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Aeenesus mosonucmoeo meaa (AMT) obHapyxcugaemcs npu yepeGpanbhbix duceene3usx, AcCOYUUPOBAHHBIX ¢ PAUMHBLMY HacaedcmeenHbiMu cundpomamy. Ona
MPAoUUUOHHO NOOPA30eASeMCs Ha MOMAALHYIO (OMCYMCMBYIOM KOMUCCYPAAbHble 80A0KHA) U NAPYUAALHYIO (A2eHe3Us POCMPAAbHbIX U KaYOaibHbIX 0MO0es08
mozonucmoeo meaa). AMT modicem ecmpeamvcs U30AUPOBAHHO UAL 8 COMEMAHUY ¢ OPYeUMU NOPOKAMU PA3GUMUS 201061020 Mo3ed. H30auposanHbie Hapyule-
HUSL MO30AUCIN020 MeAa KAUHUMECKU MOZYM He NPOSGASMbCS, MO 3HAUUMEAbHO 3ampYOHsem ceoespeMenHyio duaeHocmuky darroil namosoeuu. Hanuue AMT
Mooicem Gbimb HOOMEEPIHCOeHO OGHHBIMU PA3AUYMHBIX MEMO0008 HelposU3yatU3aUUY, 6KAIOHAS NPEHAMAAbHOE YAbMPA36YK080e UCCAC008aHIUE 20108HO20 MO32d.
B nacmosweti cmamve npusedenvi 0a cobcmeeHHbix KaunuMeckux Hadarodenus nauuernmos ¢ AMT, accouuuposartoii ¢ HacaedcmeerHbiMU cundpomamy. B oonom
cAyuae UMeA0 MeCHO OMHOCUMeAbHO 0/1a20npUsmHoe meveHue 3a001e6aHUs, 8 0py20M — ORUCAHA MANCeAds MAGOCHYECKAs hopMa ¢ AemanbHbiM UCX00oM, ¢ Hped-
cmasneruem 0emanbHbix OaHHbIX AyMoncuu u Mopgoaoeuteckoeo uccaedosanus mosed. Ocoboe sHUMAHIUE YOeAeHO 6ONPOCAM AHAAU3A KAUHUMECKUX (DeHOMUNOS,
RPUXICU3HEHHOIL U NOCIMOPIMAAbHOL QUazHOCTUKe 0Ae3HU.
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Agenesis of the corpus callosum (ACC) is detected in patients with cerebral dysgenesis associated with various hereditary syndromes. It is conventionally
subdivided into total (the absence of commissural fibers) and partial (agenesis of the rostral and caudal areas of the corpus callosum) ACC. The disorder
can either be individual or associated with other developmental brain malformations. Isolated pathologies of the corpus callosum can be clinically occult,
thus significantly impeding diagnosis of this pathology. AAC can be verified using various neuroimaging data, including fetal brain ultrasonography. In this
study, we report two cases of patients with ACC associated with hereditary syndromes from our own clinical experience. In one case, the course of the disease
was relatively favorable. The severe infantile form with fatal outcome is reported in the second case. The detailed autopsy data and results of morphological
examination of the brain are presented. Special attention is paid to the issues associated with analysis of clinical phenotypes, as well as lifetime and postmortem
diagnosis of the disease.
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Beenenne ToTanbHYI0 AMT (OTCYTCTBYIOT KOMHCCYPaJbHbIE BOJOKHA)

u napuuanbHyto AMT (areHe3ust poCTpabHbIX U KayAaJlbHbIX
Moszomuctoe Teno (MT) aBisieTcs caMoil KpyITHOI KOMHUCCY- otnenoB MT). B coBpeMeHHON MEIWITMHCKON JHMTEpaType
panbHolicniaiikoiiMo3ra. AreHe3usMo3osucrororena(AMT) — napuuanibHylo AMT Hepenko HasbiBaloT AaucreHesueir MT,
XOpOIIIO M3BEeCTHAs LiepeOpanbHas aHOMAIUS Pa3BUTHS — OIHAKO KOPpPEeKTHEEe MCIOJIh30BATh TEPMUH <«ITaplHalbHas
MpeacTaBisieT co00il OTCYTCTBUE COSAMHEHMS] MEXAY IBYMs areHesust MT» [1].

nosymiapusMu Mosra. B Hacrosiiiee Bpemsi BepubULMPYIOT
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KIMHUYECKWA PA3BOP

B cBs13u ¢ oTCyTCTBHEM MOCTOBEPHOIN MH(DOPMAIIUI O PACIIPO-
crtpaHeHHOCTH AMT 10BOJIBHO CJIOXHO YCTAHOBUTH UCTUHHYIO
YacTOTy BCTPEYaeMOCTH HacIeACTBeHHBIX cmHIpoMoB (HC),
conpoBoxnatommxcs: hopmupoBanueM AMT. JluarHocTrka 3a-
TPYMHSETCST HECTIEM(PUIHOCTHIO KIMHUYECKUX CUMITTOMOB Ha
PaHHMX CTaoMsIX 3a00JIeBaHMS U HATMYMEM aTUITMYHBIX (hOpM
3abonepanust. Yacrora AMT coctasnster 0,3—0,7% B o0mieii mo-
Tynsin 1 2—3% Cpeivt MHBATMIOB C YMCTBEHHOI OTCTATIOCTHIO
[1, 2]. AMT moxet BcTpeuatbes pu HC ¢ ayTocoMHO-I0MMU-
HAHTHBIM, ayTOCOMHO-PELECCUBHBIM I X-CLEIUICHHBIM TH-
namu HacienoBaHus |3, 4]. C. Schell-Apacik u coasr. [3] omu-
cami AMT y 29% maiieHTOB ¢ YCTAHOBIEHHOM TreHeTHYECKOM
naronorueii. CymecTByet 6onmbioe pazHooopasue HC, acconm-
upoBaHHbIX ¢ AMT, BKTI0Yast popMbl ¢ TOUKOBBIMU MyTaLISIMU
B peaKux reHax [3, 6], CI0XHbIE LIUTOTeHETUYECKME CHHIPOMBI
[7], MmutoxoHapuanbHble Oone3Hu [8]. AMT omucaHa mpu Ha-
CIIEICTBEHHBIX META0OMMICCKHUX 3a00jIeBaHUAX [9], Ooes3HH
[enTtunrrona [10] u gpyrux HacnencTBeHHbIX cuHapoMax [11].

BbonbmmuctBo HC, accoumumpoBanHbix ¢ AMT, aBnsiorcs
MYJIBTHCUCTeMHBIMU. HeBpostornueckue mposiBIeHNs y Taln-
eHToB ¢ AMT, o0ycioBieHbl MPEeUMYLIECTBEHHO COITYTCTBY-
olIed 11epeOpaIbHOM MaTOJOTKEH, Cyyau M30JMPOBAHHOM
TIATOJIOTHH MPAaKTHICCKN OeCCUMITOMHBL. B clyJasix couetaH-
Horo mopaxeHus AMT npubausutensHo B 35—40% obOHapy-
KeHbl aBuUratebHble HapyieHus [12]. [To muenuto S. Santo
[13], 3amep:xKa MCMXOMOTOPHOTO PA3BUTUA Y JeTell paHHEro
Bo3pacta ¢ AMT cocrasnser okono 25—-30%. Cpenyu mapok-
CH3MaJIbHBIX HEBPOJOTMIECKUX MPOSBICHUIA y JAeTeil IepBo-
r0 rofia XW3HM JTOMUHUPYIOT MJaleHYeckue cymoporu [14].
M. Bedeschi u coasr. [15] uccnenosanu 63 cnydas AMT B co-
YeTaHWM C HEBPOJOTMUESCKUMU PACcCTPOUCTBAMU (YMCTBEHHAS
OTCTAJIOCTD PA3TMYHON CTETIEHN 1 STIMIIETICHST) , CPEIN KOTOPHIX
y 33% nauyenTos Obut moarsepxaeH HC.

KT/MPT-npuznaku AMT BKIIOYAOT: HATMIKE MEXITOMYIIIap-
HOI1 KMCThI, cMelleHue BBepx pacuuperHoro I xenxynouka u
crienuduyeckue U3MeHeHUss GOpMBbI Tel OOKOBBIX XeTyl04u-
KOB — TaK Ha3bIBaeMBbIil CUMIITOM «yXxBaTa» [16]. IIpeHarais-
Hag MPT Haubonee 1ocToBepHO MOATBEpKAAeT Hauure AMT
mioga [17], moctHatanbHasgs MPT obnagaet mpeumyllecTBOM B
nuddepeHIMalMy COMYTCTBYIONIMX BPOXICHHBIX LIepedpab-
HBIX aHOManuit pa3Butud [18].

Cneunduueckoe neueHre AMT orcyrctByer. Ilpu Hammuuu
y TAIMEeHTOB 3MUJIENTUYECKUX MPUCTYIIOB KOPPEKIMs CyIO-
POXXHOI aKTUBHOCTH HE OTJIMYAETCS OT TAKOBOM Y TAIIMEHTOB
¢ armmnencueii 6e3 AMT [18].

[Tpornoz AMT 3aBUCUT OT HATWUYUSI UM OTCYTCTBUS COIYT-
CTBYIOLIEH 1LIepeOpaabHOM MMATOJNOTUU U CBSI3aHHBIX C HEl Mo-
pokoB pa3suTus [12, 19]. B cTpaHax, B KOTOpPbIX 3aKOHOIATE/b-
CTBO JIOMYCKaeT MpephiBaHUe OepeMeHHOCTH Tocne 20-i1 He
recTaluy, MPOrHO3 HEBPOJIOTMYECKOTO UCXO/a Y TTAlIMeHTOB C
AMT MoxXeT urpath OIpeAeISIONIyIo POJIb B PEIIEHUH BOIIPOCa
0 TMPOIOJIKEHUHN WM MTPpePhIBAHUU OEPEMEHHOCTH.

B cBs131 €O CIOXHOCTBIO AMArHOCTUKKM COYETAHHOTO Mopaxe-
Hust MT, npezacrapisieTcst LeJaecoo0pa3HbIM MPENCTABUTh OTH-
CaHUe IBYX MalMEHTOB, HAXOAMBLINXCS MO HAIIMM HabJIoae-
HUEM.

Kimnmyeckue onucanus

ITlayuenm H., 3 roga 8 mec, HabMIODACTCS C 3aMePXKKOM TTCUXU-
YeCKOr0, peYeBOr0 1 MOTOPHOTO Pa3BUTHS.
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AreHe3is Mo30nmcToro Tena

Anamne3 ycuznu u 3a6oaeeanus. Manbuuk pomuics ot 3-i Oepe-
MEHHOCTH, TpOTeKaBlIlei ¢ Tokcuko3oM B I Tpumectpe, OPBU
Bo II TpumecTpe, 3amepKKoit BHyTpuyTpoOHOTO pa3BuTus B I11
TpuMectpe. Pombl y MaTepu 2-¢ cpouHble, Ha 36-i1 Hemene re-
cranmu. OleHKa Mo ImKane Anrap — 7/7 0aaioB, Macca Tena
nipu poxxaeHuy — 2050 1, mHa — 47 cM, OKPYXXHOCTb FOJIOBBI —
34,0 cM. B mepuone paHHeit aganTaluy COCTOSIHME peOeHKa
OJIKe K TSDKEJIOMY 3a CueT lLiepeOpaibHOi uiieMun 1-ii cre-
nenu (cuHapom yrHetenust ITHC), apixatenbHON HemocTaToy-
HocTh. 1o COCTOSHMIO 3MOPOBBSI PEOCHOK OBLT IIEpeBENCH B
OTIeNeHUe peaHuMalMM M uHTeHcuBHO# Tepamuu (OPUT),
TJle HaXOMWICs B TeueHWe 1-ii Hel XW3HHU, Jnajee TepeBeneH
B OTIEJICHNE TSI HOBOPOXACHHBIX (1-11 Mec XU3HM), TIOMyJa
HelpoMeTaboIMIECKYI0 M COCYIMCTYIO TEPAITUIO B BO3PACTHHIX
JI03UPOBKaX, OBLT BRIIMCAH JOMOM ¢ yarydrreHreM. Ha mepBom
rofly >XM3HUM MaJbYMK Pa3BUBAICH C 3alepXKOil MOTOPHOTO,
TICHXIMYECKOTO 1 PeYEeBOTO Pa3BUTHS cpedHeil ctenenu. [lomy-
YaJl TIOBTOPHBIE KypChl BOCCTAHOBMTEJIBLHOTO JICYEHHUS (IaH-
TOraM — 2 T/CyT, TaMMaJloH — 2 T/CyT), OOIIEYKPETUISIONIIIA
Mmaccax, JJ®K, tepanmio mo meroarke Boiita, Gpusnorepanes-
THYECKUE MEPOTIPUATHS (030KEPUTOBBIE aTITIMKALIAK U JID).

Ob6sexmueno: XOXHbIC TIOKPOBBI YMCThIE, MATBYMK MOHMXEH-
Horo nutaHus. @opma yeperna ruppotedanbHas. 3yosr: 8/8.
['yGoxo mocaxeHHbIE I71a3a, OTTOIBIPEHHBIE YIIM, KOPOTKas
1Iesi, KpbUIOBMIHBIE CKJIAAKU Ha Iee. B nerkux apixaHue my-
3PWIBHOE, XPUIIOB HET. TOHBI cepla SCHbIE, PUTM MPABUJIb-
HBIA, CHCTOMMYECKUI IMyM MPOCTYyIIMBAeTCS Haa Bceill 00-
nacTeio cepaua. KuBoT Markuii, 0e30o0je3HeHHbINA. [leueHb,
ceJie3eHKa He yBeandyeHbl. HapyXHble mooBbie opraHbl ccop-
MMPOBAHBI 10 MYXCKOMY THITY.

Hespoaoeuneckuii cmamyc. B co3HaHWM, TJa3HbIE IIETU PaB-
HBIE, 3paYKM OKPYIJIOH (DOPMBI CpelHeil BeIMIMHEI, paBHBIE,
aJIBTePHUpYIOIee  CXOAsIeecss Kocoriasue, (oTopeakimu
KWBBIE, JIUIO CHMMETPUYHO, OYyIhOApHBIX HAPYIICHWIA HET.
JuddysHasg mbieyHas runotoHust. CyxoXuabHble pediek-
Cbl CUMMETPUYHBIE, CpeqHeil XUBOCTH. MOTOpHBIE HABBIKM:
CaMOCTOSATEIbHO CUINT, I0JI3aeT Ha YETBEPEHbKAX, XOIUT Ca-
MOCTOSITEJILHO C TIOAIEPKKOI 32 OfHY pyKy. OlieHKa TIIo0ab-
HBIX MOTOpHBIX (pyHKuuii 1o mkane R. Palisano (GMFCS):
1-11 ypoBeHb. Briciiie Mo3roBbie (yHKIMU: peOEHKY TOCTYITHO
MOHUMAaHNE MIPOCTHIX UHCTPYKUWIA ¥ CUTYaTUBHLIX BOIIPOCOB.
Hapyiiensl BoctipusiTue, MHTEPIpeTalysl U Jorudyeckas Imo-
CJIEIOBATEILHOCTD CIOXKETHBIX KapTMHOK; HapyIIeHbl Peryisi-
TOpHBIE M AMHAMUYECKHE KOMIIOHEHTHI MTPOBOM AESATENBHO-
ctu. B peueBoii cdepe OTCYTCTBYET TIOHUMAaHKE Pa3BEPHYTHIX
BBICKA3bIBAHUM, CIOXHBIX TpaMMaTHYECKUX KOHCTPYKIIMIA.
CobOcTBeHHas1 peuyb MpencTaBieHa OTAEIbHBIMU TMPOCTHIMU
crnoBaMu, (hpazoBas peub He chopmupoBaHa. OIEHKA MICHXO-
peueBoro pa3sutus o mkane M.A. Cksopuosa — 70 6aj110B, uTo
COOTBETCTBYET CPEIHEN CTETIeH KOTHUTHUBHBIX PACCTPOKCTB.

Jlannvie uncmpymenmanvHvIx u 1a00pamopHbIX
Memo0os o6caedosanus

Heiipoconoepagus: B KOpOHApHOH IIOCKOCTH OMPEIENISIOTCS
IIIMPOKO PACTIONIOXEHHBIE MepeJHNEe pora OOKOBBIX XKeJyI0u-
KOB, HapYXXHBI Kpaii MX BOTHYT, TOJIOCTb MPO3payHOii mepe-
TOPOIKM HE BM3yaIM3MpyeTcs. B carmTTaibHOM IUIOCKOCTH:
MO30JIICTOE TENO HE BU3YaTM3UPYETCS, OTMEYAeTCs BEeepo-
o0pa3Hoe OTXOXAeHMEe 60po3. 3aKiIoYeHNe: TOTAIbHAS are-
He3MsI MO30JIMCTOTO Tea.

Ixokapduoepagus: BpoXIEHHBIN MOPOK cepriia (1eheKT Mex-
KeyI0YKOBOM MEPETOPOIIKH).
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Y3U enympennux opeanog: aHomanusi GOpMbI U yBETUYEHUE
Pa3MepOB XeTIHOTO My3bIpsi. PoTaltust paBoii MovKH.

Koncyabmayus oxyaucma: MAOTIMYECKUI acCTUTMATU3M, TI0pa-
KeHME 3PUTETbHBIX IPOBOISIIIMX YTl ¢ 00eMX CTOPOH.

DIl 6 cocmosnuu 6odpcmeosanus 6 Ouxamuke: (B Bo3pacTe
10 mec u 3 roma): Ha hoHe 3amep>KKU (OPMIPOBAHNUS KOPKOBBIX
PUMTMOB TUITUYHOM STMIENTU(HOPMHOI AKTUBHOCTH HE 3aperu-
CTPUPOBAHO.

Penmeenoepagus kosennvix cycmaeos, kucmeii (1 200 11 mec):
ocreonopo3. KocTHbIit Bo3pact 12 mec.

Lumoecenemuueckoe obcredosanue (Meduxo-eenemuueckuii Ha-
yunbiii yenmp): Xapuotun 46XYdub (8)(p23.1p21.3). 3akmoue-
HUE: XDPOMOCOMHBII CHHIPOM, YaCTUYHAsT TPUCOMUS §p.

Kaunuveckuii ouaenos: XpoMocoMHast 00J1€3Hb (YacTMIHAs TPU-
comust 8p). BpoxkneHHBI MOPOK Pa3BUTHS TOJOBHOIO MO3Ta:
TOTaJIbHAasl aTeHe3MsT MO30JIUCTOrO Tena. JeTckuii nepedpaib-
HBII TApainy: aTOHMYeCKu-acTaTndeckast opma. J[Burarennb-
Hble HapyleHus 1o mkane GMFCS 1-ro ypoBHs. Oo1ee He-
nopassutue peun [—II crenenu. [edexT mMexkemymn0uKoBOR
MEPETOPOAKH.

Ilayuenmxa E., 35-¢ cyT XU3HU.

Anamnes xcusnu u 3a604e6anus; IeBOYKA POMIIIACH OT TEPBOIA
OepeMEeHHOCTH, IIpoTeKaBileii B I TpumecTpe Ha (PoHE yrpo3bl
npepbiBanus, B I TpuMecTpe BhIsIBIEHA 3amepkKa BHYTPHY-
TpobHoro pa3Butusi. Ponbl 1-e mpexaeBpeMeHHbIe, Ha 34—35-i
HezlesIx 0epeMEeHHOCTH B Ta30BOM TpeieKaHWHU; OLEHKA 10
mkaje Anrap 5/5 6amnoB, Macca Tena Ipu poxaeHnn — 1570 1,
iMHa — 42 ¢M, OKpYXHOCTb rojioBbl — 33 cM. [1pu poxneHun
COCTOSIHME peOeHKa paclieHeHO KakK KpaifHe TsoKenoe (Liepe-
opanbHas umemus [I-I1I crenenu, cunapom yraetenust LIHC,
npixatenabHas HegoctatoyHocTh [I—IIT cremeHu, mepBUYHBIIA
umMMyHoneuuur). ITo cocTosHUIO 3M0POBbS Ha 3-€ CYT KU3HU
pebeHok nepesefieH B OPUT, rae Obl1 MOAKIIIOUEH K amnmapary
UCKYCCTBeHHOM BeHTWIALMH erkux (MBJI).

Obsexmugno: COCTOSIHUE TSDKENIOE, IeBOYKA ITOAKIIOYEHA K
anmapaty UBJI B pexxume BIPAP. TTutanue 3onmoBoe. MeHo-
TUIMYECKKE OCOOEHHOCTH: TIOJIHAsl IBYCTOPOHHSIS pacllieiHa
BepXHeii TyObl U TBEPOOro Heba, KPblIbs Hoca JeopMupoBa-
HbI, HOCOBOW XOJ M XpslleBas TJIaCTMHKA ClipaBa He cdhop-
MUPOBaHbI, HU3KOPACIIOJOXEHHbBIE YIIHbIE PAKOBUHBI, C IBYX
CTOPOH KO03€JI0K 1 MTPOTMBOKO3EJIOK MPAKTUYECKU He CHopMMU-
poBaHbl. KoxHble MOKpOBBI OJeAHON OKpacku ¢ CEpOBaThIM
OTTEHKOM, BHUIMMBIC CJIM3UCTBIE YHMCTHIE, BIAXHbIE, OJea-
HO-pPO30BbI€, S3bIK 00JI0XEeH OeibiM HajeToM. MpaMOpHOCTD
KOHEYHOCTEH, TYJOBMINA, IUCTAIbHBIA aKpOLMAHO3, TOHBI
cepaua MPUITIYLIeHbI, pUTM MpaBUIbHBIM, YaCcTOTa CEpAEUYHbIX
cokpameHuit — 120—140 B muH. B nerkux apixanue ociadieH-
HOE, IPOBOAUTCS BO BCE OTAEbI. 2ZKMBOT yMEPEHHO YBEJIMYEH B
pasmepax, ¢ TpyAOM I0CTyIeH Naibnaiuuu. [leyeHn: yBennueHa
B pa3Mepax, IVIOTHOM KOHCUCTEHLIMY, HUDKHUIM Kpail BBICTYIIA-
eT u3-1noj pebepHoit nyru Ha 3 cM. CeneseHka: He yBeJIM4eHa B
pazMepax.

Heepwweuuecxuﬁ cmamyc: YpOBEHb CO3HAHUA — MCIMKAMCH-
To3Has cegalus. MeHUHTeaTbHbIX CUMITOMOB HET, IJIa3HLIC
SIGJIOKU 110 Cpel[HCfI JINHUU, (bOTOpCaKHI/II/I BAJIbIE, CHM2KE€HA
CIIOHTaHHasg ABUraTcjibHasgd aKTUBHOCTD, ﬂ,l/l(l)(l)y3l-[aﬂ MBbIIEY -
Hasd TUIIOTOHUA, CYXOXMJIBHBIE U IIEPUOCTAILHBIC pe(bﬂekcm
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BBI3BIBAIOTCS C TPYIOM. be3ycoBHbIE pedieKchl meprona Ho-
BOPOXIEHHOCTH HE BBI3BIBAIOTCA. BhICIIMEe MO3TOBBIE (PYHK-
LAY TI0 TSLKECTH COCTOSTHHSI OLICHUTD He TIPEACTABISIIOCH BO3-
MOXHBIM.

VxynmeHue cocTosTHIS peOeHKa IPOU30IILTO Ha 31-¢ CyT XKu3-
Hu. OTMeyanoch HapacTaHWe IPU3HAKOB IbIXAaTeJIbHON He-
JOCTATOYHOCTH (AKPOLMAHO3), CHIDKEHME CATypalil IeMO-
I06KMHA KUCA0poaoM 10 81%, pa3BUTHE OTEYHOTO (AcluUT) U
MHTOKCHKALIMOHHOIO (JIMXOpajKa, HapyLIeHUE MUKPOLMPKY-
JISILIAK) CUHAPOMOB, TTOSIBUIIACH OpamuKapaus.

Tloces u3 3esa na mukpogaopy (13-e cym dcusnu): BHISIBICHBI
Klebsiela pneumoniae 10°, Acinetobacter aumanii 10° — monupe-
3ucTeHTHas. [loce kpogu: BbIIEIEHBI IPOXXKEBBIE TPUOBI pojia
Candida.

Penmeenoepaghus opeanos epyonoii kaemku (6 dunamuxe): TIpy-
3HAKM TIOJIUCETMEHTAPHON MTHEBMOHUM B BEPXHEi TOJIE JIETKO-
To CIpaBa.

Heiipoconoepagus: mapunanpHast AMT, mepuBeHTPUKYISIPHBII
OTeK.

Lumoeenemuueckoe uccaedosanue: 46XX, Del(7)(q32): Tepmu-
HaJIbHAS JeJICINS JUTMHHOTO TTeva 7-if XpOMOCOMBI.

Obwuii anaauz Kpoeu: KOJMYECTBO JIEHKOLUTOB YMEHBIINIOCH
¢ ucxomnoro 21x10°/n go 7,8x10°/n Ha 31-e cyr (HopMma 6,5—
13,8x10°/1), TpomGouToB — ¢ 129x10°/m mo 83%x10°/1 (HopMa
180—400x10°/1).

B buoxumuueckom ananuse kposu: ypoBeHb C-peakKTUBHOTO Oefi-
Ka moBbicuics 10 20 MI, TUIIONPOTEMHEMHUS C YMEHbIICHUEM
KOJIMYECTBA aTbOYMUHOB.

Ob6wuii ananu3 mo4u: BBISBICHBI TOYKYIOIIMECS APOXKEBBIC
rpubsbI pona Candida.

Kaunuueckuii ouaenos: BpoxaeHHas reHepaau3oBaHHAs MH-
dexuusa OakTepHaNbHO-TPUOKOBOM 3THONOTHMH. QUaromas
CITMBHAs JBYCTOPOHHSIS ITHEBMOHMS THOMHO-TPHUOKOBOM 3TH -
onoruu. IlapimanapHas areHe3uss MO30JIMCTOTO Teia. Bpox-
JeHHasi IBYCTOPOHHSS paclle/lMHa BepXHEeil ryObl M TBEp-
Joro Heba. bpoHxonerouHast aucruiazusi. Manible aHOMaauu
pa3BuTus cepana. OTKphITOe 0BaJbHOE OKHO. [Mmomucria-
3ust Tumyca. [logkoBoobpasHas moyka. HemoHoIeHHOCTh
34—35 Henmeno.

Jns BBenEHMS! MAIMEHTKE JIEKAPCTBEHHBIX MPENapaToB WUC-
TOJTb30BAJICSI COCYJIMCTBIM KaTeTep, YCTAaHOBIEHHBII B TIPaBYIo
MOAK/IIOUMYHYI0 BeHy. [lanmeHTka mosyyana: aHTUOUOTUKU
(uedTpruakcoH, MeporeHeM, BaHKOMUIIMH), WH()Y3UOHHYIO
Tepamnuio (pacTBOPhI INIIOKO3bl, AaMUHOBEHA, MHTPAIMIIUAA U
Ip.), KOPTUKOCTEPOMAIbl (NEKCAMETA30H), Te€MOCTATHYECKYIO
Tepanuio (IepenrBaHue 3PUTPOLIUTAPHOM Macchl, BBEAEHME
JIULIMHOHA, TeMapuHa), MPOTUBOTPUOKYI0 Tepanuio ((paoKo-
HAa30J1) B BO3PACTHBIX JO3UPOBKaX.

HecMmoTps Ha mpoBeneHre WHTEHCUBHOM TepamnuM, Y Iallu-
€HTKHM pa3BUIINCh HEOOpaTHMBble HAPYIICHHS B TOIOBHOM MO3-
re U HapyLIEHUS] BUTAIbHBIX (DYHKIMIA, TOBAEKIINE 32 cO0Oi
CMEPTb.

Makpockonus 201061020 mo3ea. [010BHOM MO3T IIJIOXO COXpa-
HseT hopMy Ha cToJie, 6e3 nuddepeHIIMPOBKY Ha 6esioe U ce-



KIMHUYECKWA PA3BOP

Puc. 1. Makponpenapar ro;ioBHoro Mo3ra nanuentku E. B Bo3pacre 1-ro
Mecsna 3-X CyTOK KU3HH, C MHOXKECTBEHHbIMH BPOKIEHHBIMU MOPOKAMH

pa3BUTHSA, NapuuaIbHoii atpodueii MozommcToro Tena (AMT). Crpenkoit
noka3ana napuuaabiasg AMT (BeTHyI0 BepCHIO CM. Ha 00JI0XKKe)

Fi%. 1. A gross sBecimen of the brain from female patient E. aged 1 month
and 3 days, with multiple congenital developmental malformations and
partial atrophy of the corpus callosum (ACC). Partial ACC is shown with
an arrow (see color version on the cover)

pOe BElIECTBO, B 3aThUIOYHOI 10JI€ JIEBOTO MONYIIApUS UMe-
eTcA KPYITHOOYAaroBoe CyO3IeHINMapHO-TIapeHXIMMAaTO3HOE
KPOBOM3IMSIHIE HEMPaBUIbHON (DOPMBI, ¢ HEUSTKMMMU Tpa-
HULIAMHU, TEMHO-KPACHOT'O LIBETA, pa3MepoM 6,5x5,8x5,6 cMm
¢ meprudoKaIbHBIM pa3MSITYEHHMEM BEINECTBA T'OJIOBHOTO
Mo3ra. OTMeUaroTCsl MEJKOOYaroBble M TOYEYHBIE KPOBO-
M3USHUS B MATKYI0O MO3TOBYIO 000JIOYKY B TeMEHHO 00-
JIACTH JIeBOTO ToJyiiapus. Mo3oaucToe Teao YMEHbLIEHO
B IepenHe-3aJHeM pa3Mepe, WUpHUHOK 1,5 cM, TOJIMIMHOM
0,3-0,4 cM; MO3XEYOK MpaBUILHON (OPMBI, MPOAOJITO-
BaTBIii MO3T OOBIYHOTO CTPOEHUS, COCYAMCTHIC CILICTCHHS
MTOJTHOKPOBHEIE (puc. 1).

Opeanvi kposoodpawernus. Cepuue: pasmepbl 4,8x3,2x2.7 cw;
SIUKapH ¥ TepUKapd TOHKUE, IafKkue, OJecTAIue; KOHCH-
CTCHIIMSI CepIeYHOM MBIIIIE MSATKO-3MacTHIHAs. MuoKapnm
CHHIOIIHO-KPAcHOTo 1BeTa. B momocTsax cepmiia comepXutcs
KMIKas TeMHas KpoBb. TOJNIIMHA MHOKapaa MpaBoro Kenly-
nouka 0,3 cMm, aeBoro — 0,6 cM. DHIOKApA TNAIKuii, OnecTs-
KA, TPO3payHbIi. DHIOKAPI MPABOrO U JIEBOTO Mpeacepauii
C yJacTKaM# TMepaaMyTpoBoro IBeTa. O4aroBble Cy03IHIOKAp-
TalbHbIe KPOBOM3IMSHUS B MpPAaBOM U JIEBOM KENYyIOUKax.
B oboux xemynoukax oTMeYaloTcsl MOMEPEYHO UIYIIUE aHO-
MajIbHBIE XOpHaJbHbIE HUTH, B IPABOM XEIYIOYKE MMEET-
Cs YaCTMYHO pacllellIeHHass COCouKoBast MbIa. CTBOPKHU
TPEXCTBOPYATOTO M IBYCTBOPYATOTO KIIANAaHOB IJaiKue, Ole-
cTauMe, npospayHbie. OBaJbHOE OKHO OTKPBITO, TMaMETPOM
0,4 cM, apTepraNbHBIA IIPOTOK 3aKpPHIT. [leprMeTp JTeTOYHOTO
cTBONA — 2,4 M, AQOpTHI Haj KiIamaHamu — 1,6 cM, mepes Tuie-
YeroJIOBHBIM CTBOJIOM — 1,6 ¢M, B BocxosiieM otaene —1,5 e,
Ha ypoBHe auadparmsl — 1,3 cM, OpromiHoro otaena — 1,2 cm.
MaructpajbHbIe COCYIBI C OTeTHO-KEITON MHTUMOIA.

Opeanvl Mo4enon06oii cucmemsl. VIMeeTcsl eIMHCTBEHHAs TIOJI-
KoBOoOpa3Has Touka pa3Mepamu 7,0x4,2x1,1 ¢cM, ¢ HaTMImeM
Nepelerika, COeIMHAIOMET0 HKHUM TOMI0C MTOYKU, IIUPHU-
Hoii 2,0 cM; TIOBEPXHOCTb J0JIbYaTast, BUI Ha pa3pese ¢ YeTKOH
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AreHe3is Mo30nmcToro Tena

M depeHIPOBKOI KOPKOBOTO M MO3TOBOTO BEIIECTBA, KOP-
KOBOE BEIECTBO CEPOBATO-PO30BOIO 1[BETA, MUPAMUIBI CEPO-
KpacHOTO 1BeTa, oOpallaeT Ha ce0s BHUMaHUE SIPKO-XKENToe
MpOKpaliMBaHUE COCOYKOB mupamua. Cnusucras o0o0104YKa
JIOXaHOK CepoBaTO-po30BaTasi, TYCKJias, B TMPOCBETE COAEP-
XKUTCS SIPKO-3XKeTass Moya. MOUYCTOUHUKM B BUIE Y3KHUX TS-
e, chopMUpOBaHbI ¢ 00eux cTOpoH, nuameTpom 0,2—0,4 cm,
MOYEBOW MY3bIPb COIEPXUT HEOOJNBIIOE KOJWUYECTBO SIPKO-
KENTOH MOYH, CKJIa4aTOCTh COXPaHEHa.

Ilamoaozoanamomuueckuii ouaeno3. OTEK TONOBHOTO MO3Ta.
OuaroBast CTMBHAsI IBYCTOPOHHSISI THEBMOHUSI, IBYCTOPOHHUI
TUIPOTEMOTOpAKC, (MOPMHO3HBINM IIEBPUT, acLuT. PuOpu-
HO3HBII IEPUTOHUT, OCTPHIiA IenaTuT. MHOXeCTBEeHHbIE BPOX-
JEHHBIC TTOPOKM pa3BUTH. [lapiianbHas areHe3usl MO30JHU-
cToro Tena. BpoxneHHast ABYCTOPOHHSIS pacilieiiHa BepXHeii
ryobl U TBepHoro He6a. ManbbopMalus COCya0B TOJIOBHOTO
Mosra. [umomucmnasus Tumyca (meduunt macckl — 87,3%).
Penykuusa domnmukynos ceneseHku. ObenHeHue nepudepu-
YecKuX NUM(aTHIecKuX y3710B. BpoHxonerouHasr AucIuiasus
(pubpo3 MexanbBEOSIPHBIX Meperopoaok). Manbie aHOMa-
Ju pa3BuTHs cepaia. OTKPhITOE OBATbHOE OKHO (IMaMETPOM
0,4 cm). TTogkoBoOOpa3Has MOYKa ¢ HATMYMEM HEMHOTOYMC-
JIEHHBIX KITyDOUKOBBIX M KAHAJIBIIEBBIX KHCT.

O0cyxneHue

AMT, accouuupoBaHHas ¢ MOHOTEHHBIMUA ¥ XPOMOCOMHBIMU
CHHAPOMAMH, CIOKHBIMI XPOMOCOMHBIMU abeppalusiMH, SIB-
JIIETCSl IOCTAaTOYHO peAKoi marojorueit. MctunHas (mepBuy-
Hast) AMT mpencrasnset co0oii BpoXIEHHBII TOPOK pa3BUTUS
Mo3ra u popmupyercs 1o 12—16-ii Hen rectaumu [13]. B 060-
UX HalmMx HaOmoneHusx BepudupoBaHa uctuHHas AMT,
CBSI3aHHAsI C XPOMOCOMHBIMM abeppauusiMu. B repBoM ciyuae
BbIsIBJIEHA YaCTUYHas TprucoMus 8p, coueraromasicsa ¢ AMT, Bo
BTOPOM — HapIraabHas MOHOCOMUS (TepMHUHAIBHAS JeIICIIS)
JUTMHHOTO T1j1e4a 7-i XpOMOCOMBI, COYETAIOIIAsICS C Mapiraib-
Hoit AMT.

B onucaHHBIX HabMIOAEHUSX BHYTpUYTPOOHAsT MHGEKUUS
(uutomeranoBupycHass MHGEKLUMs, TOKCOIMIa3Mo3, Kpac-
HyXa M Ap.) OTCYTCTBOBajia, 06e GepeMEHHOCTU MpPOTEKAaIU
Ha (poHE YTPO3bl MPEPHIBAHUS, 3a€PXKN BHYTPUYTPOOHOTO
pa3sutus Iioaa. OfHAKO YTOUHUTH HEOIAronpusTHbIN (ak-
TOp, crnocoOCTByoMMUi nossiaeHuio AMT, He ynanoch, 4To
HepeaKo OTMevaeTcs ¥ B 3apy0exHBIX uccienoBaHusix. Puck
BpOXAeHHOI uHbekuuu B atvonorud AMT sBnsiercs He-
BbICOKUM [13]. Ponsl B 1BYX HAOMIODEHUSX OBLTH TPEXKIEB-
pPEMEHHBIMU; 00a pedeHKa POAMINCh HENOHOUIEHHBIMH, C
BHYTpUYTpPOOHOI runorpodueit I-II cremeHn m HU3KOI
OILICHKOM Mo IKajie Anrap, 4To MPUBENO K JalbHelIei 3a-
JepXKe GOPMUPOBAHUS MOTOPHBIX HABBIKOB U BBICHIMX KOP-
KOBBIX (DYHKIIMIA.

[1pu HeBpoornueckom obcieqoBaHuy B 1-M HaOM0AeHUH 00-
HapyXeHbl MUHUMAJIbHbIEC TBUTATeIbHbIE HAPYIIIEHHSI TI0 IIKa-
Jie TJI00aTbHBIX MOTOPHBEIX (DYHKIIWIA, 0OOIlee HeoOpa3BHUTHE
peun [-I1 creneHu, 4To Nogpa3yMeBaeT OTHOCUTENILHO 01aro-
MpUSATHOE TeueHue 3aboneBaHusl. Hanpotus, Bo 2-M Habmoe-
HUM B TIO3MHEM HEOHATAJIBHOM IIepHoie y OOJBbHON TEBOYKM
Ha (OoHEe BPOXICHHOIO Je(HUIINTa UMMYHHOM CHCTEMBI pa3-
BUJIACH TeHepaNn30BaHHAs MHDEKIINS 0aKTepruaaTbHO-TPHOKO-
BOW 3THOJIOTMM. B nanbpHeiieM Ha HebIaronpyusITHOE TeUeHUe
3a00JIeBaHUS, ITO-BUAUMOMY, TIOBIUSIA TIOMUOPTaHHAS HElo-
CTaTOYHOCTD, TPOU3OLIEN Pa3phIB COCYAUCTOM MaTb(hopMaLuy
3aTHIIOYHOM JTOJIM JIEBOTO TIOMYIIApPHs MO3Ta, IMo3Ke chopMu-
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POBaJICA OTEK TOJIOBHOTO Mo3ra. TsKecTh LiepeOpabHOIL 1 co-
MaTHYeCKOM MaTOJIOTMU OKa3ajach HECOBMECTMMOM C XU3HBIO.

B nepBoMm ciaydyae HHCTpyMeHTaIbHOE 00C/Ie10BaHKE TTOATBEP-
JWJI0 Hamu4yKe ToTanbHoit AMT (naHHbIe HelipocoHorpadun),
a TIpu dXoKaparorpadus ObLT BBIIBICH BPOXICHHBIN MOPOK
cepaua (IedekT MexKenyI04KOBOI Meperopoak); BO BTOPOM
HabmoneHuu napuuansHast AMT Obl1a BepuduLpoBaHa npu-
>KM3HEHHO U MOCTMOpTaibHO. KpoMe Toro, Bo BTOpoM Habo-
IEHUHM TIOCTMOPTAIbHO IOIOJTHUTEIBHO OBLTM OOHApY:KEHBI
MajibhopMallMsl COCYIOB TOJOBHOTO MO3Ta, TUIIO/MUCIUIa3Ms
TUMYCa, PEAYKIUS (QOJUTMKYIIOB CENe3eHKU, 00eNHEHUE Mepu-
(bepuyeckux MuMdaTuuecKX y310B, OpPOHXOJIETOUHas TUCTIIA-
3Us1, MaJIble aHOMAJIMK Pa3BUTHS Ceplia (OTKPhITOE OBAIBLHOE
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OKHO), CIMHCTBCHHAA HO,[[KOB006paSHa$I TI04YKa ¢ HaJIMuueMm
HEMHOT'OYNCICHHBIX K)'[y60‘{KOBBIX W KaHaJIbLEBLIX KUCT.

Takum 00pa3om, SIpKOil 0COOEHHOCTBIO OMMCAHHBIX HAOJIIO-
JIeHUi SIBUJIOCh COYeTaHMe COMaTHYecKoil M 1epeOdpaabHOI
TATOJIOTUH, BXOMAIICH B MM33MOPHUOTeHETHYECKHE CHHIPO-
MBI, BKJIIOYasi aHOMaJIMK pa3BUTHS TOJOBHOTO MO3Ta U MHOXe-
CTBCHHBIE JOTIONTHUTEIIBHBIC TIOPOKHY PA3BUTHSI (TTOTMOPTaHHAs
naronorust). [TonTBepxaeHa npsMasi 3aBUCMMOCTb MEXIY pac-
MIPOCTPaHEHHOCTHIO BPOXICHHOM ITATOJIOTUH M TSKECTBIO Te-
YeHMs ¥ TIPOrHO3a 3a001eBaHuSI.

Asmopul 3as61310m 06 omcymemeuu KoHAuKma unmepecos.
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