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Pesiome

BBeaeHume. CybkopTukanbHas retepotonma (CBK-I'T) ABnaeTca o4HMM 13 BapMaHTOB reTe-
potonuii (I'T) ceporo BelecTBa 1 XxapaKTepn3yeTca CKOMNJIEHNEM CEPOro BeLLeCTBa MeXay
KOpOW 1 6OKOBbIMY »eflyaouKkaMm B pe3ysibTaTe HapyLleHUA NPoLeccoB HernporeHesa.
Llenb. [MpoaHann3npoBatb KNUHUYeCKne NposasneHnsa y nauneHTtos ¢ CBK-I'T.
Marepuanbi n metogbl. [lpoaHanu3npoBaHbl AaHHble 0 7 naumeHTax ¢ CBK-I'T, 4 — xeH-
CKOro nona, 3 — My»cKoro, cpegHui Bo3pact — 13 [7; 14,5] neT.

Pesynbratbl. CornacHo knaccndukauumm retepotonun (IT), npeanoxeHHon Oegema R.
(20191.), 4 (57,1%) nauneHTa umenn 2-11 Tun I'T — MynbTUdOKanbHY0 UM GoKanbHYH Kop-
TUKaNbHYIO 1 CyOKOPTMKaNbHYI0 AncreHesunio. B 3 (42,9%) HabnogeHnax 6bin 4-n un I'T -
ManbdopMaLna BCeACTBME HapYLLUEHNA NOCTMUMPALNOHHOTO Pa3BUTUA C NOAKOPKOBbLIM
WU TPAHCMAHTUIHBIM KoMMoHeHToM. ConyTcTBYOWME LepebpanbHble Manbdopmaumm
npucyTcTBoBanu B 6 (85,7%) HabniopgeHuax: wussHuedanua — 1 (14,3%), areHe3msa mo-
3onuctoro Tena — 1 (14,3%), ruraHTcKaA apaxHouAaanbHaa KucTa — 2 (28,6%), oTcyTcTBME
npo3spayHoi neperopogkn — 1 (14,3%), ymeHblueHne runnokamna — 1 (14,3%), acumme-
TpUA Xenygoukos — 3 (42,9%), nepuBeHTpuKkynapHasa I'T — 1 (14,3%). Snunencua npucyT-
cTBOBana B 6 (85,7%) cnyyasx. BospacT gebiota anunencum coctasun 6 [1,2; 9,751 net. Y 5
(83,3%) uenosek anunencus bbina pokanbHasn, y 1 (16,7%) - reHepanu3oBaHHas. imenucb
cnepyloLe BUAbI SNUNenTUYecKnX NpUCTynoB: pokanbHble — 5 HabnogeHui (83,3%), To-
HMKO-KNoHmYeckne — 2 (33,3%), mnoknoHnyeckme — 1 (16,7%), npuctynbl NpekpaLleHna
ABUraTesibHoM akTMBHOCTM — 1 (16,7%), pebpunbHo npoBouupyemblie — 1 (16,7%). Hu B
OQHOM CJlyyae He Habnganocb anunenTuyeckoro cratyca. Y 3 (50,0%) nayveHToB npu-
CTynbl 6bIIK exefHeBHble, Y 2 (33,3%) — exxeHepenbHble, Yy 1 (16,7%) — exxeMecAYHble.
WHTepurKTanbHaa annunentudopmHan akTMBHOCTb NpucyTcTBOBana y 6 (85,7%) uyenosek:
B 5 (71,4%) cnyuyaax pernoHanbHas, B 1 (14,3%) — auddysHaa. GapmakopesncTeHTHoe
TeueHue 6bi10 y 4 (66,7%) yenosek. VIHTennekTyanbHble HapylweHWUA NPUCYTCTBOBaU
y 5 (71,4%) uenoBek: nerkue -y 3 (42,8%), ymepeHHble — y 1 (14,3%), Bblpa)keHHble —
y 1 (14,3%). PaccTpoiictBo peun 6bino BbisiBNEeHO B 2 HabntoaeHusx (28,6%). [isuratenn-
Hble HapyLeHna NpucyTcTBoBann y 3 (42,9%) uenosek: No 1 cnyyato Nerkmx, ymepeHHbIx
N BblpaXeHHbIX paccTporcTB. OQHOBPEMEHHOE PACCTPONCTBO ABMKEHUN 1N NHTENEKTa
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npucyTcTBoBasnoy 3 (42,9%) aeTen — BCe NaLMeHTbl, UMeloLLMe ABUraTeNbHble HapyLUeHNSs,
UMenu 1 NHTeNNeKTyanbHyo HeoCTaTOYHOCTb. Ha MoMeHT cbopa gaHHbIX Y 2 (33,3%) na-
LMEeHTOB AOCTUIHYTa MeIKkaMeHTO3Haa PeMm1cCMA No NUAENTUYECKMM NpuUcTynam, y 4
(66,7%) — NPUCTYNbI COXPaHATCA.

3aknioueHune. Hanbonee yacto BcTpevatowmmea sapnaHtom CBK-I'T agnaetca 2-Il tun, a
Hanbonee yacTble KNMHUYECKNE NPOABNIEHNA — 3TO NUNENCUA Y UHTENNEKTYalbHble Ha-
pyLueHusa.

KnioueBble cnoBa: retepotonus, CybKopTrKanbHaa retepotonus, manbdopmaLumn Kop-
KOBOrO pa3BUTKA, SNNIENCUA, MOPOKK Pa3BUTUA MO3ra
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Abstract

Introduction. Subcortical heterotopia (SBC-HT) is one of the variants of gray matter
heterotopias (HT) and is characterized by the accumulation of gray matter between the
cortex and the lateral ventricles as a result of impaired neurogenesis processes.

Purpose. To analyze the clinical features in patients with SBC-HT.

Materials and methods. We analyzed data on 7 patients with SBC-HT, 4 females, 3 males,
mean age 13 [7; 14.5] years.

Results. According to the classification proposed by Oegema R. (2019): 4 (57.1%) patients
had type 2-1l HT - multifocal or focal cortical and subcortical dysgenesis, 3 (42.9%) —
HT type 4, malformations due to abnormal postmigrational development with subcortical
or transmantle component. Concomitant cerebral malformations were present in
6 (85.7%) cases: schizencephaly - 1 (14.3%), agenesis of the corpus callosum — 1 (14.3%),
giant arachnoid cyst — 2 (28.6%), absence of a septum pellucidum - 1 (14.3%), reduction
of the hippocampus - 1 (14.3%), ventricular asymmetry — 3 (42.9%), periventricular HT -
1 (14.3%). Epilepsy was present in 6 (85.7%) cases. The age of epilepsy onset was 6 [1.2;
9.75] years. In 5 (83.3%) cases epilepsy was focal, in 1 (16.7%) — generalized. There were the
following types of epileptic seizures: focal - 5 (83.3%), tonic-clonic - 2 (33.3%), myoclonic -
1 (16.7%), attacks of cessation of motor activity — 1 (16.7%), febrile provoked - 1 (16.7%).
None of the patients had status epilepticus. In 3 (50.0%) patients, attacks were daily,
in 2 (33.3%) — weekly, in 1 (16.7%) — monthly. Interictal epileptiform activity was present in
6 (85.7%) patients: regional in 5 (71.4%), diffuse in 1 (14.3%). Pharmacoresistant epilepsy
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was in 4 (66.7%) cases. Intellectual impairments were present in 5 (71.4%) patients: mild
in 3 (42.8%), moderate in 1 (14.3%), severe in 1 (14.3%). Speech disorder was detected
in 2 cases (28.6%). Motor development was impaired in 3 (42.9%) children: 1 case each
of mild, moderate and severe. All patients with motor development disorders also had
intellectual impairment. At the time of data collection, 2 (33.3%) patients achieved medical
remission for epileptic seizures, and 4 (66.7%) had seizures.

Conclusion. The most common variant of SBC-HT is type 2-II, and the most common
clinical manifestations are epilepsy and intellectual impairment.

Keywords: heterotopia, subcortical heterotopia, malformations of cortical development,
epilepsy, malformations of the brain

B BBEJAEHWE

Manbdopmauun kopkoBoro pa3sutusi (MKP) — 310 6onbLuas reTeporeHHas rpynna 3a-
6oneBaHNii, BO3HMKAOLWUX BCIeACTBUE BHYTPUYTPOOHOrO BO3AENCTBUSA FEHETUYECKNX,
VHQEKLMOHHbIX, COCYANCTBIX U MeTabonmnuyeckux GakTopoB, XapaKTepM3yoLWanca Hapy-
weHrem GOPMMPOBaAHUA KOPbl FOTOBHOMO MO3ra UM NPUCYTCTBUEM reTePOTONNYECKOTrO
ceporo BewecTtBa. Begywum metogom AnMarHOCTUKK ABAAIOTCA METOAbl HENpPOBU3Yyanu-
3aummn. OCHOBHbIe KNMHNYeCKMe NPOABIeHUA NpeacTaBieHbl HapyLWeHNeM UHTENNeKTY-
aNbHOTO Pa3BUTUS, PaCCTPONCTBOM MOBefeHs, LiepebpanbHbiM NApanvMyom 1 snuen-
cnen. MKP aBndoTca npruunHomn pokanbHOM anunencmum y 25% aeten n 5-15% B3pochbix.
Ha gonto MKP npuxoautca okono 20-40% Bcex cnyyaes dapMakopesnCTeHTHON snunen-
cnn N 42% cnyyvaeB XUPYPruyeckoro fieyeHus.

letepotonum (I'T) ceporo BewecTBa ABNAOTCA O4HUM 13 BapuaHToB MKP, Bo3HUMKalo-
LWMX B pe3ynbTaTe HapyLUeHUA NpoLeccoB HelpoHanbHON murpauun. MpeactasnaioT co-
601 CKOMieHVe HEMPOHOB HeOObIYHO STOKaNM3aLun, 06pPa30BaHHbIX B MPOLECCe HENPO-
reHesa B XeNy[0oUYKOBOW WS CyOBEHTPUKYIISAPHON 30HE U HE CMOCOBHbIX MUTPUPOBATL B
CBOE HOPMaJIbHOE MOJIOXKEHME B KOpPe rofIoBHOro Mo3ra. Hanbonee yacto BcTpeyatotcs
reTepoTonMu B BUAE Y3€/TIKOB BAOJIb CTEHOK OOKOBbIX »KelyJOUYKOB — NEPVBEHTPUKYNAP-
Has y3noBas retepotonus (MBr), pexe — cybkopTuKanbHas retepotonus (CBK-I'T), noka-
nusyolanca B 6e5oM BellecTBe, MeXay Kopow 1 60KoBbIMU »enygoukamu. Mpu MPT-
UCCNefoBaHUN FeTePOTONUN CEPOTO BELLECTBA OObIYHO M3OUHTEHCHBHBI C KOPOW FOSOB-
HOro MO3ra Ha BCex nocsiefoBaTesIbHOCTAX MarHUTHO-PE30HAHCHbIX MMYJIbCOB.

B LIEJIb NCCNEOOBAHWA

M3yunTb KNMHNYECKMe NpoABeHnA y NaLMeHToB AeTckoro so3pacta ¢ CBK-IT.

B MATEPWAJIbI U METObI

MpoaHanu3npoBaHbl AaHHble 0 24 naumeHTax ¢ ['T, NPOXOAMBLUMX fleYeHne B HEBPO-
NOrMYECKOM OTAesieHnn ana peteirt B PecnybinkaHCKOM HayYyHO-MPaKTUYeCcKkoM LieHTpe
HeBponornn n Henpoxmnpyprium (MunHck) c 2014 no 2021 r. CpegHmin BO3pacT NaLMeHToB
cocTtaBun 14 [8; 15,25] net. CBK-I'T 6bina BbisiBNeHa B 7 (29,2%) cnyyaax: y 4 L, )EHCKOro
nona, 3 — My>KCKoro, cpefHuin Bospact — 13 [7; 14,5] neT. [ins ctatucTmyeckom obpaboTku
JaHHbIX NPUMEHANW onucaTesibHble MeToAbl CTaTUCTUKMN.
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B PE3YJIbTATbI N OBCYXOEHWNE

CornacHo knaccudukaumn I'T, npeanoxerHHon Oegema R. (2019 r.), 4 (57,1%) nauu-
eHTa umenu 2-1l Tun I'T (BapuaHT 2¢) — mynbTUdOKanbHy0 U GoKanbHy0 KopTUKasb-
HYI0 U CyOKOpPTUKanbHYyo aucreHesunto. B 3 (42,9%) HabnogeHusax 6bin 4-n tun T (1 cny-
Yai — BapuaHT 4b, 1 — BapuaHT 4c n 1 — BapuaHT 4e) — manbdopMauma BCNeaCcTBME Ha-
pyLLUEHNA NOCTMUTPALMOHHOIO Pa3BUTKA C MOAKOPKOBLIM NN TPAHCMAHTUNHbBIM KOMMO-
HeHTOM (puc. 1, 2, Tabn. 1). B 2 (28,6%) cnyyaax nmenacb J1eBOCTOPOHHASA JIoKanmsauums,
B 3 (42,9%) - npaBOCTOPOHHAA, B 2 (28,6%) — AaBycTopoHHAA. ConyTcTByIOWMe Lepe-
6panbHble Manbdopmaumm nprucyTcTBoBanu B 6 (85,7%) HabniogeHmaX: wWnssHuedbanma —
1 (14,3%), areHe3una mo3onuctoro Tena — 1 (14,3%), rmraHTCKaa apaxHoMAanbHasA KMCTa —
2 (28,6%), oTcyTCTBUME NpO3payvHom neperopoakm — 1 (14,3%), ymeHbLLeHre runnokamna —
1 (14,3%), acummeTpuna xenygouxkos — 3 (42,9%), MB-I'T -1 (14,3%).

Snunencua npucyTcTBoBana B 6 (85,7%) cnyyaax. OTCyTCTBME SNUNENTUYECKUX NpU-
CTynoB Habntoganock y pebeHka 11 neT ¢ ABYCTOPOHHeN retepotonueit 4-ro Tuna (puc.
2A, B, Tabn. 1). Bo3pacT gebtota anunencum coctasun 6 [1,2; 9,75] net. ¥ 5 (83,3%) ueno-
BeK anunencus 6oina dokanbHas, y 1 (16,7%) — reHepanusoBaHHas. Mimenucbh cnegyowne
BMAbI SNUNENTUYECKNX NPUCTYNOB: poKanbHble — 5 HabnoaeHuin (83,3%), TOHUKO-KNOHU-
yeckme — 2 (33,3%), MmoknoHunyeckme — 1 (16,7%), NpuCTynbl NpekpalleH1a asuraTenb-
HoW akTuBHoCTU — 1 (16,7%), pebpunbHo npoBoumpyembie — 1 (16,7%). Hi B ogHOM chy-
yae He HabnLaNOCh ANunenTUYeckoro ctatyca. ¥ 3 (50.0%) naumeHToB NPUCTYMbl HbinK
exxefHeBHble, y 2 (33,3%) — exxeHegenbHble, y 1 (16,7%) — exxemecayHble. IHTepuKTanbHas
anunenTMPopMHan akTMBHOCTb NpUCyTcTBOBana y 6 (85,7%) uenosek: B 5 (71,4%) cnyyasnx

A. Axial, T2-WI B. Axial, Ax FSPGR BRAVO C. Coronal, T2-WI D. Axial, T2-WI

y

E. Axial, T2-WI F. Coronal, T2-WI G. Axial, T2-WI H. Coronal, T2-WI

Puc. 1. KpuBonuHeiiHas I'T c nukBoponogo6HbIMN npocTpaHcTBamu, TUN 2¢: A-C — nayumeHT 1;

D - naumeHT 2; E, F - naumneHT 4; G, H — Tun 2c c areHesunenn MT n apaxHonganbHbIMU KUCTaMU, NaLMeHT 6
Fig. 1. Curvilinear HET with CSF-like spaces in right hemisphere, type 2c: A-C - patient 1; D - patient 2;

E, F - patient 4; G, H - type 2c with CC agenesis and arachnoid cysts, patient 6
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A. Axial, T2-WI

D. Sagital, T1-Flair E. Axial, T2-WI F. Coronal, T2-WI

Puc. 2. 4-i1 Tun, manbgpopmauun BCieACTBIE HAPYLIEHNA NOCTMUTPALIOHHOTO pasBUTUA

C NOAKOPKOBbBIM WIN TPAHCMaHTNIIHbIM KOMMNOHEHTOM: A, B - TpaHCMaHTUIIHbIe cToN6YaTble

1 Beepoo6pasHbie I'T + wenb (Tun 46, nayuent 3); C, D - rny6oko saatowasnca I'T (Tun 4e, nayueHT 7);
E, F - rny6oko Baaowasnca I'T, remeHHO-3aTbinouHblill pernoH + MB-I'T (Tun 4c, naymeHT 5)

Fig. 2. Type 4, malformations due to abnormal postmigrational development with subcortical

or transmantle component: A, B - transmantle columnar and fan-like HET + clefts (4b, patient 3);

C, D - deeply infolded HET (4e, patient 7); E, F - deeply infolded HET, parieto-occipital region + PV-HET
(type 4e, patient 5)

pervioHanbHas, B 1 (14,3%) - auddysHaa. GapmakopesncTeHTHoOe TeueHue 6bino y 4
(66,7%) uenosek. MpenapaTtbl BanbNpoeBOW KNCIOTbl MPUMEHANNCH B 5 ciyyasx (83,3%)
¢ yactnuHom 3ddekTuBHocTblo. KapbamaszenuH 6bin HasHaueH y 4 (66,7%) nauneHToB:
B 1(25,0%) cnyuyae 6bl1 JOCTUIHYT MOJHBIV KOHTPOJb Haf npuctynamu, B 1 (25,0%) - va-
CTUYHBIN, B 2 (50,0%) - 3 deKkTa He 0OTMeUeHO. JTaMOTPUAXKMH NpUHUMan TonbKo 1 (16,7%)
nauneHT C YaCcTUYHON 3P PeKTUBHOCTLI0. ToNnMpomaT NCrosb3oBanu B 4 HabnoaeHNAX: B
1 (25,0%) npuctynbl 66111 KynupoBaHbl, B 2 (50,0%) — yacTuuHoe cHuxeHue, B 1 (25,0%) -
addekTa He 6bino. JleBeTupauetam npuHumanu 3 (50,0%) naumeHTa: y 1 (33,3%) 6b1510 OT-
MEUEHO CHUXKeHKe YacToTbl NPUCTYNOB, Y 2 (66,7%) — 6e3 sddekTa.

WHTennekTyanbHble HapyleHua npucyTcTBoBanu y 5 (71,4%) uvenoBek: nerkue —
y 3 (42,8%), ymepeHHble - y 1 (14,3%), BbipaxeHHble — y 1 (14,3%). B 2 (28,6%) HabniogeHu-
AX VHTENNeKT Obin coXpaHHbIN. B cnyyaax ¢ coxpaHHbIM MHTENIEKTOM 3TO Oblnn naumeH-
Tbl O 2-M TUNOM I'T c oTCyTCTBUEM FPYObIX CONYTCTBYIOWMX LiepebpanbHbiX aHoManuii: B
O[HOM Cjlyyae conyTcTByioLme MmanbdopmaLmm oTCyTCTBOBaN, B pYyrom umenach fivilb
aCMMMETPUA XKeny[oUYKoBOW cucteMbl. Y oboux naumeHToB 6bina anunencusa (B ogHOM
cnyyae papmakopesncTeHTHas, B APYrom — HeT). [pybble nHTenneKTyanbHble HapyLleHus
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npucyTcTBoBanu y pebeHka c 4b tunom CBK-IT, y koToporo nomumo I'T 6binu Takme co-
nyTCTBYIOLWME LiepebparibHble aHOManuu, Kak Win3sHuedanusa n oTcyTCTBUE NPO3payHOn
neperopofku. HTepecHbIM aABnAeTcA ToT GaKT, YTo y AaHHOro naumeHTa He 6bino snu-
nencun. 3To MOXeT YKa3blBaTb Ha TO, YTO NPUYNHON KOTHUTUBHbIX HapyLUEeHN ABNAETCA
He 3nunenTuYeckan sHuedpanonaTma, a HenocpeacTBEHHO SHUedanonaTns passuTua, 06-
yCnoBfieHHasa MHOXKeCTBEHHbIMY ManbdpopmMaLmammn. Bmecte ¢ Tem y pebeHka nmenmce u
BbIpa)KeHHble ABuraTenbHble HapyLeHuWs.

PaccTpolicTBo peun 6bino BbiABEHO Y 2 YenoBek (B 1 cnyyae peyb Obina npepcras-
NeHa NuLlb OTAeNbHbIMW CNOBaMW, B APYrOM — OTCYTCTBOBana BoBce). [lBuratenbHble Ha-
pyweHus npucyTcTteoBanu B 3 (42,9%) HabnogeHuax: No 1 cnyvato Nerknx, ymepeHHbIx
N BbIPa)KeHHbIX PacCTpolrcTB. Hanbonee Taxenble ABuratenbHble HapyweHUa Gbinu y
naumeHTa ¢ 4-m Tinom CBK-I'T ¢ Hannumem conyTcTByloWel Wr3sHUedanum (puc. 2A, B,
Tabn. 1). OgHOBpPeMeHHOe pPacCTPONCTBO ABUXKEHWUI Y UHTENNEKTa NPUCYTCTBOBaNO y 3
(42,9%) petein — BCe NaLMeHTbl, UMeloLMe ABUraTebHble HAPYLUEHNA, UMENN N NHTeNeK-
TyanbHYI0 HeJOCTaTOUYHOCTb.

Ta6bnuua 2

Knaccndukauums rereporonuii (I'T) ceporo BewecrBa (Oegema R. n coaBr., 2019)
Table 2

Classification of heterotopic gray matter brain malformations (Oegema R. et al., 2019)

1. BpoxxgeHHaa Mukpouedanua c HapylweHneM npeMurpaLoHHo nponudepauumn n pasanyHbIMU
aononHutTenbHbimm MKP

1a.Y3noBas ['T B nepuTpuroHanbHon obnactu

2-1. Anddy3sHan KopTuKanbHana n cy6KopTMKanbHasa gucreHesns

2a. AnddysHana neHtoBmpaHaa M

2b. Me3unanbHas napacaruttanbHas ['T, Chudley - McCullough cuigpom

2-1I. MynbTudokanbHas unu ¢pokanbHasa KOpTUKanbHasa U cy6KopTUKanbHas gucreHesus

2c. KpuBonviHenHas reTepoTonus ¢ IMKBOPONOAOOHbIMM NPOCTPaHCTBaMU (YHU- Unn bunaTtepanbHas)

2d. KpmonvHeiiHaa ['T ¢ areHe3mnein MT 1 uHtepremmncdepHbiMm Knctamm (Bceraa fBYCTOPOHHAA)

2e. TpaHCMaHTWIAHaA ctonbyatasa I'T

3. Manbdopmauuu BcneacTBe aHOMaNbHOM MUrpaLn

3a. ManbdopmaLmm ¢ Hepo3neHANMaNbHbIMU aHOMaNNAMU: NepPUBEHTPUKYNApHaa MM

Manbdopmauun BcnefcTBME aHOMaIbHOW reHepanu3oBaHHOW TPAHCMaHTUIHOM MUrpaumn: (CMHAPOM
[IBOVIHOW KOpbI)

4. Manbd)opmal.wm BCneaAcCcTBME HapylleHNA NOCTMUrpaLnoHHOro pa3BnuTA C NOAKOPKOBbIM Unn
TpaHCMaHTMﬁHbIM KOMMOHEHTOM

4a. lWn3sHuedpanuns

4b. TpaHCMaHTUIHble cTONGYaTble 1 BeepoobpasHble I'T + wenb

4c. Iny6oko Baatowanca M — TeMeHHO-3aTblIOYHbI PErMOH

4d. Tny6oko Baatowasnca I'M — napacaruTTasbHblii pervoH

4e. ny6oko Bpatowanca ['T — gpyrue pervoHbl

5.TTc ABYCTOPOHHUMMW CIOXKHbIMWN NAaTTeépHamMun

5a. MukpoBeHTpuKysbl ¢ [T (nogo6Ho rononpo3saHuedanum)

5b. «Mo3r B mo3re»

5¢. CnoxHas xaotudyeckas I'T
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Cy6KOpTVIKaJ1bHaﬂ reTepoTonnA CEPOro BelecTsa: onvcaHue 7 cinyyaes

CefieHVA 06 OKPYKHOCTVM rofioBbl 6blIM M3BECTHbI ANA 4 NaumeHToB, y 1(25,0%) 13 Ko-
TOpbIX MMenacb MrKpouedanma. PacCTpocTBO ayTUCTUYECKOro CNeKTpa NprcyTCTBOBAo
B8 1(20,0%) HabntogeHUK 13 5, AN KOTOPbIX MMeNacb COOTBETCTRYoWan nHbopmauums.

Ha momeHT cbopa faHHbIX y 2 (33,3%) naumeHTOB AOCTUTHYTa MeANKaMeHTO3Has pe-
MUCCKA MO 3NUAENTUYECKUM Npuctynam, y 4 (66,7%) — npuctynbl coxpaHaAtoTca. Oba na-
LUMeHTa, BOCTUIWNX peMmmuccnm, umenin 2¢ Tun CBK-I'T. 0606LweHHaa nHpopmauma o nayu-
eHTax npepcTassieHa B Tabn. 1.

Cpegau stnonorunyeckmx Gpaktopos B pa3sutum I'T Hanbonee BaXkHYy0 pPOnb UrpatoT re-
HeTnueckue. Mpu CBK-I'T obHapy»eHbl rOMO3UrOTHbIE MyTaLUW B TakKX reHax, kak TUBB,
KATNB1, CENPJ, EML1, GPSM2, 1 retepo3uroTHble myTauun B reHe OFD 1. HapyLweHune Kpo-
BOOOpaLLeHNA BO BHYTPMYTPOOHOM nepurofe Takxe MoxKeT ObiTb npuumHon CBK-T'T.

CoBepLUeHCTBOBaHME METOAOB HeNpPOBM3yanu3auumn M reHeTUYeCcKUX unccnefoBa-
HUI TpebyeT NOCToAHHOro obHoBNeHNA Knaccudukauun MKP. Bnepsble npefgnoxeHHan
Barkovich et al. B 1996 r. knaccudukauma MKP B nocnegytowem HEOQHOKPATHO ycoBep-
weHcTBoBanacb B 2001, 2005 1 2012 rr. B 2019 r. Oegema R. et al. Ha ocHoBaHMM aHanM3a
107 naumenToB ¢ CBK-I'T npeanoxunm HoBbI BapuaHT KnaccupukaL v reTepoTonuin ce-
pOro BeLlecTsa, CornacHo KoTopor 6bi1o BblgeneHo 5 rpynn (Tabn. 2) .

lpynna 1 - BpoxaeHHasa Mmukpouedanua ¢ HapylleHWeM NpeMuUrpauoHHON Nponu-
depaumm n paznnuHbiMm gononHuTenbHbiMu MKP, BKntouaeT B ceba y3nosyto I'T B nepu-
TPUroHanbHOM pervioHe. Bce naumneHTbl umetoT Mmukpouedanuio u ysnosyto I'T, pacnono-
XeHHylo B 0651acTV 3afIHEro NepuUTPUroHanbHOro ONTUYECKOro MyTW. DTOT MaTTepPH He-
penko accoummpoBaH ¢ myTaumamm B reHax TUBB, KATNB1 1 CENPJ.

lpynna 2-1 - puddysHana KopTrKanbHaa 1 cybKopTMKanbHasa AncreHesuns, BKIoYaeT
B ce6a auddysHyto neHtosugHyto I'T (2a) n me3manbHyto napacaruTTanbHyto I'T (26). Ba-
pUaHT 2a xapaKkTepusyeTca Hannumem mMeransHuedbanuy B codeTaHUK C NeHToBUAgHON [T,
npefcTaBneHHON B BUAE HEMPEpPbIBHOrO ABYCTOPOHHErO TAXa Ceporo BeLlecTsa, pacno-
NOKEHHOTO B NOOHbIX, TEMEHHbIX 1 3aTblJIOYHbIX fONIAX 6€3 CBA3U C BblLenexallen Kopow.
Kopa BbIrnAauT TOHKOM 1 AMCNNACcTUYHOMN, C Hernybokumm 6opo3gamu. AsnaeTca KpaHe
peaKMm NOpoKOM Pa3BUTUA, OMWCaH Y NaLMeHTOB C 6rannenbHbIMA MyTaLuUAMA B reHe
EML1. BapuaHT 26 xapaKkTepusyeTca HeMpOCEHCOPHOW TYroyxoCTbio B coueTaHum ¢ [T,
pacnpocTpaHaioLenca Baosib Me3nanbHON CTOPOHbI HOKOBBIX »KefyaovKoB (HanoMUHa-
eT nonMMuKpormpmio). Hepeako couetaetca ¢ ApyrumMmm LepebpanbHbIMY aHOManUAMn —
Ancnnasven Mo3»Keuyka, aHOManuAMM MO3O0SINCTOro Tefla, apaxHOUZANbHbIMUN KNCTaMM.
OnucaHa y naumeHToB ¢ 6rannenbHbIMM MyTaunamu B reHe GPSM2.

lpynna 2-1l - mynbTudokanbHaa unu dokanbHas KopTrKanbHaa u cybKopTKanbHas
[UCreHesnn, BKoYaeT B cebA BapuaHTbl: 2C — KPUBOJIMHEWNHYIO reTepoTOnuio C JIMKBO-
ponofobHbIMU NPOCTPaHCTBaMM (YHU- unu 6unatepanbHyto), 2d — KpuonuHenHyto I'T ¢
areHesvell MO30JIUCTOro Tena U nHTepreMmmnchepHbIMU KNCTaMul, 2e — TPaHCMaHTUIHYI0
cton6uatyio I'T.

BapuaHT 2c o6bluHO npepcTaBnseT cobon T GonblIMX pa3mMepoB, 3aHMMaIOLLYO
OfHY UNUN Heckonbko ponen. [T He nMeeT NNaBHOM NMHWM UM KPUBOMN, @ Kak Obl «Kpy-
XWT» B pa3Hble CTOPOHbI (OTCIoAa 1 Ha3BaHMe «KPUBOJIMHENHAsAY») U BCeraa coeguHaeTca
C Bbllesnexaleln kopoi. B coctase I'T ecTb NIMKBOPOMNOLOOHbIE MPOCTPAHCTBA, KOTOpbIe
MOTYT 6bITb Kak BeCbMa 3aMeTHbIMU, TaK U cfierka BugmMmbimu. BapraHT 2d xapaktepu-
3yeTcA ABYCTOPOHHMMU KpUBOAUHEHbIMU [T B coueTaHUn C areHesnen MO30/UCTOro
TeNla U MHOXEeCTBEHHbIMU MHTepremmncdepHbIMM KUcTamu. [1nsa BapraHTa 2e XxapakTepHo

144 "Laboratory Diagnostics. Eastern Europe', 2022, volume 11, N2 2



OpurrHanbHble nccnefoBaHNa
Original Researches

Hanuume y3Kol NONOCKN reTepoTONMYECKOro Ceporo BellecTsa, NPOCTUPAIOLLErocs, Kak

KNWH, NepneHanKynapHO OT SMeHAUMbI K Kope.
lpynna 3 — manbdopmaLiv BCneacTsrie aHOManbHOM MUrpaumu, BKYaT Manbdop-

MaLun C Hepo3neHANManbHbIMU aHOManuaMK (nepuseHTpuKynapHas M) n manbdop-

Mauun BCNeacTBMe aHOMaslbHOW reHepann3oBaHHOWM TPAHCMAHTUNHOM MUrpaumm (CUH-

LPOM ABOWHOW Kopbl). [laHHble ManbdopMaLmn He paccmaTpuBatoTcs B pasgene CbK-TT.
lpynna 4 - manbpopmaumm BCnefcTBre HapyLleHMsA NOCTMUTPaLMOHHOIO pa3BUTUA

C NOAKOPKOBbIM UNI TPAHCMAHTUNHBIM KOMMOHEHTOM, BK/OUAOT BapraHTbl 4a — LLIN33H-

uedanuio, 46 — TpaHCMaHTUIHbIEe cToNbYaTble 1 BeepoobpasHble T + wenb, 4 — rnyboko

Baatowanca ['T (TemeHHO-3aTbINOYHbIN pernoH), 4d — rnyboko Baatowasca I'T (napacarut-

TaNbHbIV pernoH), 4e — rnyboko Baatowanca I'T (gpyrue pervioxsl). Ana I'T 46 xapakTepHo

Hanunume wnssHuepannm B COYETaHNM C TPAHCMAHTUIAHON BeepoobpasHoi I'T B pasHbIX

nonywapusx. ['T 4c-4e xapaKkTepu3yloTca:

1) pacwvpeHrem NPOTMBOMONIOXKHbIX KOPTUKANbHbIX C/I0EB, pa3feNneHHbIX CMMHHOMO3-
roBOW XXMAKOCTbIO, BAAKOWMXCA B ryb6oKoe H6efoe BelecTBo, HO B YETKOWM HenpepbIB-
HOCTWU C BblleneKallen Kopowu;

2) nerkum yTonieHmem (5-10 MM) 1 HepaBHOMEPHOCTbIO BCEX MM BOMbLIE YacTU yyacT-
KOB KOpbl, BbICTUNAIOLKMX faHHOe yriybneHue (CooTBETCTBYET NOAUMUKPOrNPUN);

3) yeTKOW CBA3bIO MPOCTPAHCTB CMMHHOMO3TOBOW »KUAKOCTY C Bbllenexalymm 6opos-
Lamu 1 cybapaxHouanbHbIM NPOCTPAHCTBOM, 6e3 CBA3Y C KenyaouKamm.
lpynna 5 —I'T c ABYCTOPOHHMMM CIIOXKHbIMM NaTTEPHaMMU, BKNIOYAIOT B Ce6A BapuaHTbl:

5a - mukposeHTpuKynbl ¢ I'T (nogobHo rononpo3sHuedanun); 5b — aHomanuio «<Mo3r B

MO3re»; 5C — CNoXKHYto XxaoTnyeckyto I'T. BapnaHT 5a xapakTepusyeTcsa oTcyTcTBreM 60Ko-

BbIX XeJlyOUYKOB MJIN OYEHb MaNeHbKMM X pa3mepamMm, HepasgeneHHbIMN Tanamycamm

n sHuedanouene. I['T npeacTaBneHbl rMyO6OKNMU WENAMN, BbICTAAHHBbIMU ANCMNACTUYHON

Kopoi. BapuaHT 5b npepcraBnseT coboi cnoxHyio Manbbopmauuio B Buae cpeguHHoON

Macchl ANCMIACTUYECKON KOPbI C rononpo3sHuedanbHbiMy YepTamu. [Ana 5¢ xapakTepHo

Hanvume BbICOKOLE30PraHN30BaHHbIX CYOKOPTUKanbHbIX ManbdopmMaLuui ¢ auddysHbiM

1 6unaTepanbHbIM BOBIEYEHWEM.

Oegema R. un coasrt,, onucas 107 HabnogeHun ¢ CBK-I'T, npoaHanu3uposanu camyto
60nbLUyI0 13 BCEX KOrAa-nMbo onrcaHHbIX KOropTy NaLMeHTOB C JaHHbIM NMOPOKOM pas-
BUTUA. KnuHnueckre faHHble B 3Tol paboTe 6bIM M3BECTHBI ANnA 68 yenosek. /13 68 na-
LMEeHTOB HOPManbHbIN MHTENNEKT 6bl1 Y 19%, B 60NbLUINHCTBE e HabnogeHnn nMenocb
HapyLleHne NCXopeyeBoro, ABMUraTeNlbHOro Pa3BUTUA, a TakKe HapyLLUeHre noBeaeHnn
pasnMYHON CTeneHn BbipaXKeHHOCTW. dnunencus 6bina anarHocTpoBaHa B 69% cnyyaes
C BO3pacTOM Hauana oT HeoHaTaslbHoro nepuoga fio 25 net, BHeLepebpanbHble aHOManum
(rnas, KoHeYHoCTel, reHUTanuin) — B 48%. NMoMUMO reTepoTONUI, 6ONBLUMHCTBO NaLNEH-
TOB MIMENU HEKOpPTUKasbHble LepebpanbHble aHOManumu: NaToiornio Mo3oNnucToro Tena
(64%), 6a3anbHbIX raHrnveB 1 Tanamyca (40%), Mmo3xeuka n/unu cteona (44%).

KpuBonuHeliHaa retepotonusa C NMKBOPONOAOOHbIMY NPOCTpaHCTBaMu Obina Hau-
6onee yacTbiM BapraHTOM B ncciegyemolnt koropte — 61 (57%) uenosek. K HacToawemy
BpeMeHn 3To camas 6onbluas rpynna nauneHToB, onrcaHHasA B nutepatype. 13 naunex-
TOB VIMENWU HOPMasibHble UHTENNEKT 1 ABUraTeNbHOE Pa3BUTUE, UTO HEOOLIYHO ANA Ta-
Ko 6onbwort MKP. ABTopaMu He YCTaHOBNEHO KOppenALmnmy Mexay pagnuonorniyeckimm
[OaHHBIMU U KITIMHUYECKMMU NposABieHnaMn. B paHee onmncaHHONM rpynne nauyMeHToB C
aHanornyHow reteportonven (24 yenoseka), NOMUMO 3NUNENTUYECKUX MPUCTYMNOB, BCE
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Cy6KOpTVIKaJ1bHaﬂ reTepoTonuA Ceporo BellecTsa: onucaHue 7 cnyvyaes

UMenu NMpamMnaHble 3HakW, NPerMyLLeCTBEHHO Ha CTOPOHE, KOHTpanaTepasbHON nopa-
XeHHomy nonylapuio. B gpyrom nccnegosaHum cpaBHUBanochb 9 naumeHtos ¢ MBI 9 ¢
ofHOBpemeHHbIM Hannunem MBI n CBK-T'T. B nocneaHeir rpynne Habnoganucb xyglimve
nokasaTenu VHTenneKkTa 1 bonee BbICOKasA YaCToOTa HapyLUEHWI ABUraTeNbHOTO Pa3BUTHA.
WNHTepecHbIM NpefcTaBnaeTca ToT GakT, UTO HU B OLHOM Cllyyae y NaumeHTOB C KpUBO-
NIMHEWNHOW reTepoTonunen U NNKBOPONOAOOHBIMW MPOCTPAHCTBAMU He OblNo BbIABNEHO
KaKnx-nnbo MyTaumin n HacnefCTBEHHOW OTATOLEHHOCTH, UCXOAA 13 Yero aBTopamu Obin
npeanosioXeH NOCT3UFOTUYECKNIN XapaKTep MyTaLuin AnA 3TOro nopoka pa3sutuA. Bce
onucaHHble paHee myTauum npu CKI Habnoganucb y nauMeHToB C ABYCTOPOHHUMY MO-
paxeHuamu (1-a 1 2-a rpynnbl B Knaccudrkaumm).

Mo Hawwmm gaHHbIM, CBK-T'T 2¢ TNa (KPUBOAUHEHAA reTepoTONNs C IMKBOPONOA06-
HbIMW MPOCTPAHCTBAMM) TaKxe Oblna Hanbonee YyacTbiM BapMaHTOM 1 BCTpevanach B 4
(57,1%) n3 7 HabnogeHWin. Y Bcex NaumeHToB Obinn anunenTuyeckne NpuUcTyrbl, Of4HaKO
WHTeNNeKTyasbHble HapyLIeHWA NPUCYTCTBOBAI TONBbKO Y MOMOBUHbI U3 HAX U OblIN Bbl-
paeHbl B nerkon cteneHu. HM y Koro U3 nauMeHToB 3TON rpynmnbl He BbIABIEHO HapyLue-
HWUI peyn, a ABUraTebHble PacCTPONCTBa OTMEYanUCh ToNbKo B 1 (25%) cnyvae n 6binu
npepacTasneHbl B nerkon popme. imeHHO B 3TON rpynne naumeHTbl 4OCTUMN MeANKaMeH-
TO3HOW peMuccmm Ha GoHe npriema NPOTUBOCYLOPOXKHbIX JIeKapCTBEHHbIX CPeACTB.

BTtopbiM Hambonee yacto BcTpevaowmmca BapnaHtom CBK-I'T B pabote Oegema R.
N coaBT. 6bin 4-i1 (4c-4e) Tvn retepotonum — y 10 (9,3%) n3 107 nauymneHToB. KnnHuye-
CKMe faHHble Obinu N3BeCTHbI ANA 6 U3 HUX: Y BCeX Oblna 3afiepKa MOTOPHOrO pa3BUTUS,
y 4 Obin BbIABNEH CNAcTUYECKUIA CUHAPOM, 3 NauueHTa UMeNN MHTeNNIeKTyanbHble Hapy-
WeHuA. Snunencuio umenu 3 naumeHTa ¢ BO3pacToM Havana B nybepTaTHOM nepuope,
OCTaBLUMecA NaumneHTbl He JocTurnm nybepTtaTta Ha MOMEHT aHanv3a AaHHbIX. [AnAa 3 naym-
€HTOB Oblna 13BeCTHa OKPY>KHOCTb FOJI0BbI, M BCE OHW UMenn MuKpouedanuio.

DanHbin Bug CBK-T'T BcTpeyanca y 2 (28,6%) nauneHToB Halel Bbibopku. Oba umenu
anunencuio ¢ Bo3pacTtom aebiota B 3 mecAua 1 3 rofla v MHTENNEKTYalbHble HapyLleHUA
B IErKOW N yMepPEeHHOW CTeNeHN COOTBETCTBEHHO. YMEpPEHHble ABUraTeNbHble HapyLleHunsA
npucyTcTBoBanu y 1 naumeHTa. B obounx cnyyaax naumeHTbl He AOCTUMIN MeAMKAaMEHTO3-
HOW pemMmnccnn Npu NCNob30BaHMM NPOTUBOCYAOPOXKHbIX TeKapCTBEHHbIX CPefCTB.

Hanbonee Taxenble KAMHMYECKME NMPOABIIEHNA B BUAE BblPaXKEHHbIX ABUraTeNIbHbIX
W MHTENNEKTYaNbHbIX HAPYLIEHWI B Hallel KoropTe umen naumeHT ¢ 4b tmnom CBK-TT.
OTcyTCTBME 3NMNENCUN B JaHHOM Cllyyae, BepOATHO, 06yCIOBNEHO MasibiM NEPUOAOM Ha-
6ntofeHna (Ha MOMeHT cbopa faHHbIX NauMeHTy 6b110 5 NeT) N He NCKoYaeT ee Noage-
HUA B 60s1ee No3gHeM Bo3pacTe.

B 3AKJTIOMEHUE

MonyyeHHble Hamy AaHHble cornacytoTca ¢ gaHHbiMM Oegema R. n coaBT. U cBuae-
TENbCTBYIOT O TOM, YTO Haubonee yacton popmon CbK-I'T ABnAeTca KpMBONMHeNHas re-
TepoTonua (2¢ Tun), B MeHbLUen cTeneHun 4-1 (4c-4e) Tn. OnNucaHHble Kak KparHe pegkne
BapuaHTbl 1-11 1 5-i Tnbl CBK-I'T oTcyTcTBOBaNM B Hawem Koropte. OCHOBHbIMM KNUHNYe-
CKUMU nNpoasneHnamn y naumeHtos ¢ CBK-I'T ABnATCA anmnencua u MHTeNNeKTyanbHble
HapyLleHWA, B MeHbLUEN CTeNEHWN — ABUraTeNibHble PacCTPONCTBA U ayTU3M.
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