BKIIOYAs COMATHUECKUI MO3AMIM3M WM MyTaIud, HE
BBIIBIIIEMBIE CTaHJAPTHBIM IIUTOT €HETHIECKUM METOIOM.
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3ak/I0ueHne COMAaTHYeCKHH MO3aMIM3M WIM MYTallid, HE BBIIBISEMBIC
[IpencraBneHHbIl  KIMHUYECKUH  Clydyall — XapakTepu3yercss  CTaHAAPTHBIMHU LIUTOTEHETHUYECKUMH METOJIaMHU.
COYETAHHWEM IMOJIHOW areHe3WH MO30JUCTOr0 Tena, HH(pAHTHIBHBIX [IpencraBnenHbIit ciyyait NoT4EPKUBAET KJIIMHUYECKYIO

cnasMoB € MOIU(UIMPOBAHHON THICApUTMHUEH, MHUKpoledanuy,
BBIDQKCHHOH KOPTUKAIBHOW IHUCIUIA3UM M aTPO(GHH 3PUTENIBHBIX
HEPBOB, YTO IO3BOJSIET C BBICOKOH CTENCHBIO BEPOSITHOCTH
paccMarpuBaTh JUArHO3 CUHIPOMa AHKapau y JaHHOTO MAIMEHTA.
Oco0y10 Hay4yHyI0 3HAYMMOCTH HAOMIOAEHMIO NMPHUAAET MY>KCKOM
T0JI TIAITUEHTAa B COYCTAHUH C HOPMAIbHBIM KapuoTunoM 46,XY, uro He
COOTBETCTBYET KJIACCHYCCKHM IIPE/ICTABICHUAM O X-CLEIUICHHOM
JIOMUHaHTHOM XapakTepe 3a00JIeBaHMsA M YKa3bIBacT Ha BO3MOXKHOE
ydacTHe aJlbTePHATHBHBIX T'EHETHYECKMX MEXaHM3MOB, BKIJIIOYAs

Jlutepartypa

3HAQYMMOCTh PAHHETO BBISBICHHS CTPYKTYPHBIX aHOMAJIHH T'OJIOBHOTO
Mo3ra y feTeil ¢ "HGaHTUIBLHBIMU CHIa3MaMH, a TaKXKe He0OXOAUMOCTb
KOMIUIEKCHOTO MEXIUCIUIUTMHAPHOTO TIOAX0Ja C 00s3aTeNbHBIM
MPOBEICHIEM  HEHPOBU3yaJIH3alMU H T€HETHYECKOr0 00CIEI0BAHMS.

Haxomnenne u aHanu3 MONOOHBIX KIMHUYECKUX HAOIIONCHUH
CHOCOOCTBYET pACIIMPEHHIO MPEICTABICHUH O (PEHOTHITHYESCKOM
BapualEeNbHOCTH  CHHApOMa AWKapad ¥ YTOYHEHHIO  €ro
MAaTOr€HEeTUYECKUX MEXaHU3MOB.
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