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(MEFTAAEHLEDAAIN) Y AITEV

Peszrome. Cmammio npucesuero npobaemi dughepenyianrvHoi diaenocmuku makpouyeghanii 6 Heliponediampuuniil
npakmuuyi. Ha niocmasi ananizy cyuacrnoi aimepamypu Hagedeno 0emanbruil OnNUC KAIHIMHOI KapmuHU, nioxodie
do diaeHocmuku ma AiKY8aHHs CMAHie, Wo cynposooxcytomscs makpoyeganicio. Ocobaugy ysaey 6 cmammi
NpuUoineHo NUMAaHHK NOEOHAHHA MAKpoyehanii 3 eeHeMmuuHUMU 3aX60PHGAHHAMU Y Oimell. Y danuil uac dana
npobaema mano euceimaeHa K y 3aKopO0oHHiil, max i eimuusHanii aimepamypi. [Ipu obcmedicenni nayichmie
3 Makpoueganiero y gaxieyie mae oymu HACMOPONICEHICMb U000 2eHeMUUHUX CUHOPOMIB, U0 MONCYMb Aedcamu
6 0cHO8I 3axeopiosants. Hasedeno Kainiunuil npukaad oumunu 3 Makpoyeganiero, y skoi 6ya0 diaeHocmosao

PpiokicHe eeHemuuHe 3ax60prosants — cunopom Comoca.

Karouoei caosa: makpouepanis, poznradu aymucmuuno2o cnekmpa.

Jo ximiHiku autsadoi rcuxoHeBpoJiorii AY «lHcTuTyT
neniaTpii, akymepcrna i rinekosnorii HAMH Ykpainu» yacto
3BEPTAIOThCS OAThKU MALIi€EHTIB, SIKi MaIOTh 3aTPUMKY IICHX0-
MOBHOTO Ta COLiaJIbHOTO PO3BUTKY, Pi3HOMAHITHi IMOPYILIEHHS
noBeniHku. Hepinko y aiteii 3 MoaiOHUMM cKapraMmu JiarHoc-
TYIOThCS po3iaau ayrTiuctuaHoro criektpa (PAC), y tomy uunci
BTOPMHHI CTOCOBHO T€HETUYHMX 3aXBOPIOBaHb. 3a HALLIUMU
CITIOCTEPEXKEHHSIMU, Y TAKUX MAILIEHTIB YaCTUM CHUMITTOMOM
€ 30UJIbIIIEHHSI PO3MIpiB TOJIOBU — CUMIITOM, 11O MOXE
CTAHOBUTH 3HAYHY LIiHHICTh I ArudepeHIIiaabHOI JiarTHOC-
THKH. Bimomo, 1110 Makpoiiedaltis € 40CTaTHBO ITOIINPEHNM
i reTeporeHHMM MaTOJIOTIYHIM CTAHOM, 11O 3 SIBJIIETHCS IIPU
3HAYHil KiTbKOCTI pi3HOMaHITHMX 3aXBopioBaHb. Ha choromni
YiTKi aITOPUTMU BEACHHS MALlIEHTIB i3 Makpouedaieto Bia-
CYTHIi SIK B YKpaiHi, Tak i 32 KOpIOHOM. Y Hallliii poOoTi M1
crpoOyBaju MpoaHaslizyBaTi Makpoliedalito siK MposiB Mo-
PYILEHHST PO3BUTKY MO3KY Y JIiTeii 3 po3/1aiaMy ayTUCTUIHOTO
CIIEeKTpa, a TAKOXK MiIX01u 10 TudepeH 1ialbHOI 1iarHOCTUKHU
JTAHOTO CTaHY.

Maxkpouedanis BU3HaAYa€THCS SIK 30iIbIISHHS 10~
TUINIHO-(PPOHTAIBHOI OKPYKHOCTI rooBu (OI) Oinbin
HiX Ha 2 cTaHgapTHUX BimxujgeHHs (SD) ans maHoro
BiKy Ta crati (To6To > 97-ro nepueHTuis). Jleski aBro-
pU MPOIMOHYIOTh BBaXkaTu Makpoledasicio 30iIblIeHHs
OKPYKHOCTI T'OJIOBH OijbIle HiX Ha 2,5 SD (6inb1re 99,6-ro
nepueHTuist) [1, 2].

[TprumHOI0 aHOMaILHOTO 30UTBIIIEHHS PO3MIpiB TOJIOBU
MO3Ke OyTH 30iJTBIIEHHS KiCTOK Yeperia abo CTPYKTYP, 1110 3Ha-

XONISIThCS B UepEeIHiit KOpoOlli (TTapeHXiMK rOJIOBHOTO MO3KY,
KpOBI, JIIKBOPY).

Vrepire kiacudikaliis Makpouedatiii y miteii Oyia po3-
pobieHa B 1986 p. DeMyer [3] Ta 1onoBHEHA y TOJAIBLIOMY
Bodensteiner et Chung B 1993 [4] Ta Williams y 2008 [1].
Krnacugikarist 6a3yeThcs Ha €TiOJIOTi1 po3Iamy, a TAKOXK HasIB-
HOCTI CyIyTHiX BaJl pO3BUTKY, ITOPYILIEHb META00JIi3MYy Ta 3MiH
TOJIOBHOI'O MO3KY MPU HelipoBi3yatizallii.

3ajiexkHO Bill eTiosorii YMOBHO BUIUISIIOTHCSI TaKi TUIU
Makpouedatii:

1) meraneHuedatist — 30iIbIIEHHST TAPEHXIMU MO3KY;

2) rigporuedaltist — 30UIbIIIEHHS BMICTY JIIKBOPY;

3) rinepocTo3 — 30UTBIIIEHHS PO3MipiB KicToK yepera [1].

VY 3akopaoHHi#t JiTepaTypi TepMiHM «Makpoluedatis»
Ta «MerajeHIedatiss» 4acTo BAKOPUCTOBYIOTh SIK CHHOHIMU.
Taxum yuHOM, ITig Makpoledaiero mepeBakHO PO3yMilOTh
30UIbIIIEHHS PO3MipiB FOJI0BU 32 PAXyHOK IMAPEHXiMU T'OJIOBHO-
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roMo3ky [1]. Y Ha1ttiit po6oTi My pO3IJISTHEMO IEPEBAXKHO Ma-
Kpouedaito K pe3yybTaT 30UIbLIEHHS TapeHXiMU TOJIOBHOTO
MO3Ky. MeTtoau HelipoBisyasisalii MOXYTh AaTH J1OJAaTKOBY
iH(opMallito 151 OIIIHKY PO3MipiB TOJJOBHOTO MO3KY, OJIHAK
HaMOLTBII 3pYyYHMM i HAIITHUM METOJIOM JTIarHOCTUKKA MaKpo-
nedaltii € BUMipIOBaHHST OKPYKHOCTi TOJIOBH.

BumMipioBaHHsS MOTMIMYHO-(POHTAIBHOI OKPYKHOCTI
TOJIOBU MPOBOJAUTHCS IIJISIXOM HAaKJIaAeHHSI CAHTUMETPOBOI
CTPiuKM I103aay MO HAMOUIbII BUCTYHAIOYill YaCTUHI I10-
TUJIMYHOI KiCTKM, a Cepeay — IIO JIiHii HanOpiBHUX OYT.
CaHTHMETpOBa CTpiuKa, 1110 BUKOPUCTOBYETHCS IS BUMipY
OKPY>KHOCTI TOJIOBU, HE TIOBMHHA PO3TATYBaTUCh. [1maHoBe
BUMIipIOBaHHSI OKPY>KHOCTI FOJIOBU ITPOBOJISITH Bil HAPO/KEH-
H$1 10 TpupivHOTO BiKy [5]. [Tpn o1iHIIi OKPY>KHOCTI TOJI0BU
MOBUHHI OyTH BpaxoBaHi cTaTypa, a TaKOX €THiYHA IIprHAa-
JIEXKHICTb natieHTa [6].

BumMipioBaHHs MOTMIMYHO-(POHTAIBHOI OKPYKHOCTI
TOJIOBU Y HOBOHAPOIKEHUX MOXe OyTU HeiH(DOpMaTUBHUM
110 3—4-1 1oOM XXUTTS 32 HASIBHOCTI Ke(paioreMaTom, 111BiB a0
MiCJISINOJIOTOBUX 3MiH KOHIirypailii ToJioBU. Y miTeit OuIbII
CTapIIOro BiKy IMOXWOKM BUMipIOBaHHSI MOXYTb BUHUKATU
BHACJTiJOK T'yCTOTO Bojioccs, IeeKTiB abo rirepTpodii KicTok
yeperna [7].

3arino3puT B IMTUHU MaKpoliedatiio MOXHa 3a HasiB-
HocTi xoua 6 omHoro BinxwieHHs1 po3mipy Ol i monanbiioro
MPOTPECUBHOIO HAPOCTAHHSI, TOOTO TEPEXOy 3 OAHOTO
MNEePLEHTWIHLHOTO PiBHS Ha iHIIMI MOPIBHSIHO 3 BiKOBOIO
HOPMOI0, 2060 3a HasiBHOCTI rpupocty OI > 2 cMm/Mic s mi-
Teii y Billi go 6 Micsi [8]. [1pu mimo3pi Ha Makporedaio
HEOOXiTHUI neTalbHUI 30ip aHaMHe3y Ta MpoBeaeHHS i-
3UKAJIBHOTO OOCTEXEHHS, TPU HEOOXiTHOCTI — MPOBEAEHHS
HelpoBi3yaizailii.

Y GinibIIOCTI BUMTAIKIB peTeIbHUI 30ip aHaMHE3y Ta JIaHi
OIJISIY JO3BOJISIIOTh BCTAHOBUTU TIPUYUHU 30iJbILIECHHS
pO3MipiB TOJIOBU Y OIMTUHU. Hampukian, HU3bKHU BiK
recTallii Mpy HapoOJXEHHI MOXe BKa3yBaTU Ha MOXJIMBUI
PO3BUTOK riaponedanii. ¥ meBHUX BUMAgKaX OTJISII MOXKe
JaTh HeoOXimHy iH(opMallito 1151 oAaIbInoil AudepeHIi-
aJIbHOI IiarHOCTUKU. 30KpeMa, HasiBHICTh Ha IIKipi AUTUHU
MIrMEHTOBaHUX TUISIM KOJIbOPY KaBU 3 MOJIOKOM MOTpeOye
BUKJIIOUEHHSI Helipodibpomarosy 1-ro TuIy Ta Ty0epo3HOTo
CKJIEPO3Y.

I1pu o6cTeKeHHI ANTUHY 3 MaKpoLeaTi€lO CITiI 3BEpPHYTH
yBary Ha Taki KJII0OUOBi MOMEHTH.

1. Yu HacmpaBai po3Mipy TOJIOBH € 30iuTbleHUMU? Bu-
MipIOBaHHS MOTWIMYHO-(POHTAIBHOI OKPYKHOCTI TOJIOBU
TIOBMHHO MPOBOJUTUCS PETENIBHO, 3 yPaXyBaHHSIM 3a3HAUEHUX
BulIle BUMOT. [1apanenbHo NpoBOAUTLCS BUMipIOBAaHHS MacKl
Tina Ta 3pocty. OKpYy>KHICTh FOJIOBU MOXKe iHOAI repedyBaTh
Yy MeXax HOpMaJIbHUX TMEePLEHTUIIB, aje OyTH aHOMaJIbHOIO
MOPiBHSIHO 3 MACOIO Ta 3pOCTOM.

2. Yu pocTyrmHi 1aHi KiJbKOX TOCIiZIOBHUX BUMipIOBaHb
OKPY>XHOCTi TOJIOBU (Y TOMY YMCIIi TpU HapomkeHHi)? Yu
BiIOyBa€ThCSI IOCITiIOBHE 30UIbIIICHHS IIEPLICHTIIIIB, y MeXKax
SIKMX 3HAXOIUTHCS OKPYKHICTh rosioBu? [1omioHe 30iTbIeHHS
HEOO0OB’sI3KOBO € 03HAKOIO ITATOJIOTiYHOIO CTaHY Ta MOXKE OyTH
MOPUCYTHIM IIpUY 10O0POSIKiCHil ciMeliHil rinpouedatii, omHaK
y TOEAHAHHI 3 iHIIMMU CUMIITOMaMM MOXe OyTH O3HaKOIo
301IbLIEHHST BHYTPILIHBOYEPETTHOIO THUCKY.

3. Yu npuCyTHI y AMTUHU (PaKTOPU PUBKKY, IO MOXKYTb
OyTH TTOB’s13aHi 3 PO3BUTKOM Makporedalii, 30KpemMa HelIo-
HOIIIEHICTh, CyOmypaibHi 200 iIHTpaBEHTPUKYIISIPHI KPOBOBH -
JIUBU, TIEPEHECEHI MEHIHTITH, BPO/IKeHI aHOMaJTii pO3BUTKY,
HasIBHICTb Y CiIMETHOMY aHaMHe3i TeHeTUYHUX CUHIPOMIB,
ayTu3My, Makpouedartii?

4. Y1 € y IMTUHU CUMIITOMU MiIBUIIIEHOIO BHYTPIllIHbO-
YeperHoro TUCKyY? Y BUIIaAKy HAsSIBHOCTI CUMIITOMIB ITiIBU-
LIEHHS BHYTPIITHBOYEPETHOTO TUCKY HEOOXiTHO MPOBECTU
00CTEXEHHS 3a IONOMOTOl0 METO/IiB HeMpoBidyasizallii, Ha-
JIal04U riepeBary MarHiTHO-pe3oHaHcHili Tomorpadii (MPT).

5. Yu € y TMTUHY 3aTPUMKA PO3BUTKY, UM Oy B aHAMHE31
Cy/IOMH, BTpaTa HAaBUYOK, 3MiHU TTOBEIHKH, iHII HEBPOJIO-
riyHi ipobaemu?

6. BuMipsiiiTe OKpY>KHICTh FOJIOBM OAaTHKIB i WiIEHIB po-
IUHU. BinCcyTHICTh Y AMTUHM HEBPOJIOTIYHOI CUMITTOMATUKI
3a HasIBHOCTI 301/IbIIIEHOI OKPY>KHOCTI TOJIOBU MOXKE CBiTUUTU
PO HAsIBHICTh HAMOLIBILI ITOIIMPEHOI MPUYMHU MaKpoLiedatii
y IUTSTYOMY Billi — 100POSIKiCHOI ciMeitHOT Makpouedatii.

7. Iix yac oryisimy 3BepTaEMO yBary Ha crietiididyHi o3Ha-
KU, 10 MOXXYTh BKa3yBaTH Ha €TioJIOTit0 Makpoliedaltii:

— nucMopdizm;

— MOPYLIEHHS POCTY (HAMPUKJIIA, TPUCKOPEHMH PiCT Tijia
npu cuaapomi Coroca);

— TIPOSIBU HEMPOIIKIPHUX 3aXBOPIOBaHb (HAIIPUKIIAM,
HeiipogibpoMaTo3y a0o TyOEpO3HOIO CKIEPO3Y);

— Tpy0i prcH 00JIMYYsT a0O0 iHIII MPOSIBU XBOPOO HAKOITH -
YeHHs (HarpuKJIal, MyKOITOIicaxapuaosy);

— HasgBHICTb BOTHUILIEBOI HEBPOJIOTIYHOI CUMIITOMATUKH,
MaToJIOTil OYHOTIO JIHA;

— O3HAKM MiIBUILIEHOTO BHYTPIillIHLOYEPEITHOTO TUCKY;

— HasIBHICTb TenaToCIIJIeHOMETaJlil, 1110 MOXe BKa3yBaTh
Ha XBOPOOM HAKOIMMIEHHsI 200 ITAaTOJIOTii CICTeMM KpOBi (Ha-
MPUKJIAMI, Tajacemii) [2].

[IpenaraapHO Makpoledasisa JiarHOCTYETHCS 3a JIOIMO-
MOTOI0 YJIbTpa3ByKoBoro gociaimkeHHs (Y3/1) i BusHayaeTbest
SIK 30i1bLIEeHHS po3Mipy OI Gijiblile 2 CTaHAAPTHUX BiIXUJICHb
a60 Bul1Le 98-ro NepLEeHTUIS A1 JAHOTO IeCTalliifHOro BiKy
(oliHKa TecTalliifHOro BiKy MPOBOAMTHCS HUISIXOM BHPAxo-
BYBaHHSI JIHSI BiJl OCTAaHHbOI MEHCTpyallii a00 3a JIOBXUHOIO
cTerHoBoi KicTku). [IpeHaranbHa giarHocTMKa Makpouedartii
€ YCKJIQIHEHOIO BHACJIIIOK HEBIIOBIIHOCTI MK MpeHaTaTb-
HUMH Ta IOCTHATAILHUMY KpuBUMHU pocTy Ol BiMTHOCHO BiKYy.
BumiproBanns Ol miona € opieHTOBHMMU, OCKIJIBKHU Y JIiTe-
paTypi BiICYTHi 4iTKi HOpMaTHUBHi ITOKa3HUKU 3 ypaXyBaHHSIM
craTi, pacu a00 eTHIYHOI TPUHAIEKHOCTI.

[linxin mo oLiHKM BHYTPIiLLIHBOYTPOOHOI Makpoledartii
BKJIIOYA€E BpaxyBaHHSI iHIIMX (deTaJbHUX OiOMETPUUHUX
rapameTpiB (HarpuKIIaza, JOBXKMWHA KiCTOK, OKPYXXHIiCTb Ty-
JIy6a) BiTHOCHO TeCTalliifHOTO BiKY, aHAMHECTUUHMX JaHUX
(cimeitHa makpotiedalisi, CropiHEeHi 1ITI00M) Ta BUMIpIO-
BanHs OI' y 0aTbkiB, OpartiB i cecTep. 3a HAIBHOCTI iHIINX
yJIBTpacoHOTpaiYHUX aHOMAaJil TIona (HalpuKJam, JUC-
TeHe3isl MO30JIMCTOrO Tijla, Badu PO3BUTKY KOPH, TimepTe-
JIOpU3M, 30iJIbIIIEHHS] HUPOK, TMOJiIaKTWIisl, HeAOPO3BUTOK
KiCTOK) MOXHa TyMaTH PO CUHAPOMAJIbLHY MaKpoledatiio.
Binbia, HixX HEOOXiIHO I JAaHOTO TecTaliifHoro Biky, OI,
OKPYXXHICTb XXMBOTA i JOBXWHA TPYOUACTUX KiCTOK MOXYTh
BKa3yBaTW Ha CUHJPOMMU TepenyacHoro po3BuTky (Cotoca,
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YiBepa). OKpyKHICTb TOJIOBU y Mexax 2—2,5 SD mjist naHoro
recTaliifHoOro BiKy, ajie 6€3 HassBHUX CTUTM IM3eMOpioreHe3y
MOXe€ CBiTYMTH Mpo ciMeliHy Makpoliedatito. [1pu mimospi
Ha BHYTPILIHLOYTPOOHY MaKpolledaJriio JOLIJIEHO ITPOBECTH
KapiotumyBaHHsI Ta MPT roioBHoro Mmo3ky miona [8].

V Bumagky IpeHaTajabHO AiarHOCTOBAaHOI MaKpoledatii
MPOBOJIUTHCS BUOIp TAKTUKU BEACHHS BariTHOCTI Ta TO-
noriB. Kecapcbkuii po3TuH mokasaHuii y Bunagkax OI
wiona > 40 cM. 3a HasIBHOCTI IlepuHATaJIbHOI MaKkpoliedatii
(izioJIoriyHi MoJ0rM MOXKYTh CTAHOBUTHY HeOE3MeKy BHACITIIOK
HEBIAMOBIMHOCTI MK po3MipaMu Ta3a BariTHOI Ta pO3MipoM
roJjioBu 1iozaa [9].

[1pn mocTHaTaNbHI miarHOCTHIII Makpoledalii HeoO-
XiJIHO MepI 3a Bee nuepeHIliroBaTh J00POSIKiCHI CTaHU, 1110
He MoTpeOyloTh J0AATKOBOTO JIIKYBaHHS, Bill Makpolieda-
JIii, 110 € TIPOSIBOM IIEBHUX 3aXBOPIOBAHb. Y OLIBIIOCTI BU-
MaIKiB IMpU cKaprax 0aThKiB Ha 30UIbIIEHHS PO3MipiB IOJI0-
BU Y IUTUHU JiaTHOCTYIOTHCS TOOpOsIKicHa, ab0 Tak 3BaHa
cimeitHa makporuedaris [1].

HecunapomanbHa, abo no06posikicHa, Makpoliedais €
CTAHOM, MPU SIKOMY 301IbIIEHHST PO3MipiB FOJOBHOIO MO3-
Ky He MOB’si3aHe 3 OyIb-SIKUMU iHITMMU BaJlaMU PO3BUTKY
a00 CepiO3HUMH TATOJIOTIYHUMU CTaHaMU. MOXyTb OyTH
HasIBHUMU TIEBHi 3MiHU pUC OOJWYYsI, BTOPMHHI BiTHOCHO
30iIbIIEHHST pO3MipiB ToJI0BU. Lli 3MiHM MOXYTb BKJIIOUaTH
BUCTYyMalOunii a00 BUCOKUIA J10O, mojixouedaabHy hopMy
TOJIOBU, IHOAI — MOMipHUM TIepTeI0pU3M, TPUKYTHY (hOpMY
obmmyyst [1].

Makpouedanis y ckiaani cneu@iuyHuX FreHeTUIHUX CUH-
JIPOMIB 3a3BUYall CYIPOBOMIXKYETHCS 3aTPUMKOIO (Di3MUHOTO
200 MCUXIYHOTO PO3BUTKY, MOPYIIEHHSIMU MOBEIIHKU a00
HasIBHICTIO CYITYTHiX BaJl pO3BUTKY. CyKYITHICTb ClIeLIM(IYHUX
BaJl pO3BUTKY (hopMye crietiniuHmnii (heHOTUTI, 1110 TO3BOJISIE
3aIiJO3pUTH TIEBHUI TeHETUYHUM cuHApoM. OgHaK Cliif
BiIPi3HATU TeHETUYHI CUHAPOMH, 1110 000B’I3KOBO CYIIPOBO-
ICKYIOTHCS MaKpolieasi€io, Bil TAKMX CHHAPOMIB, TP SIKIX
Makpotiedatist TpUCyTHs iHoi ado pinko [1, 2].

JlobOposikicHa ciMeitHa Makpoledatis — HalOIbII T10-
1IMpeHa npuyuHa Makpouedanii y aireit [10]. Hitu, y skux
JIaTHOCTY€ETHCSI TAHUI CTaH, HAPOJKYIOTHCS 3 OKPYXKHICTIO
TOJIOBM Y Me€XaxX BUCOKMX HOPMaJIbHUX TIEPLICHTUJIIB Ta HOP-
MaJIbHUM po3MipoM TyJy0a i KiHliBoK. [IpoTsirom mepiioro
poky kuTTst OI" 301TBIIYETHCS 10 PO3MIpiB, OUTBIINX 32 2 CTaH-
napTHUX BinxuieHHst. O’ Moxke 36i1biyBaTrcs Bin 0,6 1o 1 cm
Ha TVKIIEHb (MTOPiBHSIHO 3 HopMaibHUM 0,4 cM/Trxens) [ 11].
1Bunkicts mpupocty Ol SIK mpaBuiIo, BOOBLIbHIOETHCS ITiCIIST
6-r0 Micsrist XKUTTs. Y maHol KaTeropii miTeii BiACyTHi HEBPO-
JIOTIYHI MOPYILIEHHs MPU OOCTEXXKEHHI, IICUXOJIOTIYHUI po3-
BUTOK BiAMnoBinae Biky. [1py BiACYyTHOCTi MaToOMOr YHMX 3MiH
ciMeiiHa MerasieHIedais MoxXxe OyTH MiITBepIKeHa 3a I0TO-
Moroto KpuBux YiBepa [12]. ko OI' nuTuHM 3HAXOAUTHCS
B MeXaX HOPMU TIPM OLLiHIII 32 KpUBUMU YiBepa, BiJICyTHSI
HEOOXiTHICTh MPOBENEHHS HEPOPaTioIOTiYHOTO OOCTEXKEH-
a1 [Ipu mpoBeneHHI HeiipoBi3yati3allii MoxKe OyTH BUSIBIICHE
PO3IIMPEHHS CYMPaTeHTOPiabHUX JIIKBOPHUX MPOCTOPIB,
PO3IIMPEHHs MIXKITiBKY/IbHOI IIinHY. OnHaK y JaHiil TpyIi
JiTeil He3HaYHa 30BHIILIHS Tigpouedaltis € HopMmoro. JIiIKBOpHi
MPOCTOPH, SIK MPABUJIO, HOPMAJTi3YyIOThCS 10 3—4-pivHOTO
BiKy. Jlo KpuTepiiB AiarHOCTUKY CiMeitHOI Makpouedaltii, sKi

Oynu Briepiie po3pobieHi DeMyer, BimHOcSITbCs: 1) BifcyT-
HiCTb aHOMaJIill PO3BUTKY ueperna, 00Jnyust a0 BPOKEHUX
BaJl PO3BUTKY, 1110 JI03BOJISIIOTH iIEHTU(IKYBaTH TEHETUUHUI
CUHIPOM; 2) BiZICYTHICTb CTPYKTYPHUX 3MiH TOJIOBHOTO MO3KY
IIpY HeipoBi3yaizallii; 3) HasBHICTh OMHOTO 3 0AaTBbKiB a00
Opata yu cectpu 3 Makpoluedaieto, abo Makporuedaltis, 1o
MOKe OyTH IIpOCTeXkeHa y AeKiIbKOX ITOKOJIIHHIX [ 3].

[ToBinomMsIETHCA TaKOX, 110 Y HEBEJMKOIO BiIcOTKa
(mpuGu3HO 6,5 %) niteii i3 T0OPOSIKICHOO CIMEITHOKO MaKpO-
1easti€ro CIoCTepiratoThCsl He3HaYHA 3aTPUMKA IICUXIYHOTO
PO3BUTKY a00 MpoOJieMU Y HaBUYaHHI, TOMY LIl CTaH MOXe
posrisinaTucs SIK (akTop pU3MKYy BUHUKHEHHS Mpo0iemM
i3 po3BUTKOM |3].

Makpouedairisi, IO CYIIPOBOIXYETHCSI IIPUCKOPESHUM
3pOCTOM OKPYXKHOCTI TOJIOBM 0€3 O3HaK MiJBUIIICHHS BHY-
TPIIIHBOYEPEITHOTO TUCKY Ta BOTHUILEBOI HEBPOJIOTiUHOI
CUMIITOMATUKU, MOXE BUHUKATU MIPU HEMPOrPecyrouoMy
PO3IIMPEeHHI Cy0apaxHOidaJIbHUX MPOCTOPIB Y MOENHAHHI 3
PO3ILIMPEHHSIM IILTYHOUKiB a60 6e3 Hboro. Takuii cTaH y ji-
TepaTypi OTpMMaB Ha3BY «100POSIKiCHE 301TbIIIEHHST Cy0apax-
HOIIaJIbHUX TPOCTOPIB y HEMOBJIAT» (Benign enlargement of
the subarachnoid spaces in infancy — BESS or BESSI), a6o
«100posiKicHa Tifipoliecaisi HEeMOBJISIT», a00 «10OPOsSIKiCHA
30BHILIHS Timpouedatis».

[IpryrHa HBOTrO CTaHY HAa CHOTOIHI OCTaTOYHO HE BigoMa,
OIHAK, MOXJIMBO, BiH IIOB’SI3aHUI i3 3aTPUMKOIO PO3BUTKY
MapacaritTaJbHMX KaHaJliB TBepA0i 000JOHKHU, SIKi Y MaJleHb-
KUX JiTeil BiAMOBidaJIbHI 32 Pe30pOLil0 JIKBOPY (OCKIIbKU
KiJIbKiCTh TAaBYTMHHUX BOPCUHOK Y LIbOMY Billi € MaJlol0).
[TprckopeHe 3poCTaHHS TOJIOBU MOXE TPUBATH J10 BiKy 12—18
MiC., a TIOTiM, SIK TTPaBUJIO, CTAOLTi3y€ETHCSI y BUTJISIII MAKPOLIe-
(anii. Hefipogisyanizaitisi mpu TaHOMY CTaHi BUSIBJISIE TIOMipHE
30i/IbIIEHHSI OiYHUX i TPETHOrO IUIYHOUKIB, PO3MIMPEHHS
cyOapaxHOIIATbHUX ITPOCTOPIB HAl JIOOHUMM YaCTKaMU Ta CH-
METPUYHE PO3IIMPEHHS MiKIiBKY/IbHOI IIUIMHM i CLTbBIEBOT
o6opo3uu. HemoBnsgra 3 BESS MaioTh migBuilieHuid pusnk
BUHMKHEHHSI CyOaypaibHOI FeMaTOMU, CIIOHTaHHO a0o ITic-
JIsl HE3HAYHOI TPAaBMHU, B PE3YJIBTATi PO3TATYBAHHS KipPKOBUX
BeH. Ha choromHi OUIbIICTh TOCTiTHUKIB BBAXKAIOTh TaHUI
CTaH NOOPOSIKICHUM Ta MPOTHOCTUYHO cipusitiiviBum [13].
Y Toii ke yac oTpMMaHi OCTaHHIM YacoM JIaHi CBildaTh Mpo
Te, 110 PO3LIMPEHHST Cy0apaxHOinaTbHUX ITPOCTOPIB, HABITh
3a BIICYTHOCTiI HEBPOJIOTiYHOI CUMIITOMATUKM, MOXe OyTH
PaHHBOIO 03HAKOIO ITOPYIIEHb IICUXIYHOTO PO3BUTKY [14].

V mocnimkeHHi Shen et al. 0y/10 IpoBeneHO 0OCTEKEHHST
TOJIOBHOTO MO3KY 55 miTeit Bikom moHan 24 Mic. (cepemaHiii
Bik — 32,5 mic.) 3a noromororo MPT. Meroro nociimkeHHs
OyB MOLIYK paHHiX MapKePiB PO3BUTKY pO3JIaliB ayTUCTUIHOIO
criekrpa y aiteil. Cepen o0cTeXXeHUX IiTeit 33 Majii BUCOKMIA
pu3uK po3BUTKY PAC, ocKibKY y HUX OYyJIM cTapiiunii OpaT uu
cecTpa 3 IIMM 3axBoproBaHHsIM. JliTn Oyin 0OCTeXeHi 3a J10-
romoroto MPT Tpuyi y Biti 6—9 Micauis, 12—15 ta 18—24
micsiB. Cepen 10 miteid, y SIKMX B ITOAAIBIIOMY PO3BUHYBCS
PAC, yci manu 30i1bIeHN 00’€M pilMHM Y 30BHIIIIHIX JIiK-
BOPHHUX TPOCTOpAXx, 110 BUSBIISIBCS BXe Y Billi 6—9 micsiiiB
Ta 3ajMIIaBcs 30iibleHuM y 12—15 i 18—24 micaui. Kpim
TOTO, [IiTH, 5IKi 3rogoM 3axBopii Ha PAC, Maiu 3Ha4HO Ok
00’eMU BCHOTO FOJIOBHOTO MO3KY ITi/T 4ac yCiX TPhOX OOCTEXEHb
[14]. HatomicTb B iHIIIOMY BEJTMKOMY MPOCTIEKTUBHOMY JIOCJTi-
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JKEHHi OKPY>KHOCTi FOJIOBU Y HEMOBJISIT 3 BUCOKUM PU3UKOM
po3BuTKy PAC mpotsirom nepiiux 3 pokiB KUTTsI He Oysio
BCTAHOBJICHO, 1110 IIBUIKICTb POCTY FOJIOBU € MPEIUKTOPOM
posButky PAC [15].

CTOCOBHO TO€TIHAHHS Makpoliedaltii Ta po3JaiiB ayTuc-
THUYHOTO CITEKTpa y CBITOBIi1 JIiTepaTypi HAKOIMMYECHO 3HATHY
KiIBKiCTh (hakTiB. Makpouedantis crioctepiraetbest y 15—35 %
niteit i3 PAC. BBaxaeTtncs, 1m0 makpouedaris npu PAC Bin-
CYTHSI IIPY HAPOIKEHHI, ajie pO3BUBAETHC MicIsI 1,5—2 poKiB.
'V Billi 6J1M3bKO 4 POKiB pO3MipH rOJI0BU TAKUX JIiTei 3a3BUYaii
BIIMTOBINAIOTH CepenHiM Yy TomyJisiiii [16]. ¥V JoHTiTymHOMY
JOCJIIKEHHI BCTAHOBJICHO, 1110 CEpPEHiii 3aralbHUil 00 eM
MO3KYy y aiteit 3 PAC momipHO 301IbILIYETHCS Y pAHHBOMY [TV -
TUHCTBI Ta 3r0/I0M 3MEHIIIYETHCS B JOLIKIIBHOMY Billi Ha Bifl-
MiHy Bifl ZiTei, SIKi HOpMaJIbHO PO3BMBAIOTHCS. 3MEHIIICHHS
3arajabHOro 00’emy mMo3ky npu PAC y misHbOMY OUTUHCTBI
BimOYBa€THCSI B OCHOBHOMY 4epe3 3HIMKEHHSI POCTY OOCSTY
01101 pe4OBUHM MMiBKYJIb MO3KY [17].

I1in yac aHani3y OlLiHKM AaHUX IHTEPIKTaJIbHOI €J1eKTPO-
eHuedanorpadii (EET) y nepion 6anbopocTi Ta CHy AiTeit
i3 PAC (3 cynomamu B aHaMHe3i a6o 6e3 Hux) G. Valvo et al.
BUsIBUIN eniyienTudopmHi 3miHu Ha EET y 154 i3 220 niteii.
Byno BcTaHOBIEHO, 1110 PErPEeCUBHI pO31aau CHEKTpa ay-
TH3MY MalOTh 3B’SI30K i3 TTATOJIOTIYHOIO €IIeNTU(MOPMHOIO
AKTUBHICTIO y TOJJIOBHOMY MO3KY. BusiBiieHo BiporinHy aco-
mianito Mix perpecuBHuMHu dopmamu PAC Ta cKpoHEBOIO
JIOKaJTi3alli€lo eniienTuOpPMHOI aKTUBHOCTI, a TAKOX MixX
HeperpecuBHUMU PAC Ta yokanizaliero eniienTudopMHOl
aKTHMBHOCTI B KaydaJIbHUX BiIdijlax ToJIOBHOro Mo3Ky. Kpim
TOTO, B OCTAHHIX TOCTi/KEHHSIX OYJ10 BCTAHOBJIEHO (heHOTUTT
perpecuBHoro PAC, a came roeiHaHHSI CKPOHEBOI JIOKaTi3a-
wii eninentudopmuoi aktuBHocTi Ha EET Ta Makporedaiii.
Takox nipu nipoBeneHHi MPT y naHux niteit Oyyio BUSIBJICHO
3MEHIICHHSI TOBILIMHU KOPY TIPaBOi CKPOHEBO1 yacTku [18].

3a pe3ysIsTaTaMy JOCTIIKEHHSI, B IKOMY OYyJ10 ITPOaHaIi30-
BaHo 5225 mauieHTiB i3 PAC, yacTtora Mmakpouedatii cepem HIX
craHoBuia 15,7 %, iepeBaxkHO cepe/l MALliEHTIB PAHHBOTO BiKY
3 HU3bKUM PiBHEM iHTEIEKTY. 30i/IbIIIEHHST 00’ €MY TOJIOBHOTO
MO3Ky BusiBieHo ¥y 9,1 % cepen 1158 MPT-o6cTexens [19].

Ha cporonHi sik ocHOBHI maToi3ion0riyHi MexaHi3Mu
301IbLIEHHST pO3MipiB MO3KY Y Aiteil i3 PAC po3risiaaloTbest
TaKi: MiIBUILEHUI HelporeHe3, IIioreHe3, 30iablIeHui
CHHAIITOTeHE3, TTOPYIIeHHs Mirpallii HepOHiB, 3HUXKEHHS
anonTo3y, 3HKeHHS pyHiHTy [20].

BaxxmuBy poab y mpoiecax mo3piBaHHS Ta audepeH-
LiI0OBaHHSI MO3KOBMX KJIITWH BilirpaloTh MeTaOOJIITH I10-
JIIHEHACUYEHMX KUPHUX KUCTOT — mnpocTtarianauau (I1T).
JocnimkeHHs TOKa3yIoTh iX BIUTMB Ha IIpoliecu (DOpMyBaHHS
JNEHIPUTHUX BiIPOCTKiB, CHHANTUYHY IJIACTUYHICTh, XKUTTE-
MSLTBHICTD HelpoHiB [21-23].

BaxxnuBicte npocrarnanauny E2 mist 3a6e3rnedyeHHs
paHHbOrO HelporeHesy (11—15-Ta 106a eMOPiOHAILHOTO PO3-
BUTKY) MiATBEPKYETHCS ITi/1 YaC TIPOBEIEHHSI eKCTIEPUMEHTIB
Ha mumiax [24]. B ekcniepumenTax rmpu Hectadi 1IN E2 Oymm
BUSIBJIEHI ITOPYIIIEHHS PO3BUTKY 0araTb0X MO3KOBUX CTPYKTYP.
Xoua J10 KiHIIs He BinoMmuii MexaHi3M BIoiuBy [11" E2 Ha po3Bu-
TOK MO3KOBUX CTPYKTYP, aJI€ € TI10Te3H, 1110 BOHU BILTMBAIOTh
Ha WNT-curHajbHUA 1UISIX PO3BUTKY FOJJOBHOTO MO3KY —
OIMH i3 BHYTPIIIHbOKJITUHHUX CUTHAJbHUX IUISIXiB, 1110

peryioe emopioreHes i mudepeHitoBaHHs K1iThH [25]. Wong
et al. B jocmipkeHHsIX mokasanu, 1o [1I" E2 moxe BusiBiisiTt
moaymotounnii BriuB Ha WNT-reHu, 1110 BimoOpaxkaeThest
MpU Heupyslii Ta npoidepallii HeiipoeKToaepMaaIbHOT
Tpyoxu [25]. MeniatopHi 0inku WNT-cUrHaIbHOTO IIUISIXY
HeoOXimHi W1 mpoJidepallii mepBUHHUX HEPBOBUX KIIITUH
KipKOBOI Mirpailii Ta cuHanTorenesy [27—29].

Bpaxosytouu Toit ¢axTt, mo WNT-curHaabHUi HUISIX €
PEryISITOPHUM LIO0I0 AM(EPEeHLIIIOBAHHS HEPBOBUX KIIITHH,
ix mponidepanii Ta mirpaiii min yac pozButky, To I1I" E2-
3aJIe3KHE MOPYIIEHHSI PeTYJISILIT LIAM LIJISIXOM MOXe MPU3BECTH
IO aHOMAJILHUX 3MiH Y CTPYKTYPi TOJIOBHOTO MO3KY, KipKOBOI
eKTOIIi1, (hOpMyBaHHSI HEHPOHHUX MiHi-KOJIOH, 1110 MIPOSIBJISI-
I0ThCSI MeTasieHIIeali€lo Ta JieXaTb B OCHOBI ayTUCTUUHMX
posznaniB [30]. HeoOxinHe momapliie BUBUSHHS MEeXaHi3MiB
BIUIMBY 200 B3aeM0O3B 513Ky MiK [1I" E2 Ta WNT-curnanbHuM
LLJISIXOM, TIOPYILEHHS SIKUX ITPOSIBISIETHCS Y BUTJISIIL pO3J1aiiB
AYTUCTUYHOTO CIIEKTPA.

HesBaxarouu Ha BiICYTHICTb YiTKO BCTAHOBJIEHOTO 3B’SI3KY
Mix Makportiedaniero Ta PAC, octaHHi 0CTiKEHHS IOBiI0-
MJISTFOTB TIPO Te, IO TMAaIiEHTH 3 TTIOETHAHHSIM JaHUX O3HAK
YacTo € HOCISIMU MIEBHUX MyTalliii. 30Kpema, pe3yJIbsTaT J0-
CITiIKEHb cepell CUOJTIHTIB, sIKi cTpaxknatoTh Bij PAC Ta MatoTh
Makpoluedallilo, MoKa3aay YacTe BUSABISHHS MyTallill TeHa
PTEN (10g25.2) [31]. Takox ommy0J1iKOBaHO KiJTbKa KJITHITHIX
BUIIAIKIB moegHaHHS Makpoledatii 3 PAC y niTeii 3 MyTalii€to
reHa PTEN [32]. OctaHHiM 4yacoM BHUIiIEHO OKpeMy HO30-
JIOTIYHY OIMHUIII0 — «CUHAPOM Makpoliedaii/ayTumy»,
noB’si3anuii 3 reHom PTEN. Myrtatiii B reni PTEN Bepudi-
KytoTbest y 22 % niteit 3 moemHanHsam PAC, makporedartii
Ta eNiJIeNTUYHUX HaramiB. TakuM YMHOM, TTOIIYK MyTarlil
JTAHOTO TeHa € HEOOXiTHUM JOCIKEHHSIM TIPU TTOENHAHHI
makpouedainrii 3 PAC, oco6imBo 3a HagBHOCTI y TMalli€HTa
eIMIeNITUIHMX HanamiB [33].

Taxox myTariii y reni PTEN € BinmoBigansHuMM 3a po3-
BUTOK cuHApoMy banbsiHa — Paiini — PyBankaba — 3axBo-
PIOBaHHSI, 1110 XapaKTepU3y€EThCs Makpoledalti€lo, BUCOKUM
3POCTOM, PO3YMOBOIO BiICTAJIICTIO Ta Pi3HUMU IIKipHUMU
MposiBaMU, 30KpeMa HasIBHICTIO JIIMOM, TéMaHTioM, TTiIrTMEHT-
HUX TUISIM Ha IIKipi, MIrMEHTALliIMA Ha CTaTeBOMY YJIEHi
y XJIONYMKIB, TIiIrMEHTALlie0 MaKy/u [34].

Makporuedartist 3ycTpidaeTbest TAKOXK MPU iHIIIMX 3aXBO-
ploBaHHAX, acouilioBanux 3 myTauigsmu reHa PTEN. [lana
rpyma 3axBoploBaHb Ma€ 3aranbHy Ha3By PTEN hamartoma
tumor syndromes (PTEN-acouiiioBaHi CMHAPOMM 3 ITyXJIU-
Hamu i ramapTomMamn). 1o Hux, KpiM cuHapomy baHnbsiHa —
Paiini — PyBanka0a, Hajiexatb cuHapoM KoBaeHa (MHOXKMHHI
raMapTOMU LIKipH, CJIM30BUX OOOJIOHOK, BHYTPILIIHIX OpraHiB
i3ano3) i Jlepmitt — [lykiioc (IycrijiacTMyHa raHmIioUTOMA
Mo304ka) [35, 36]. ITen PTEN komaye 0i10K-CyIpecop pocTy
MyXJIUH, SIKWAi i€ Ha depMeHT GochoiHO3UTHI-3-KiHa3zy,
SIKUi1 Oepe yJacTb B pEryJisiiii KIIITUHHOTO LIUKITY, aHTIOTeHe3y
i KymiTuHHOI TIpoidepartii [37].

Cunapom Cotoca (CMHAPOM LepeOdpaJbHOro riraH-
TU3MY) — lI€ piIKiCHE reHeTU4He, Y OiIbIIOCTI BUITAIKiB
cropaauyHe (omucaHi ciMeifHi BUITaIKU 3aXBOPIOBAHHS
3 aBTOCOMHO-JIOMiHAHTHUM THUIIOM YCMaJIKyBaHHS) 3aXBO-
PIOBaHHS, 110 XapaKTEPU3YEThCS HAIMipHUM 301TbLIEHHSIM
MOKA3HUKIB COMaTUYHOTO PO3BUTKY MPOTSITOM Mepiimx 2—3
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POKIB XKUTTSI, cCeLM(PIYHUMU prcaMM 0014 YsI Ta 3aTPUMKOIO
TMCUXOMOBHOTO PO3BUTKY. [To€qHAHHST TaHUX O3HAK Y AMTUHU
JTO3BOJISIE BCTAHOBUTH KJTiHIYHMI iarHo3 «cuHapoM CoTtocay.
ITpu cunnpomi CoToca TaKOX CITOCTEPIraeThCsl MpeHaTaJlbHa
Makpouedaris [38].

CunnpoMm beksiTa — BimemaHHa po3BUBAa€ETHCSI BHACTIIOK
emireHeTnyHoro aedexrty 11pl5, xapakTepnu3yeTbess MaKpo-
CcoMi€r0, AedeKTaMM IepeIHbOl UePEeBHOI CTIHKM Ta MaKpo-
ociero. JlomaTKOBUMU KPUTEPISIMUA CUHAPOMY € HaCiuKu
Ha MOYKax BYX Ta OKPYIJIi BTUCHEHHSI Ha 3aJHili MOBEepXHi
MOTWINIII, BicLiepoMeraitisi, reMirineptpodisi, HeoHaTaabHa
TinmorIiKeMist, aHOMaJlii HUPOK i CXWJIbHICTh 10 eMOpioHaIb-
HUX yxJivH. [inepriocist Ta BiICyTHICTh XapaKTepHUX TSI
cunapomy Cotoca peHOTUIIOBUX O3HAK JI03BOJISIE JIETKO /M-
(hepeHL11itoBaTH 11i CMHAPOMU. 3a HAasSIBHOCTi 3HAYHOI CXOXKOCTI
eHoTHIIIB TUdepeHIIiaTbHA JiaTHOCTHKA IIPOBOIUTHCS 3a 10~
TTOMOT OO0 MOJIEKYJIIPHO-TEHETUYHOTO IOCITIIKEHHST MyTalliit
NSDI1 ta 11p15 [39].

Takox 3HaYHa CXOXiCTh CIIOCTEPIra€Thcs MixK CUHIpOMa-
mu Cortoca Ta Yieepa. [Iist cuHmpoMy YiBepa XapaKTepHUMU €
Makporedaris (y 83 % naiieHTiB), MAKPOCOMisl y TTO€THAHHI
3 TiNePTEI0pU3MOM, OKPYTJIUM OOJIAYYSIM, 30UTbILIEHUM KiCT-
KOBHM BiKOM, IIKIpHUMU PO3TSIKKAMU, KaMITOJAKTUITIEO.
Y nmauieHTa i1 yac TIpOBeICHHST HepoBi3yasizallii MOXYTh
BUSIBJISITUCS KiCTU TIPO30POI MEePEropoiKu, arpodiuHi 3MiHU
MiBKYJIb MO3KY, OITHKY Taxiripii abo TirepBacKy/spr3allii.
Myrtaniss NSD1 Moxke BUSIBISATHUCS Y IESIKUX MMALIIEHTIB 3 (he-
HOTUIIOM cUHApoMy YiBepa [40, 41].

Cepen iHIIIMX MOXKJIMBUX MPUYMH MaKpoledatii HeoOxim-
HO BPaxOBYBaTH TaKi:

— HelipolIKipHi 3axBoproBaHHs. HaiiOuib1 yacto Makpo-
1edaJtisi criocTepira€Tbesl y NauieHTiB 3 HelipodidpomaTozom
1-ro Ty (20—30 % miteit) [42];

— remMiMeraneHuedaniss — Moxe OyTH SIK i3071bOBaHOIO
BaJI0I0 PO3BUTKY TOJIOBHOTO MO3KY, TaK i BimMidaTucs mpu
IHIIIMX TEHETUYHUX 3aXBOPIOBAHHSX (TYOEpPO3HUIA CKIIEpO3,
Helipodiopomaros 1-ro tumy, cunapomu Kiinmens — Tpe-
HoHe, [Ipotes, rimomenaHo3 ITo, cUHAPOM JIiHIIAHOTO eITi-
JIEPMaJIbHOTO HEBYCY TolO) [43];

— cunapom CimricoHa — Tonabi — bexmenst — xapakTe-
PUBYETHCSI MAKPOCOMIETO Bill HAPOIKEHHSI, MaKpoliedaieto,
rpyoMMHU pricaMy 00U, TOTOBIICHUMU IyOaMU, ITUPOKUM
POTOM, MAaKPOIJIOCi€0, BUCOKUM ITiTHEOIHHIM, aHOMaTisIMKI
pocTy 3y0iB, BUCTYIAI0YOIO 111EJIeTI010, KOPOTKOIO IIUEID, 3a-
TPUMKOIO pO3BUTKY. OTrcaHi BUTIAAKU ITOETHAHHS CUHIPOMY
3 aHoMmasieio ApHoibaa — Kiapi Ta areHe3iexo M0O3011CTOro
Tina [1, 44];

— CHHAPOM Makpoliedalil — KaIiasipHoi Malbhopmallii
(M—CM syndrome) — xapakKTepHU3y€ETbCSI HASBHICTIO Ma-
Kpotedaltii, BpomkeHoi MakKpocoMii, remirinerpodii Tina,
«TTaJIal0urx» CyIMHUX HEBYCIB, ITepeBaXkHO Ha IIKipi Ty1yoa,
KaniisipHuX MaJibhopMalliii Ha MIKipi BEpXHiX KiHIIiBOK,
CUHIIAKTWUJIiT 200 MOMiAaKTUIIil, iHOJi — 3aTPUMKHU PO3BUTKY,
eminentrnaHux Hamanis. Ha MPT ronoBHOTO MO3KY MOXYTh
BUSIBJISITUCSI T€HEPaJli3oBaHe 30iIbIIIEHHS TTApEeHXIMU, He-
piBHOMIipHICTb 0iJioi pe4yoBUHU, (pOKadbHI KOPTUKAIbHI
MUCIUIA3ii, MOJIMIKPOTipisl, BEHTPUKYJIOMETalisl, IPOCTOpU
Bipxosa — Po6GiHa, anomaitis ApHosbaa — Kiapi, remimera-
neHuedanis [45];

— HelpocepleBO-JIMLIEBO-1LIKIPHI CUHAPOMU (CeplieBO-
JIMLIeBO-IIKIpHUI cuHIpoM, cuHapomu HyHnana i Kocren-
JI0) — TIOETHYIOTh BaJIM PO3BUTKY CEPIIEBO-CYIMHHOI CUCTEMU
(Jacrilre — CTeHO3 JISTeHEBOI apTepii), MOPYILIEHHS POCTY
LWIKipy (IUdy3HUH iXTi03, IepPMATUTH) Ta BOJIOCCS, KiCTKOBOI
cHCcTeMH (I10JTi- A00 CUHAAKTWIIIST ), HU3bKOPOCITICTh, PO3YMOBY
BiZICTaJIiCTb, 3MiHU PUC OOJINYYSI, BUCOKUM PUUK PO3BUTKY
MyXJIMH;

— cuHapoM X-1aMKoi (ppariibHoT) XpoOMOCOMU (CUHIPOM
Maprtina — besuia). JlaHe 3aXBOploBaHHsI € HAOLTbII YaCTOIO
T€HETUYHOIO TPUYMHOIO PO3YMOBOI BiICTAIOCTI Y XJIOMYMKIB.
V50 % XBOpMX pO3BUBAETHCS PO3JIa ayTUCTUYHOTO CITEKTpA.
XapakTepHUMU OCOOJIMBOCTSIMU € BUIOBXEHE OOIMYYS,
BEJIMKi BYIIIHI paKOBUHU, MAaKpPOTHOTISI Ta MaKPOOPXiAN3M.
Ha MPT BusgBisieTbest 30ibIIEHHST XBOCTATOTO SIIpa, 3MEH-
IIEHHsI YepB’sika MO304YKa, MUTAAINH, BEPXHIX CKPOHEBUX
3BUBUH, MIEPUBEHTPUKYISAPHI retepororii [46];

— CUHAPOM 0a3ajJbHOKJIITUHHOI KapLIMHOMU (CUHAPOM
Topnina). laHuii CHHIPOM Ma€ aBTOCOMHO-IOMiHAHTHUIA TUTT
YCHaNKyBaHHS. Y MALi€HTIB MiIBUILIEHUI PU3UK PO3BUTKY Oa-
3TBHOKJTITUHHOI KAPIIMHOMMU B TTiJTITKOBOMY Ta IOHAIIBKOMY
Billi. Ocobu 3 cuHapoMoM [opJiHa MarOTh BUILL MOKA3HUKUA
OI, nucmopdiuHe 06Muyst, KicTH IIeJIeT, a TAKOXK T0JIOHHO-
mimoroBHe 3arnbaeHHa. Mytania BuHukae B reHi pITCHI1;

— MeTabosiuHa Makpoluedaiss — BUHMKAE BHACIIIOK
HaKOIMMYEeHHSI MPOAYKTiB MeTa00J1i3My B TKAHMHI TOJIOBHOTO
MO3Ky. OKpYKHICTb TOJIOBM Y IiTeil 3 MeTa0OJIiYHOIO Meral-
eHuedatielo 3a3BMyail B Mexkax HOpMU IpU HAPOIKEHHi, ajie
Pi3KO 30UIBIIYETHCS B IOCTHATAIBHOMY i HaBiTh HEOHATAIb-
HoMy riepioi. Cepe MpUKIIaziB 3aXBOPIOBaHb, 1110 CYITPOBO-
IDKYIOTBCSI METa0OJIITHOI0 MaKpoledalti€ero, € JeMKkomucTpodii
(Anexcannepa, xBopoda Kanasana, MmeracHiredaitis 3 cyoKop-
TUKAJIBHUMU KiCTaMM), JIi30COMHI XBOpOOM HAKOTMYCHHS
(Tes — Cakca, MyKormoJticaxapuao3 i TaHIJTi031A03), TIyTa-
poBa aruaypis [1].

Sk imocTpaliiro HaBOAMMO KJIiHIYHMI BUMAIOK MaKpo-
Ledaii, TpUIMHOIO SIKO1 OyJIO TeHEeTUYHE 3aXBOPIOBAHHSI
(cunmpom Cotoca). [JJaHuii BUTIANOK LTIOCTPYE CKIAIHICTD
nrdepeHIliaTbHOI TiarHOCTUKYU MaKpouedatii y giTei.

Xnomuuk M., 1 poky, Ha@ilIIOB y BiJUIiIEHHS JUTSIYOL
ricuxoHeBposiorii Y «[HcTutyT neaiatpii, akyiepcrsa i riHe-
kostorii HAMH Yxpainn» 3i ckapramu Matepi Ha HasIBHICTh
Y AUTUHU 3aTPUMKHU CTATOKiIHETUYHOTO PO3BUTKY (CAMOCTIiHO
HE Cizae Ta He CTOITh), IPUCKOPEHEe 3POCTaHHS OKPYKHOCTI
TOJIOBU, aCUMETPil0 00U Ta Pi3HULIIO B 00’ €Mi KiHIIiBOK.
JuTuHa HapoaWUIach Bil IPYyroi HEYCKJIaaHEHOI BariTHOCTI
(Bim mepioi BariTHOCTI € 3mopoBuii xjionuuk). [Tin yac npeHa-
tayibHoro oocrexkeHHss TORCH-iHdek11iii He OyJ10 BUSIBJICHO.
[Tpu nipoBeneHHi Y31 11012 1iarHOCTOBAHO BEJIMKUIA TLTiI.
[Tosioru HUISIXOM MJIAHOBOTO KECApChKOTo PO3TUHY, Maca Mpu
HapomkeHHi — 4900 T (OibIne 2 cTaHIAPTHUX BiIXUJIEHB), 10~
BxkuHa Tiia — 58 cm, OI' — 44 cm, 3akpuuaB Bifpa3sy. 3a 1Ka-
Jioto Arnirap otpruMas 8/9 6aiiB. JluxaHHsI TTic/ist HApOIKEHHS
CaMOCTiliHe, CyIOMU He BiIMiJaImcs.

Jo 2 Mics11iB roJIoBy He YTpUMYBaB, BiIMidaaocs 30i1b-
ILIEHHSI OKPYKHOCTI TOJI0BU. 3a JaHUMU HeiipocoHorpadii
(HCT) BusiBneHO 03HAaKM BEHTPUKYJIOAMIaTallii 2-1o cT. byno
MpU3HAUEHO JIeTiApaTalliiiHy Teparlito (Iiakap0, acmapkam).
J1o 5 mic. BinOyBasocst HapOCTaHHS JIIKBOPOAMHAMIYHUX T10-
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pywenb 3a nanumu HCIL 'Y 5,5 mic. mpoBeaeHo MPT rosioBu,
BUSIBJICHO O3HaKW BHYTPILIHBOI BiIKPUTOI, ACUMETPUYHOI
rigpouedartii cepeAHbOro CTYMEHs TSKKOCTI. 3 7-MiCSYHOTO
BiKY MPUPICT ToJIOBU A0 1 cM Ha MicCS1Ib.

Y OpaTa 6aTbKa TUTUHU HApOAMIIACS TUTHHA 3i 30iIbI1Ie-
HOIO OKPY>KHICTIO TOJIOBM, CHHAAKTIJIIEIO MAJIBIIiB HA pyKax
Ta Horax, ekzemoro 30 % Tina.

YV HeBpoIOriYHOMY CTaTyCi: ToI0Ba MakpoiehaibHOI (pop-
mu (O — 52 cM, po3LIMpeHHST BEHO3HOI CITKM Y CKPOHEBiit
TisIHIL), MakpocoMist (Maca Tinta — 13 Kr, 3pict — 80 cm),
BUCOKUI i IIMPOKUIA J10O, TimepeMist y BUIWYHIN TiIsTHII,
rinepeMist 10J10Hb, 301TbIIEHHS JOJOHb i CTOI, TeMirirepTpo-
¢ist (mpaB.i KiHLiBKY 30isbIIeHi B 00’eMi Ha 0,5—1,5—2,0 cM,
MaKCHMMaJIbHO BUpaXkeHa B TPOKCUMAIbHUX Biyliiax, rpaBa
cryrnHs Oinbina Ha 0,5 cMm 3a 06’emMom Ta Ha 1,5 cM 3a j10-
BXuHO10). OuHi mimmay D > S, crumocHyTa J1iBa MoJI0BHMHA
00y (30UTBIIIeHA ITpaBa), HerocTiliHui cuHapoM Ipedde.
3arajgbHa M’$130Ba TIiMOTOHISI. 3HMXKEHUIA Typrop TKaHUH,
rinepMoOiIbHICTh CyT100iB. [0710BY yTpuUMYy€E, CUIUTD, ajne
caM He cinae, orip Ha HOru cyiabkuii. PiBeHb MCXOMOBHOTO
po3BUTKY 3HMKeHMI. [lig yac obcTexkeHHsT B 3arajbHO-
MY aHaJi3i KpoBi BiIXWJIEHb HE BUSIBICHO; Y OiOXiMiYyHOMY
aHaJTi3i KpoBi: rinmepoinipybiHeMis — 26,0 MKMOJIb/J (HOp-
Ma — 1o 20,5 MKMoJIb/J); 3araJIbHUM aHaji3 ceui — 6e3
BimxwieHb; HCI' — 03Haku BeHTpUKYJIOAWIATALLT; e1eKTPO-
kapmiorpadisa (EKI') — 3HmXeHHsI TIpOBIIHOCTI IO TIpaBiii
Hixui myuka Iica; exokapmiorpagdiss — BinKpuTe oBajbHE
BiKHO; (piOpOoracTpoayoaeHOCKOITisI — HEAOCTATHICTh Kap-
nii, pedpaokc-e3odarit; Y3/1-03Haku rinepruiasii TMmyca.
BpaxoBytouun HasIBHICTb Y IUTUHU XapaKTepHOTO (heHOTUTTY
0011uust, Makpoliedaltii, MaKpocoMmii, 3arabHO1 M’SI30BOi Ti-
MOTOHIT, AXCILIA3ii CroyYHOI TKAHWHU, TeMirinepTpodii, maHi
00’€KTMBHOTO OOCTEXKEHHSI, BCTAHOBJICHU A TiarHO3: CUHAPOM
Cortoca (TinTBepIKeHHSIM iarHO3Y € OOTSIKEHMIA CTIaIKOBUIA
aHaMHe3 110 0aTbKIiBCBHKill JIiHII — OUTUHA 3 MaKPOCOMIEIO,
Makpoledati€eo, MoIiCUHIAKTAIIEIO, €K3eMOIO).

I1pu moBTOpHIi1 rocmiTaizarii IuTHHM B 1 pik 2 Mic. BigMi-
YyeHa 3aTpUMKa [ICUXOMOBJIEHHEBOTO PO3BUTKY (HE TOBOPUTD,
He BUKOHYE iHCTPYKIIili IUIs1 JAaHOTO BiKy) Ta CTaTOKiHETUY-
HOTO PO3BUTKY (CaMOCTIIiHO HE Cifa€ Ta He XOIUTh). 36epi-
rarThCsl MPUCKOPEHUIA PiCT OKPYXKHOCTI TOJIOBU Ta Pi3HULISI
B 00’eMi KiHIIIBOK. Makpotedatist (O’ — 56 cM, OKpyKHICTb
rpyaHoi kiitku (OI'K) — 51,5 cm, Benuke Tim’stuko (BT) —
3 X 4 cM, He HaIpyXeHe), MAaKpOCOMisl, aCUMETPisT MiMidHOL
inHepsaitii, D > S, ouni winuau D > S. 36inbiieHi B 00’emi
IoJIoHi Ta ctonwu. [1paBi KiHIIiBKY Oi1bIlIi BoO’emiHa 1,5—2 cm
(crmocTepira€Tbcsl 3pOCTaHHS Pi3HUILIL B 00’€Mi), B JOBXUHI
06113bK0 0,5 cM, TiepMOOIBHICTB CYII00iB, CIA0KiCTh OMO-
pu. Y 3araJbHOMY aHaJsli3i KpoBi, cedi Ta 6ioXiMiyHOMY aHai3i
KPOBi MaTOJIOTIYHUX 3MiH He BUsiBJIeHO. [Ipu nmpoBeneHHi
MPT BusiBieHo aHoMatito ApHonbiaa — Kiapi I, mopyiieHHst
JIIKBOPOJIMHAMIKM Ha PiBHi BEJIMKOTO IMOTWJIMYHOTO OTBODY.
V3]l opraHiB 4epeBHOI MOPOXHUHN — 0€3 IMaTOJIOTIIYHNIX
BimxuieHb. HCI' — HasgBHICTh BEeHTPUKYJIOAMIIATALIL 2-TO CT.
EKI' — nemoBHa 0y0kama mpaBoi Hixkku mydka [ica. I1pu
LIMTOTEHETUYHOMY JTOC/IIKEeHHI BCTAHOBJIEHO HOPMaJIbHUIA
4os10Biunii Kapioturr (46XY).

ITpu 3BepHEeHHI B 1 pik 8 Mic. Y IUTUHU BiAMiueHO 3a-
TPUMKY CTaTOKiHETUIHOI'O PO3BUTKY (CAMOCTIIAHO HE CTOITb,

HE XOIUTh) Ta ICUXOMOBJICHHEBOTO PO3BUTKY (HE TOBOPUTb,
iHCcTpyK1ii He BUKOHYE). [IprckopeHmii 06’eM pocTy roJo-
B (3a 4 mic. mpupict O 3 56 10 57 cM), 3pOCTaHHS Pi3HULL
00’eMy KiHIIIBOK He BUSBJICHO, MAKPOCOMIsI, aCUMETpIisI IIpU
OLIIHIIi YepeITHO-MO3KOBUX HepBiB D > S Tta ouHuMX mIinmH
D > S. 36inbieni B 06’emi noj1oHi Ta cromnu. I1paBi KiHIIiBKI
OinplIi B 00’eMi Ha 1,5—2 cM, B TOBXMHi 01m3bKo 0,5 cM,
rinepMoOLIBHICTD CYII00iB, C1a0KICTh ONIOPU. Y 3arabHOMY
aHaJTi3i KpoBi, cedi Ta 6ioxiMiyHOMY aHaIi3i KpOBi MaTOIOTiu-
HUX 3MiH He BUsiB/IeHO. Y3 /] opraHiB uepeBHOi MOPOXKHUHU —
6e3 narosoriunnx BigxuiaeHb. HCI' — HasgBHICTb JIIKBOpOIY-
HaMmiuHuX ropyieHb. EKI"— HernoBHa 6;10Kaa paBoi HixkKu
myuka [ica. BucHoBok Helipoxipypra: rinpoiiecdantis B cTamii
KOMIICHCAIIil 3 03HAaKaMM YaCTKOBOI OKJIIO3il BOIOIIPOBOLY
Mopo, manbdopmarist Kiapi I. BucHoBoK kapmionora: qaHux
3a Baly pO3BUTKY He BUSIBJICHO, BiIKpUTE OBaJIbHE BiKHO.

[Ipu HagxomkeHHi B 2 POKU IUTUHA TOBOPUTH AEKiJlb-
Ka CJIiB, BAKOHYE MPOCTi IHCTPYKILil, CAMOCTIIi{HO He cilae
Ta He XOaUTh. BimMiuaeThcst pisHMLS B 00’€Mi KiHIIBOK,
Makpocomisi Ta Makpoliedatis. Y HEBPOJIOTiYHOMY CTaTyCi:
OI' — 59 cm, OT'K — 60 cMm, BT 3akpure, maca Tina — 22 K.
Binmidena acumeTtpist oommaust D > S, ToHyc M s13iB i Typrop
TKaHUH 3HWKeHi. CityX i )XyBaHHSI, KOBTaHHS HE TIOPYIIIEHi.
Koopmunaisa pyxiB He nopyireHa. O6’eM IIpaBoi KiHIIIBKI
Oinpire Ha 1—2 cM, JiBa Hora Kopotiia Ha 2—3 cMm. Camo-
CTifHO HE CTOITh Ta He XOauTh. Bumonnse 3—4 ciaoBa, BU-
KOHAHHS iHCTPYKIIiii Ha piBHi IUTUHU 1 POKY, PO3LIMPEHHS
CYIMHHOI CiTKM Ha 1uKipi 1osoHb i crorn. BucHoBok MPT:
3 HalOIbIIOK WMOBIPHICTIO Ma€ Miclle TPaBOCTOPOHHS
reMmiMeraieHuedatis; MP-o3naku anoMatii ApHosbaa — Kia-
pi I. TopiBHsiHO 3 ToniepeHiM M PT BimMiuaeThest SMEHIIEHHST
CTYTEHST PO3IIMPEHHSI JTiBOro OOKOBOTO IUTyHOUKa. BrcHo-
BOK Helpoxipypra: Makpouedaris, rimpouedaltis B cTamil
KOMITeHcalrii, Mmanbpopmalis ApHoiabaa — Kiapi 1. O3nak
BHYTPIIITHbOYEPEITHOI TilepTeH3il He BusBiIeHO. BucHOBOK
TeHeTUKa: 3 HalOuUIbIIoI0 MMOBipHicTIO cuHapoM Coroca.
JlabopaTopHuUX BilXWieHb He BUSIBJIEHO.

V Bili 6 pOKiB y IUTUHU CIIOCTEPIra€Thesl BiICTaABaHHS
y TICUXiYHOMY PO3BUTKY (JIerka po3ymMoBa BifCTaJliCTh), 3a-
rajibHe HeJIOPO3BUHEHHSI MOBJIEHHSI 2-TO PiBHSI, JIerKa TyJTlyOHa
aTtakcisi, Makpocowmisi (puc. 1A), makporiedatisi, remirinep-
Tpodist (cTabisbHa), po3lIMpeHa CyIMHHA CiTKA Ha JIOJIOHSIX
i cromax (puc. 1b, 2).

BUCHOBKMU

V naniit myosikanii My cripoOyBaii KOPOTKO IpoaHaJli-
3yBaTU OCHOBHI MpUYMHU Makpouedarii y miteir. He3Baxa-
I0YM Ha 3HAYHi JOCATHEHHST MOJIEKY/ISIPHOI T'eHeTUKU, SIKi
OCTaHHIMU JECATUPIYYSIMU AO3BOJMIM BCTAHOBUTHU BEJTUKY
KJIBKICTb T€HiB, BiIMOBiAAILHUX 32 PO3BUTOK MaKpoliedatii,
MaTOreHe3 JAHOTO CTaHy 3ATMIIAETHCS 0 KiHIISI HE BITOMUM.
'V OinbIIocTi BUTIAAKIB ArpepeHIIiaIbHil JiarHOCTULL MaKPO-
tedarii cripusie KTiHIYHMI OTJISIA Malli€HTA Ta PETeIbHUIA 30ip
aHamHe3y. BizyanbpH1ii i HeBpOJIOTiYHHII OIS IOTIOMAaraioTh
3aI1iI03pUTH 3HAUYHY KUIbKiCTh TeHETMUHMX 3aXBOPIOBaHb, 1110
CYIIPOBOIXKYIOThCSI MaKpoledalli€lo, y TOMy Yucii ¢ako-
MaToO3M, CUHAPOM X-JIaMKOi XpOMOCOMU, CUHAPOMU, IO
CYIIPOBOIXYIOTHCSI MaKpocoMieto. MeTonu HelipoBidyartizallii,
30kpeMa MPT rosioBHOTO MO3KY, MOXYTb JOTTOMOITH BU-
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PucyHok 1. Makpocowmis (A), makpouedganis, remirineptpogis (crabinbHa) (B)

PucyHok 2. Po3wmnpeHa cyguHHa citka Ha [OJIOHSIX
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KJTIOYUTU METa0O0JIiuHi 3aXBOPIOBAHHS, MyXJIMHU, BPOIKEHI
BaJIM PO3BUTKY, Tinpouedatito. [TpaBuibHa audepeHiaTbHa
JiarHocTMKa Makpoledatii Haa3BUYaitHO BasKJIMBa, OCKUIbKI
JTO3BOJISIE PO3IOYATH aieKBaTHI JIiKyBaJIbHO-peadiTiTalliitHi
3axoau. CJTijJ] TakoK Mam’ITaTH, 1110 JaHU i CTaH MOKe pO31Ii-
HIOBATUCH SIK (DaKTOP PU3MKY PO3BUTKY PO3TIaLy ayTUCTUIHO-
TO CIIEKTpa, OCOOIMBO 32 HASIBHOCTI CTPYKTYPHUX 3MiH MO3KY
Ha MPT, abo o0TskKeHOro ciMeiiHOro aHaMHe3y (HasBHOCTI
CHUOLTIHTIB, sIKi cTpaxkaaioTh Bin PAC).

Cnncok AiTepatypum

1. Williams C., Dagli A., Battaglia A. Genetic disorders associated
with macrocephaly // Am. J. Med. Genet. Part. A. — 2008. — 146A. —
P. 2023-2037.

2. Seal A. Fifteen-minute consultation on the infant with a large
head // Arch. Dis. Child Educ. Pract. Ed. — 2013 Aug. — 98(4). —
P 122-5.

3. DeMyer W. Megalencephaly: Types, clinical syndromes, and
management // Pediatr. Neurol. — 1986. — 2. — P. 321-328.

4. Bodensteiner J., Chung E. Macrocrania and megalencephaly in
the neonate // Semin. Neurol. — 1993. — 13. — P. 84-91.

5. Kniniunuii npomoxon meouuozo 00250y 3a 300po60oio OUMuUHOK
8ikom do 3 pokie. 3ameepoocero MO3 Yipainu 6id 20.03.2008, Ne 149.

6. DiLiberti J.H. Inherited macrocephaly-hamartoma syndromes //
Am. J. Med. Genet. — 1998. — 79. — P. 284-290.

7. Fenichel G. Disorders of cranial volume and shape // Clinical.
Pediatric. Neurology: A Signs and Symptoms Approach. — 5". — Phila-
delphia: Elsevier Saunders, 2005. — 353 p.

8. Kurmanavicius J., Wright E., Royston P. et al. Fetal ultrasound
biometry: 1. Head reference values // Br. J. Obstet. Gynaecol. —
1999. — 106. — P. 126.

9. Biran-Gol Y., Malinger G., Cohen H. et al. Developmental
outcome of isolated fetal macrocephaly // Ultrasound Obstet. Gyne-
col. — 2010. — 36. — P. 147.

10. Gleeson J., Dobyns W., Plawner L. et al. Congenital struc-
tural defects // Pediatric Neurology Principles and Practice. — 4" ed. /
Swaiman K., Ashwal S., Ferriero D.M. — Philadelphia: Mosby Elsevier,
2006. — 399 p.

11. Lorber J., Priestley B. Children with large heads: A practical
approach to diagnosis in 557 children, with special reference to 109
children with megalencephaly // Dev. Med. Child Neurol. — 1981. —
23. — P. 494-504.

12. Weaver D., Christian J. Familial variation of head size and
adjustment for parental head circumference // J. Pediatr. — 1980. —
96. — P. 990.

13. Vertinsky A.T., Barnes P.D. Macrocephaly, increased intra-
cranial pressure, and hydrocephalus in the infant and young child //
Top. Magn. Reson. Imaging. — 2007 Feb. — Ne 18(1). — P. 31-51.

14. Shen M., Nordahl C., Young G.S. etal. Early brain enlargement
and elevated extra-axial fluid in infants who develop autism spectrum
disorder // Brain. — 2013 Sep. — Ne 136(Pt. 9). — P. 2825-35.

15. Zwaigenbaum L., Young G., Stone W. et al. Early head growth
in infants at risk of autism: A Baby Siblings Research Consortium
Study // J. Am. Acad. Child Adolesc. Psychiatry. — 2014. — No 53. —
P. 1053-1062.

16. Stanfield A., Mclntosh A. et al. Towards a neuroanatomy of
autism: a systematic review and meta-analysis of structural magnetic
resonance imaging studies // Eur. Psychiatry. — 2008. — Ne 23(4). —
P. 289-99.

17. Lange N., Travers B.G., Bigler E.D. et al. Longitudinal volu-
metric brain changes in autism spectrum disorder ages 6-35 years //
Autism Res. — 2014; Autism Res. — 2015 Feb. — Ne 8(1). — P. 82-93.

18. Valvo G. et al. Temporal lobe connects regression and macro-
cephaly to autism spectrum disorders // Eur. Child Adolesc. Psychia-
try. — 2015 July. — P. 1-9.

19. Sacco R., Gabriele S., Persico A.M. Head circumference and
brain size in autism spectrum disorder: A systematic review and meta-
analysis // Psychiatry Res. — 2015 Nov 30. — Ne 234(2). — P. 239-51.

20. Saskia J., Palmen M.C. Structural Brain Abnormalities in
Autism: Neuroimaging and Neuropathology Studies, 2005. — 28 p.

21. Burks S.R., Wright C.L., McCarthy M.M. Exploration of
prostanoid receptor subtype regulating estradiol and prostaglandin E2
induction of spinophilin in developing preoptic area neurons // Neuro-
science. — 2007. — Ne 146(3). — P. 1117-27.

22. Koch H., Huh S.E., Elsen F.P. et al. Prostaglandin E2-induced
synaptic plasticity in neocortical networks of organotypic slice cultures //
J. Neurosci. — 2010. — Ne 30(35). — P. 11678-87.

23. Jiang J., Ganesh T., Du Y. et al. Neuroprotection by selective
allosteric potentiators of the EP2 prostaglandin receptor // Proc. Natl.
Acad. Sci. USA. — 2010. — Ne 107(5). — P. 2307-12.

24. Tamiji J., Crawford D.A. The neurobiology of lipid metabolism
in autism spectrum disorders // Neurosign. — 2010. — Ne 18. — P. 9§-
112.

25. Evans T. Fishing fora WNT-PGE?2 link: beta-catenin is caught
in the stem cell net-work // Cell Stem Cell. — 2009. — Ne 4(4). —
P. 280-2.

26. Wong C., Li H., Crawford D. The role of prostaglandin E2
signaling pathway in neuroectodermal stem cell function. Poster#
151.08/V6. Society for Neuroscience — Annual Meeting; Sunday, 13
Nov 2011. — Washington, DC, 201 1.

27. Zhou C., Zhao C., Pleasure S. Wht signaling mutants have
decreased dentate granule cell production and radial glial scaffolding
abnormalities // J. Neurosci. — 2004. — No 24(1). — P. 121-6.

28. Zhou C.J., Borello U., Rubenstein J., Pleasure S. Neuronal
production and precursor proliferation defects in the neocortex of mice
with loss of function in the canonical Wht signaling pathway // Neuro-
science. — 2006. — Ne 142(4). — P. 1119-31.

29. Sahores M., Salinas P. Activity-mediated synapse formation a
role for Wht-Fz signaling // Curr. Top. Dev. Biol. — 2011. — Ne 97. —
P. 119-36.

30. Buechling T., Boutros M. Whnt signaling signaling at and above
the receptor level // Curr. Top. Dev. Biol. — 2011. — Ne 97. — P. 21-53.

31. Spence S., Kono N., Geschwind D., Cantor R. A QTL Analysis
of Macrocephaly in Autism Families. American Society of Human
Genetics Annual Meeting. — Salt Lake City, UT., 2005.

32. Herman G., Butter E., Enrile B. et al. Increasing knowledge
of PTEN germline mutations: Two additional patients with autism and
macrocephaly // Am. J. Med. Genet. — 2007. — Part A(1434). —
P. 589-593.

33. Marchese M., Conti V., Valvo G. et al. Autism-epilepsy pheno-
type with macrocephaly suggests PTEN, but not GLIALCAM, genetic
screening // BMC Med. Genet. — 2014 Feb 27. — No 15. — P. 26. —
Doi: 10.1186/1471-2350- 15-26.

34. DilLiberti J. Inherited macrocephaly-hamartoma syndromes //
Am. J. Med. Genet. — 1998. — Ne 79. — P. 284-290.

35. Robinson S., Cohen A. Cowden disease and Lhermitte- Duclos
disease: an update. Case report and review of the literature // Neurosurg.
Focus. — 2006 Jan 15. — Ne 20(1). — E6.

N° 4(82), 2016

www.mif-ua.com 95



IIpakTHKYI049O0MYy HeBpoaory /To practicing neurologist/

NJ)

36. Perez-Nunez A., Lagares A. et al. Lhermitte- Duclos disease
and Cowden disease: Clinical and genetic study in five patients with
Lhermitte-Duclos disease and literature review // Acta Neurochir.
(Wien). — 2004. — No 146. — P. 679-690.

37. Hay N. The Akt-mTOR tango and its relevance to cancer //
Cancer Cell. — 2005. — Ne 8. — P. 179-183.

38. Tatton-Brown K., Douglas J. Genotype-phenotype associations
in Sotos syndrome: an analysis of 266 individuals with NSD 1 aberra-
tions // Am. J. Hum. Genet. — 2005. — Ne 77. — P. 193-204.

39. Gosden R., Trasler J., Lucifero D., Faddy M. Rare congenital
disorders, imprinted genes, and assisted reproductive technology //
Lancet. — 2003 Jun 7. — Ne 361(9373). — P. 1975-7.

40. Opitz J., Weaver D., Reynolds J. The syndromes of Sotos
and Weaver: Reports and review // Am. J. Med. Genet. — 1998. —
Ne 79. — P. 294-304.

41. Douglas J., Hanks S., Temple I. et al. NSD1 mutations are
themajor cause of Sotos syndrome and occur in some cases of Weaver
syndrome but are rare in other overgrowth phenotypes // Am. J. Hum.
Genet. — 2003. — No 72. — P. 132-143.

Kupunosa A.l., Tkadyk A\.U., MupoLuHmukoB A.A., KO3Ba A.A.

42. Szudek J., Birch P., Friedman J. Growth charts for young
children with neurofibromatosis 1 (NFI1) // Am. J. Med. Genet. —
2000. — Ne 92. — P. 224-228.

43. Sasaki M., Hashimoto T., Furushima W. et al. Clinical aspects
of hemimegalencephaly by means of a nationwide survey // J. Child
Neurol. — 2005. — P. 337-341.

44. Young E., Wishnow R., Nigro M. Expanding the clinical
picture of Simpson-Golabi- Behmel syndrome // Pediatr. Neurol. —
2006. — No 34. — P. 139-142.

45. Mirzaa G.M., Conway R.L., Gripp K.W. et al. Megalen-
cephaly-capillary malformation (MCAP) and megalencephaly-
polydactyly-polymicrogyria-hydrocephalus (M PPH) syndromes: two
closely related disorders of brain overgrowth and abnormal brain and
body morphogenesis // American Journal of Medical Genetics. — 2012
Feb. — No 1584(2). — P. 269-91.

46. Mash Eric J. Intellectual Disability (Intellectual Deve-
lopmental Disorder). — 6" ed. — Boston, Massachusetts: Cengage
Learning, 2015.

Ompumano 09.01.16 W

Y «IHCTUTYT NeamnaTpuy, QkyLLepCcTBa v rtHekoAor HAMH YkpauHel», r. Kues, YkpauHa

ANDODEPEHLIMAABHAS AUATHOCTUKA MAKPOLIEDAAUIA (METAADHLEEDAAUA Y AETEN)

Pe3swome. Cratbsi ocBsiniieHa npobsieme nuddepeHnantbHoi
NIMarHOCTUKU Makpoliedanuii B HeliponeanaTpuyecKoi MpakTuKe.
Ha ocHoBaHuM aHanM3a COBPEMEHHOI1 TMTEpaTyphl MPEICTABICHO
JIETAIBHOE OMUCAHNE KIMHUYECKOW KAPTUHBI, OAXOJ0B K TUAarHO-
CTHUKE 1 JICYEHUIO COCTOSTHUI, COTIPOBOXKIAIOIINXCS MaKpoliedatu-
eii. Ocoboe BHMaHKeE B CTaThe YIJIEHO BOTIPOCY COYeTaHUSI MAaKPO-
1edanuu c reHeTUYeCKMMHU 3a00JIeBaHUSIMU Y ieTeil. B HacTosiiee
BpeMsl IaHHas1 pobjiemMa Majio OCBellleHa Kak B 3apyOesKHOM, TaKk

Kyrylova L.H., Tkachuk L.I., Miroshnykov O.O., Yuzva O.O.

U B OTeYeCcTBeHHOM Jiutepartype. [1pu o0cie0BaHUM MALUEHTOB C
Makpoliebanreit y CrelaircToB T0JDKHA IPUCYTCTBOBATh HACTOPO-
JKEHHOCTb B OTHOLLICHUM F'€HETUUECKMX CUHIIPOMOB, KOTOPBIE MOTYT
JiexXaTh B OCHOBe 3a0osieBanusl. [TpencraBieH KITMHUYECKUIA TpUMep
pebeHka ¢ Makpouedaiueit, y KOToporo 0blI0 TMarHOCTUPOBAHO
penkoe reHeTuueckoe 3aboneBaHrue — cuHapoM Coroca.

KmoueBble cioBa: Mmakpoiiedanusi, pacCTpoiCTBa ayTUCTUUECKOTO
crieKTpa.
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DIFFERENTIAL DIAGNOSIS OF MACROCEPHALY (MEGALENCEPHALY) IN CHILDREN

Summary. The article deals with the problem of differential diagnosis
of macrocephaly in pediatric neurology practice. Based on the analysis
of contemporary literature, there is presented a detailed description
of the clinical picture, approaches to the diagnosis and treatment of
conditions associated with macrocephaly. Special attention is paid to
the combination of macrocephaly with genetic diseases in children. At

present, this problem is poorly represented both in foreign and domes-
tic literature. During the examination of patients with macrocephaly,
specialists should be alert to the genetic syndromes, which may underlie
the disease. We present a clinical case of a child with macrocephaly,
who had been diagnosed with a rare genetic disease — Sotos syndrome

Key words: macrocephaly, autism spectrum disorders.
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