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Pestome. Mema oOocniodcenns — 3’sicyeamu eMOpionociuni nepedymosu ma uac
MOMCTIUBO20 BUHUKHEHHS 840 DPO3BUMKY md YpoodxceHux Oegopmayii uependa
JIHOOUHU.

Pesynomamu. Picm ma 30inbuiennss yepena 3HAYHOIO MipOI0 GUHAYAECMbCA
POCMOM 20]106H020 MO3KY 6HACNIOOK ix micHoi cunmonii. [lo Kinys Opyeozo poky
Kicmku 3’€Onytomuvca  weamu. Heupokpanili embpionociuno nooinaemvcsa Ha
CKNIeninHA, sAKe (QOPMYEMbCA  WIAAXOM NEPemUH4ACMo20 CKOCMEHIHHA, |
OasucKpamiym, Kicmxu AKO20 YMEOPIOIOMbCA WIIAXOM XPAUJO8020 OCMeozeHes).
Tlouamkosuii po3eumox Heupouepena 3anexcums 6i0 (POopMyeaHHs MO3KY ma
omouyiouux 1020 000710HOK. [[icepenom 3auamka 306HiUHbOI 0DONOHKU €
Me300epma ma eKmoMe3eHXMIMA Hep6o6020 epebeHs, HeB0063i 60HA NOOINAEMbCS
Ha GHYMPTIWHIT TUCMOK — eHOOMEHIHKC | 308HIuMNil — ekmomeHinke. Ocmannii oani
NOOINAEMbCA HA 306HIWHINL OCMEO2EHHUU Wap, 6 AKOMY YEHMPU CKOCMEHIHHS
YMBOPOIOMb KICIMKU Yepend, i 6HYMPIWHIL wap meepooi MO3K080i 0DONOHKU.
Llenmpu cxkocmeninna ymeoproioms 10008y, MiM SIHYy, NHOMUIUYHY MA CKPOHEBY
KiCmKU, a NpOMIdCHI OLIAHKU YMBOpooms Qiopo3ui weu ma miv ’auxa. 3azeuuail
WU 3pOWYIOMbCA HANPUKIHYT OPY2020 POKY HCUTNMAL.

Bucnoeku. Ypoooceni depopmayii mo3xk06020 6i00iny uepena € Mop@onociuHumu
nposAeamMu  YUCIEHHUX  CHAOKOBUX  CUHOpOMI6  ma/abo  MemaboniyHuXx,
MEepamo2eHHUX GNIUGAX, JII30COMHUX XGOPOO HAKONUYEHHA, 640 PO3GUMKY
207106H020 MO3KY, HeCHpUAMIUGUX Qaxkmopie ni0 uac nro008o2o nepiody
PO3BUMKY. OOMENCEHHS GHYMPIUHbOYMPOOHO20 cepedosuya, CAaOKUl M 306Ul
MOHYC, KPUBOWIUS, NePEeloM KMIOUUYi, aAHOMANI WUH020 8i00iny Xpebmosoco
cmogna, 6azamonniona eacimuicme [ nopyuienws Minepanizayii xicmox. s
Ooughbepenyiiinoi diaeHOCMUKU YPOOIICEHUX 80 uYepend, Nopsod i3 3aCMOCY8AHHAM
diaenocmuunoi  mpueumipHoi Mmeouunoi  gizyanizayii, HeobOXiOHO npogecmu
2eHeMUYHUL CKPUHIne. .
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Resume. The purpose of the work is to find out the embryological prerequisites and
the time of the possible occurrence of malformations and congenital deformations
of the human skull.

Results. The growth and enlargement of the neurocranium is largely determined by
the growth of the brain due to their close syntopy. By the end of the second year, the
bones are connected by sutures. The neurocranium is embryologically divided into
the vault, which is formed by membranous ossification, and the basis cranii, the
bones of which are formed by cartilaginous osteogenesis. The initial development
of the neurocranium depends on the formation of the brain and its surrounding
membranes. The source of the germ of the outer layer is the mesoderm and
ectomesenchyme of the neural crest, soon it is divided into the inner layer —
endomeninx and outer — ectomeninx. The latter is further divided into the outer
osteogenic layer, in which the ossification centers form the bones of the skull, and
the inner layer of the dura mater. The centers of ossification form the frontal,
parietal, occipital and temporal bones, and the intermediate areas form fibrous
sutures and fontanelles. Usually, the sutures are joined at the end of the second year
of life.

Conclusions. Congenital deformities of the cerebral part of the skull are
morphological manifestations of numerous hereditary syndromes and/or metabolic,
teratogenic effects, lysosomal storage diseases, brain malformations, unfavorable
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factors during the fetal period of development: restriction of the intrauterine
environment, weak muscle tone, torticollis, clavicle fracture, cervical spine
anomalies, multiple pregnancy and bone mineralization disorders. For the
differential diagnosis of congenital defects of the skull, along with the use of
diagnostic three-dimensional medical imaging, it is necessary to carry out genetic

screening.

Beryn.  [HauBimyanpHa ~— aHATOMiYHA — MiHJIUBICTB
3abe3nedye yHIKaJbHY OYyZOBY MO3KOBOTO Ta JIHIIEBOTO
BILIITIB Yepena JTIOJUHH, Y TOMY YHCT i YHCIIeHHI acCuMeTpil
Ta BapiaHTH OyJOBH, SIKi KOPETIOIOTh i3 3araJbHIM
KOHCTUTYHIHHAM TUIIOM iHuBigyyMma [1, 2]. Kpaiiai dpopmu
aHATOMIYHOI MIHJIMBOCTI dYeperma MEXyloTb 3 HOro
YUCIICHHAMH aHOMAaJisMH OyHOBH, SIKi € TPOSBAMHU
CIaJIKOBOI, €KOJIOTTYHOI Ta IHINOI YPOPKCHOI MATOJIOTI, SKi
3a3BUYail BUMIBSIIOTE Y YHCIICHHI CHHIPOMH [3-5].

MopdoreHe3 TOJOBH JIFOJUHH TIOYMHAETHCS 3 MEPLINX
TWDKHIB BHY TPIIIHEOYTPOOHOTO po3BUTKY (BYP) i TpuBac mo
MOYAaTKy MEPE/III0A0BOTO MEPIOay — 0 8-T0 THXKHSI recTarlil
[6]. IpoTsirom nmepiiux 4-6 TikHiB BYP KiIiTHHE HEPBOBOTO
rpeOCHT B [OUIHII TOJOBH eMOpiOHAa MIrpyrOTh 1
I(epeHIIIIOI0TECA B ME3CHXIMHI KITITHHH, SIKi YTBOPIOIOTH
KicTkr Jmns [7], Tomi sSK OCHOBa Hepera TIOXOIATh Bif
MOTHIMYHUX coMiTiB [8]. BicmepokpaHiyM yTBOPIOETBCS 3
HEpPBOBOTO TpeOeHs 1 (hopMye XpsIIOBI 3a4aTKH KiCTOK
JIMIEBOTO Bijauty uepena. HeipokpaHiymM pO3BHBA€THCS
0e3mocepe/IHbO 3 ME3CHXIMH TOTHIIMYHHUX COMITIB, HIIIXOM
MEPETHHYACTOrO CKOCTCHIHHS, 1 UIMTHCSA HA MEPETUHYACTY
YacTHHY, sIKa YTBOPIOE TUIOCKI KICTKH CKJICTiHHS uepena [9,
10], i XOHAPOKpaHii, YTBOPIOIOYH XPSIIOBI 3a4aTKH KICTOK
ocuoBu uepena [11]. IMopymenus mpoueciB Mopdorenesy
yepera BIPOIOBXK 3apoJxoBoro mepioxy BYP npusBoauts
HE TUTHKH JI0 BUHUKHEHHS BapiaHTiB OyIOBH, ane # 0 Baj
po3BuTKy TosioBu [12]. I xoua ypo/pkeHi aHOMail deperna
MOXYTh BHHHKHYTH B OyJb-fKHH dYac BariTHOCTI, TO
nedopmaltii dyepena BHHUKAIOTh IICHST OPraHOTreHe3y HOro
CTPYKTYP Ta € HACIIKOM 30BHIIIHHOTO BILUTMBY MEXaHITHHUX
CWJI, UI0 BHUKIMKAIOTh aHOMAJbHI YTBOpPEHHs abo
CTHIOTBOPEHHS MOP(OTreHETHYHO HOPMAJbHUX YacTHH Tijia
(Hampukiax, mosuifiiHa — moiarionedamis)  [13,  14].
Jedbopmariii MOKyTh OyTH CIPUYMHEH] TPSIMUMH MiCLIEBUMH
MAaTKOBHMH YH MOCTHATAILHAMH (haKTOpaMH MO3HMILI.

3’sicyBaHHSI XpOHOJIOT i 3aKJIa/IK1 3a4aTKiB KICTOK uepena
JIOMHM Ta iX OHTOI€HETHYHHX IIePETBOPEHb YIPOIOBXK
BYP no3BoiuTh OUIbII YiTKO PO3YMITH €TiOTNATOreHe3
YPOIKEHOI MATOJIOT I TOJIOBH JTFOMHH.

Mera pocaimkeHHsT - 3’scyBaTH  eMOpioJoriuHi
TIEPElyMOBH Ta YaC MOXJIMBOTO BUHHKHEHHS BaJl PO3BUTKY
Ta ypo/DKEHUX JedopMariiii ueperna JIFoanHH.

PesyabraTH J0CHiIKEHHsI Ta iX 0OroBOpeHHS.
[lowaTkoBMId  pO3BMTOK HeWpodepenma 3aleKUTh  Bif
(dopMyBaHHS MO3Ky Ta OTOYYIOUMX HOrO OOOJIOHOK.
JkepesoMm 3a4aTka 30BHINIHBOI OOOJIOHKH € Me307epMa Ta
eKTOMEe3eHXiMa HEpPBOBOTO TpeOeHs, HEeBIOB3i BOHA
MOAUISETHCS HA BHYTPIIIHIA JIMCTOK — EHIOMEHIHKC 1
30BHIIIHIA — ekroMeHiHKke. OCTaHHIM [am MOAUIIETHCS Ha
30BHIIIHIA OCTEOTeHHHUH I1ap, B SKOMY LIEHTPH CKOCTEHIHHS
YTBOPIOIOTh KICTKM Yepemna, i BHYTpIIIHIH Iap TBepHoi
MO3KOBOI 000JIOHKH. BHYTpIilHIH €HIOMEHIHKC € JDKepeIoM
YTBOPEHHS MNaBYTMHHOI 1 M’SIKOi MO3KOBHX OOOJIOHOK.
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LleHTpu CKOCTEHIHHS ~yTBOPIOIOTH JIOOOBY, TiM’sHY,
MOTWIMYHY Ta CKPOHEBY KICTKH, a MPOMDKHI IUISTHKA
YTBOPIOIOTH (DiOpPO3HI IIBM Ta TIM SUKA. 3a3BHYAil IIBU
3pOIIYIOTHCS HAPHUKIHIIL APYTOTO pOKy KUTTs [10].

VY mnopiB MOAWHW BU3HAYAIOTHCS MHICTH (HiOpO3HMX
JUISHOK (TiM’S9OK), 16 MEXKYIOTh ABI a00 OiibIne KiCTKA
Yepera: HeTlapHi — MepeIHe Ta 3a/IHE, TapHi — epeTHp00IIHe
(xnuHOMITHEOIHHE), 33/IHbOOIYHE (cockomoniOHe).
Bi3yaizytoTbcst I’SITh OCHOBHHX LIBIB Yeperna: METOMIYHHH,
CTPLJIOBHH, BIiHIICBHIA, JIYCKOBHIA 1 JamOmonoaioHuii . Pisni
IBH OCU(DIKYIOTbCS Y PI3HUIA TEPMiH, IPUYIOMY METOIIYHHUIMA
IIIOB CKOCTEHI€ y Billi Bim 4 10 7 MICAIB, a iHIN NIBH
MOBHICTIO HE 3HUKAIOTH JI0 IOPOCIoro Biky [20].

VY pe3ynbTaTi HMepea4acHOro 3pOLICHHS INBIB BHHUKAE
KPaHIOCHMHOCTO3, IO INPU3BOJAMTH JO KpPaHIOCTEHO3Y
(«3By)eHHS uepernay). [lnariomedarnis — ne Hecrienupiaamit
TEPMiH, SIKAH BHKOPHCTOBYETHCS IUIsl ONIUCY ACHMETPUYHOL
dopMu  TONOBHM, sKa MOXe OyTH HacmigkoM abo
KpaHiOCHHOCTO3Y, ab0 Mo3MIIiiHOI neopmartii yepena [21,
22]. QudepeHiriiina JiarHOCTHKA Ma€ BUPIIIATbHE 3HAYCHHS
JUIsL BU3HAYEHHS MPABUIILHOTO CIOCO0Y JiKyBaHHS (TOOTO
XipypridHe BTpy4YaHHS TpOTH oproneanyHoro). Jlo
KPaHIOCMHOCTO3Y MOXKE MPH3BECTH TAKOX CIIOBUIBHEHHS
MPOIIECIB POCTY B MPHWJICIIMX 0 3a4aTKiB KICTOK yepera
CTPYKTypax yIpoJI0BK BCHOT'0 ILIOI0BOTO TIepioy. 3a3BHyaii
[le CTAaeTbCS BHACIHIJOK CIOBIJIEHEHOTO POCTY TOJIOBHOIO
MO3Ky, OCKUIBKM TpU TSDKKI TepBHHHIN Mikporedarii
HallOIMMPEHINIO IPUYHHOKO KPaHIOCHHOCTO3Y Y 3I0POBHX
HEMOBJIAT € BHYTPIITHBOYTPOOHE OOMEKEHHSI POCTY TOJIOBH.
Jo erionoriuaux (pakTOpiB MOKHA BIHECTH OaraTOILTiIHY
BariTHICTh, MAKPOCOMIIO, OJIIOTIIPaMHIOH 1 BaJl PO3BUTKY
MaTKi Matepi (MiOMy Ta JBOPOTY Matky). SIKIIO 30BHIlLHI
YUHHUKH, SIKI CTPUMYIOTh PICT TOJIOBH IUIO/A, [IOTh
MapaJiesIbHO JI0 YePEIHOTo MIBa, [IE MOYKE IPU3BECTH JI0 HOTO
KPaHIOCMHOCTO3y ~MDK TOYKaMH OOMEXKEHHS  pPOCTY.
CrpiioBU#i KPaHIOCHHOCTO3 € HAWIMOIIMPESHIIIAM THUIIOM 1
3a3Bu4ail 1307p0BaHUH. CTUCHYTHI [IOB Ma€ TEHCHIIIO JI0

PO3BUTKY KICTKOBOTO BallKa, OCOOJIMBO B JUITHII
MakCHMAJIFHOTO OOMEXKEHHS POCTYy MDK TIM SHAMHA
MIBUIIEHHAMH.  Takuii ~ BHCTYIl ~ MOXKHa  JIETKO

NponaybIlyBaTH ab0 Bi3yasli3yBaTH Ha PEHTICHOrpamax Ta
KT uepena.

KpaniocnHoCcTO3 3a3BHYail PO3ITI3HAETBCA 3pasy IMicCIA
HApO/DKEHHA 3a AaHOMAJbHOIO (HOPMOIO TONOBM Ta i
nedopMartiero. PaHHe 3akpuUTTs TiM’sTIKa, aCUMETPIst TOJIOBH
Ta/abo BiAIyTHI BHUCTYIH B3IOBX 3aKPHUTOTO IIIBA MOXYTh
Oyt cummTomMamu i€l matosorii [23]. Skmo Hemae
BIIEBHEHOCTI B TOMY, 4H € IIBH CIIpaBJi cuHOcTo3HUMH, KT
MOJKe 3a0€3MeUNTH TOYHIIY JIiarHOCTHKY.

CHHOCTO3 TIEpelIKo/PKae IMOAAIBIIOMY 30UIBIIEHHIO
PO3MIpIB TOJIOBH Y MicCIli HOr0 BUHUKHEHHSI, i MO30K, SIKHI
MIBUJKO 3pOCTa€, CIOTBOPIOE CKIICIIIHHS 4Yepena, Ha/laroun
oMy aHoMaibHOI ()OPMM 3aJI€XKHO BiJ TOTO, SKi IIBH
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3aJIy4eHi y TaToJOriYHUK mporec. UM paHille BHHHKAE
CHHOCTO3, THM CHUIIBHIIIE BiH BIUIMBaE Ha (OpMy depera.
KpaniocrnHOCTO3 MOXKE OyTH CIIPHYMHEHUH Pi3HOMAaHITHIMHU
YMHHAKAMH, TaKUMH SIK MyTallli TeHiB, XPOMOCOMHI
aHOMaJtii, JTI30COMHI XBOPOOW HAKOIIMYCHHS, TINEePTHPEO3
a60 TIOpYIIIEHHSI HOPMATBHOTO POCTY MO3KY [24].
BxuBaroThCs pi3Hi TEPMIHM IJIsL ONIUCY aHOMAIH (hopMHU
TOJIOBH, CHPHYNHEHUX KPaHIOCHHOCTO30M, IPUYOMY KiHIICBa
(opMa ToJIOBH 3alIeXKHTh Bijl 3aisSHOrO IIBa. BUTArHYTHI
KyJIenoIOHMIA Yeper 3 JIOOOBUM 1 MOTHINYHUM BHUCTYIaMU
Ha3WBaKOTh Jonixonedaniero abo ckadoredarniero. Taka
¢dopma TOJOBM 3a3BHuYAl TMOB’S3aHa 3 NEpPEAYaCHUM
3aKPHUTTSAM CTPLIOBOTO IIBA Ta BUCTYIIOM y HApPSMKY HOTO
3aIHBOTO Kparo.
[NepemuacHe 3poreHAsT 000X BiHIIEBUX IIBIB MPU3BOINUTH
0 BHCOKOTO 1 INHPOKOTO JIOOOBOTO BimmiTy uepema 3
KOPOTKHM JI000BO-NOTHIIMIHIM PO3MIPOM, IO MPH3BOINTH
no Opaxinedatii, TOIi SK 3pOMICHHS OIHOTO BIiHIIEBOTO IIIBa
cripuumHsie acumeTpuuHy Gopmy rosnou. [Ipy BUHHKHEHHI
BIHIICBOTO KPaHIOCHHOCTO3Y BXJIMBO PETEIBHO OOCTEIKUTH
TNali€eHTa Ha HasBHICTh aHOMATiH, sIKi MOXKYTb CBITYUTH IPO
TEHEeTUYHHI CHHIPOM, HAIpHKJIaJ] MaJbLeBi aHOMal 1pu
cunapomi [paiidepa (Pfeiffer), nBo3HauHi 30BHIlIHI CTaTEBI
opranu 1pu cunapomi AHtii-bikcnepa (Antley-Bixler) ado
MOJTICHHAAKTUITIIO Tipu cuHapomi Amepra (Apert) [25-27].
CHHOCTO3 YHCIICHHUX YepPeTTHMX IIBIB YacTillle MPU3BOANTH
JI0 TIIBUINCHHS BHYTPIIIHROYEPETHOTO THCKY Ta MOTpelye
LIyHTyBaHHsI np rigpouedannii [28, 29]. V kpaiinix Bumakax
¢dopMa TONOBH Yy QopMi JHCTa KOHIOIIMHA MOXe OyTH
HACJIIIKOM CHHOCTO3y 3 MHOXKMHHHMH ILIBaMH, 3a3BHUYail 3
O3HAaKaMH{ [Mi/IBUIIEHOr0 BHYTPIIIHBOYEPEITHOTO THUCKY Ta
PEHTICHOJIOTIYHUM ~ BHIJISZIOM BHYTPILIHBOT KOMIIAKTHOT
IUIACTUHKU Y BUMIII «KoBaHOT Mimi». Takox Bimoma sk
cunapom Kieonarmenens (Kleeblattschiddel), kouronriaosa
nedopmalliss BUKITHKAE OMyKJIOCTI MEPEAHbOTO0 Ta OIYHHX
YaCTHH Yepera, 0 Haraxye popMy JICTa KOHIOIIMHH.
Uepen y dQopmi TpuKyTHHKa (TpUrOHOIE(AIis)
CNPUYMHEHUH NepeadacHAM 3POIIEHHSM METOMIYHOTO IIBa
[25]. Takox MOKe BHHHKHYTH CHHIPOMHHN METOIMIYHHI
CHHOCTO3, a TPHUTOHOUE(ANis CIIOCTEPIraeThCs  IpU
PI3HOMAHITHHX CHHApPOMaX, JesKi 3 SKUX TIOB’s3aHi 3
PO3yMOBOIO BiICTATICTIO 400 XPOMOCOMHUMHY aHOMAJTISIMH.
OnHOOIYHHI JTaMOI0NIOMIOHHI CHHOCTO3 TIPU3BOIUTH 110
Tpanerienoaionoi marionedaiii, sKa BiAPI3HAETBCS BiX
nedopMartiiftHoi  3amHBOT  MUIarioniedanii - MOJIOKEHHSIM
JIeKaYW Ha CIHHI Ta KPHUBOLIMEIO, a BiJl CHHOCTOTHYHOI
MepeHboi  IUiarionedanii — OTHOOIYHMM  BIHIICBUM
CHHOCTO30M. PEHTIreHOJIOTYHI 03HAKH MaTOJIOT i BKIIFOYalOTh
TparienienofiOHy acHMeTpilo depemna, HEBEIHKY 3a/IHIO
YeperHy SIMKY Ta IIOBHHI CKJIEpo3 3 O0pO3HAMHU.
[nariouedanis (3 rpeupkoi plagio kephale — «xoca
TOJIOBa») — 1€ TePMiH, SIKMH BUKOPHCTOBYETBCS VIS OITHCY
acumeTpii (OpMH TOJOBH y BepxHiA mpoekmii [21, 22].
Cropona turarioniedanii 3a3BH4ail MO3HAYAETHCS KiCTKOIO,
gka Oynma HalOimbmI croiomeHa aehOpMyIOUYMMH CHIIAMHU
(3a3BWYAH 11€ MOTHITHIIS [T HEMOBJIAT, SIKi CTIUISITH Ha CIIFHI ).
Jledopmarriiina rutarioredaltist He MOB’s3aHa 3 MEPEIYACHUM
3aKpPUTTAM YEPeIHUX IIBiB, e OCKUIbKHA KPaHIOCHHOCTO3
TaKOK MOYe OyTH CIIPUYMHEHUH 0OMEKEHHSIM POCTY TOJIOBU
IoAa, TOMYy Yy BHIAAKy OJHOYaCHOIO BHHHKHEHHS

nedopmaniiinoi  marionedanii  Ta  KpaHIOCHHOCTO3Y,
JIarHOCTHKA 1 JIKyBaHHI MOXYTh OYyTH YCKIIaJHCHUMH.
®dakropamH, SKi CIPUSIOTH HAIMIpHIA ab0 acHMeTpHIHIi
nedopmartii ToOBH, € 00MEXEHHsS BHYTPIIIHROYTPOOHOTO
CEepEeNOBHIIIA, CTIA0KHIA M’ SI30BUIA TOHYC, KPUBOIIINS, IIEPEIIOM
KITFOUMIT, MIMHHO-XpeOTOBI aHOMAJIii, TOJIOKEHHS i Yac
cHy, OaraToruliiHa BariTHICTh 1 TOPYILEHHs MiHepasi3arii
KicTok. P03BHTOK HanMipHOi MO3HMILIHHOI Opaxinedanii 3
warioredarniero adbo 6e3 Hel Moxe OyTH PaHHBOO O3HAKOKO
rinoToHii abo TOro, 1O OATbKU HE 3MIHIOIOTH IOJIOMKEHHS
HEMOBJISITaM, HAIIPUKIIa], He TIEPEKIIaJatoTh Ha JKHBIT.

3aXBOPIOBAHICTh Ha KPaHIOCWHOCTO3 CTaHOBHTH 3,4 Ha
10000 momoriB, i me 3a3BHYaAil i30JIbOBAHA CIOpPATUYHA
aHOMalisl y LUTOMy HOpMaibHOI IUTHHH. Crienudiday
TEHETHYHY €TiOJIOTiI0 MOYKHA BU3HAYMTH IpHOIM3HO B 21 %
BUna KkiB. brimseko 8 % ycix KpaHiOCHHOCTO31B € CiMEHHNMHY,
SIKi CTaHOBIIITE 14,4 % BIHIICBUX CHHOCTO31B, 6% CTPLITOBHX
CHUHOCTO3IB 1 5,6% METOmMYHHX CHHOCTO3IB, TOHlI SK
NamMO1oNoIOHNI T CMHOCTO3 Maiike HIKOJNU HE € CIMEHHMM.
bubuiicTs nap GJIM3HIOKIB € JUCKOPIAHTHUMH, OCOOJIMBO 13
CTPUIOBMM 1 METOIYHAM CHHOCTO30M, SIKMH 3a3BHYail
CIIPUYMHEHUH CTUCHEHHSM IU107a. KOHKOPIAaHTHICTh 1010
BIHIIEBOTO CHHOCTO3y Ha0araro BHINA JUIsi MOHO3MT'OTHHX
ONM3HIOKIB, HDK I8 JM3UTOTHUX, IO CBIIYUTH PO
MEPEeBAXAHHS T'€HETHMYHWX YMHHHUKIB Yy BHHHKHCHHI
BIHIIEBOTO CHHOCTO3Y.

CiMeliHHH KpaHIOCHHOCTO3 3a3BHYail ITIepelacThbes 5K
ayTOCOMHO-JJOMiHaHTHa O3HaKa 3 HETIOBHOIO
TICHETPAHTHICTIO Ta pi3HOI0 ekcrnpecuBHicTO. [llupokmit
CIIEKTp XPOMOCOMHHX aHOMAJii TakoXX TMOB’SI3aHUN 3
KPaHIOCHHOCTO30M 3 MIKPOJCHCHISIMA Ta IyIUTIKAIlisIMH,
BUSIBJICHHMH 3a JIONIOMOTOI0 aHami3y KapioTHimy abo
XPOMOCOMHHX MiKpOMaTpuilh. Bynu omwucani nenerti 9p i
11q, w™ikponenewii Ta TpaHcIoKamil, sKi HOPYIIYIOTh
TWIST1 na xpomocomi 7p. Kpim Toro, KpaHiOCHHOCTO3
TaKOXX MOKE BHMHUKATH SK O3HaKa KUIbKOX TI'€HETHYHHX
CHHZIPOMIB, OUTBIIICTh BUSIBIISIFOTH ()EHOTHIIOBE TIEPEKPUTTS
Ta TEHETWYHy TeTeporeHHicT. OJHOTeHHI po3nany,
MOB’SI3aHI 3 KPaHIOCHMHOCTO30M, BKJIFOYAIOTh CHHIPOMH
Amnepra (Apert), Kpyzona (Crouzon), I1paiidepa (Pfeiffer),
Cerpe-Uotsena  (Saethre-Chotzen),  [Ixexcona-Baiica
(Jackson-Weiss), beapa-Crisencona (Beare-Stevenson cutis
gyrata), Miorke (Muenke), BOCTOHChKHMIT KPaHIOCHHOCTO3
[25-28, 30-34].

BropuHHMIT KpaHIOCHHOCTO3 MOX€ BHUHHUKATH TIPH
MEBHUX TIEPBUHHUX META0OIYHUX po3anax (TinepTupeos,
paxiT), po3nazax HAKONMYEHHS (MyKOIOJicaxapHios),
TeMaToJIOTIYHNX ~ po3najgax  (Tajacemis, CEpIOBHIHO-
KJIITHHHA aHEMisl, CTIPaBXHs MOJILUTEMIsT), BalaX PO3BUTKY
TOJIOBHOTO MO3KY Ta OKPEMHX TEpaTOreHHHMX BIUIMBAX
(nanpukiag, aUQeHUTiNAaHTOTHY, PETHHOEBOI KHCIIOTH,
BJIIIPOEBOI  KHCJIOTH, aMiHONTEpUHY,  (hIIyKoHa30I1y,
mukodocdaminy) [23].

JIBOOIYHMI BIHIIEBHM CHHOCTO3 YaCcTO HE Ma€ IIOBHHUX
rpebeHiB i 3a3Bnuail Mae reHeTHdHui matoreHes [22]. Meski
JIOCHIJTHAKA TIPUITyCKalOTh, IO BCi TAIIEHTH TOBUHHI
MPOUTH CKPUHIHT Ha HAsBHICTH MyTamiif B OZHOMY abo
Kimekox 13 Takux remis: CD96, EFNB1, ERF, FCFR1,
FGFR2, FGFR3, GLI3, IFT122, MEGF8, MSX2, POR,
RAB23, RECQL4, RUNX2, SKI, TCF12 i TWIST1.
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KoHroumHHMHA Yeper — 1ie TEpMiH, SIKHI BXKUBAETHCS TS
omcy KoH(irypauii yepena y GpopMi JIMCTa KOHIOMINHY, 110
CKJIQJIA€ThCSA 3 BUCTYITy KOXKHOI 3 UYEpeHHUX KICTOK i3
PO3IIMPEHHSM CKpPOHEBOi MingHkK Ta Jmnd. Ll wepemnsi
BUCTYIIM PO3JiIeHi OOpo3HaMH B3IOBXK JIHINA mBa. OdHI
S0TyKa 3a3BUYail BUCTYIAIOTh, 10 MPU3BOAUTH 10 BUPA3KH
POTiBKH, pyOLiB i MONANBIIOI CIIMOTH, SIKIIO ITOBEPXHS
POTIBKM 3aIMIIAETBCS HE3AXUIIECHOI0. MOXKe BHHUKHYTH
MOTHIMYHE eHnedaonene, a TaKoXK IIOB’s3aHA 3 HHAM
rigpouedais. HasBHICT KOHIOIIMHHOTO Yeperia BKazye Ha
Te, W0 MHOXKHHHI 3pOIUCHHS MIBIB BiOYJMCS Tif dac
PaHHBOTO  BHYTPIIIHBOYTPOOHOTO  JKUTTS.  3POCTAHHS
TOBIIMHM OCHOBU TIOTHJIMYHOI KICTKH IIEPEIIKOKAE
MOJIOBKEHHIO 4eperia, LI0 Hajae HoMy THIOBY (GopMmy.
MHOXMHHHMH INOBHUHM CHHOCTO3 Ha0araTo wyactilie €
HACJIZKOM TeHeTHYHMX MyTalliil y reHax FGFR, TWIST a6o
MSX2, yci 3 KX TpU3BOIATH IO CHHAPOMIB, SIKi MOXYTH
MIPOSIBIISITUCS] KOHIOILIMHHUM YeperioM [35].

[upoxki mBH Yepena — e BaJa PO3BUTKY, IKa BHHUKAE
IpY IIMPWHI MBiB, MO OUTEII HiX Ha 2 SD mepeBHIIye
CepeIHIO IMPUHY IIBIB y IeBHOMY Bitli. [IIupoki mBwm yepemna
cami 110 co0i HE BUKJIMKAIOTh MOPYIICHb, ajle BOHU MOXYTb
OyTH O3HAKOIO MiJBUILEHOTO BHYTPIIIHLOUEPEITHOTO THCKY
a00 MOXyTh OyTH CIPHYMHEHI KPaHIOCHHOCTO30M B iHIIIiI
yacThHI uepena. UuM paHille y HEMOBISITH IOYHHAE
ITIBUILYBATHCSl BHYTPIIIHHOYEPEITHUIA THUCK, THUM paHille
3’SIBISIETHCS IMOBHUM [iacTa3. SIKIo MIMpOKi YeperHi IBU
cnprduHeHI Ne()eKToM ab0 YIOBUIFPHEHHM CKOCTEHIHHSM,
JKyBaHHS 3a3BMYali HE IIOKA3aHO, OCKUIBKM 3 BIKOM
CKOCTEHIHHS OKPAILUTHCS, a IIMPUHA [I1Ba 3MEHIIHUTECS [ 36,
37].

3miHa po3MipiB a00 HOPMU TiM’TIOK TAKOK BiTHOCHUTECS
JI0 ypo/pkeHux Bajl. TiM’suko, po3mip sikoro Ha 2 SD Buie
ado Ha 2 SD HmwKYe CeperHbOBIKOBOTO IOKAa3HHKA,
Ha3UBAEThCSl BEJUKMM ab0 MajJuM BiINOBIAHO. 3aKpUTTS
MEPEHBOTO TiM sTYKa 70 6 MICAIIB BBAXKAETHCS PAHHIM, TOI
SIK 3aKpUTTS micias 18 MiCsIiB BBaXKaeThCsl Mi3HIM. [HIm
TiM’sTIKa 3aKpUBatOThes i yac BYP [38].

[epemne TiIM’S9KO € HAHOUTBIIMM 1 3a3BHYAi
3aKpUBAETECA 10 18-MicsaHOro Biky. ManeHpka abo
BIICYyTHS TIepeiHsl YacTWHA TiM SYKA BKasye Ha IIEBHY
MIATOJIOTII0, SIKa JIEKWTh B OCHOBI BaaW, 3 OCHOBHOIO
€TIONIOTIE€r0, BKITIOYAIOYH OyAb-Ky NPHYHHY BPOKEHOI
Mikponedaiii, KpaHIOCMHOCTO3y (30KpeMa 3  ydacTio
METOITIYHOro I1Ba) ab0 MPHUCKOPEHOTO JI03PiBaHHA KiCTOK,
HANpPUKIAA, TpH Tineptupeosi. [Ipuuanan gk 301IBIIEHOTO
TIM'S9Ka, TaK 1 3aTPUMKH HOTO 3aKpUTTA BKIIOYAIOTH
IBUIICHHS BHYTPIIIHBOYEPEITHOTO THCKY a00 3aTpUMKY
CKOCTEHIHHSI 4epera, BUKJIMKaHy OCHOBHOIO T€HETHYHOIO,

Xap4oBOIO abo MeTa0oJIYHOI0 eTIOJIOTIEO.
KnefinokpaHiagbHa AuCIDIa3is 3a3BHYaldl MPU3BOJHTH O
VIOBUIBHCHOTO ~ 3aKPHUTTS  MEPSIHBOTO  TiM'sSYka 3

PO3IIMPEHHSM YEpPEeIHUX IIBIB 1 TiMOIDIA3I€l0 KITFOYHII.
Xouya paHHEe ab0 TI3HE 3aKPUTTS TIM'SYKA € JIOCHUTh
MOIIMPEHUM  SIBHIIEM, HEOOXITHO BHUKIIOYUTH OCHOBHY
naroioriro [39].

KpanianpHa mkipHa masyxa — I 3alafdHa 110
CepeIMHHIN JiHiT a00 TpakT, BUCTENICHUH OaraToniapoBHM
IUIOCKAM CITITeJIiEM, SKUH TPOCTATAETHCSA BiJ MIKIPH [0
CTPYKTYp IIEHTPAILHOT HEPBOBOi CHCTEMH a00 ii MOKPHBIB.
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IIkipHi Ma3yxu roJIOBHOTO MO3KY Hai4acTille TPaIuIstoThCs
B TNOTWIMYHIA  JinstHIi.  KiiHiyHA  KapTWHA — 9acTo
NpeJICTaBlieHa LIKIPHUM JIOKaJli30BaHUM HAaOPSKOM, SIKHH
SBJIE COOO0T0 iH(EKIIiHEe a00 KiCTO3HE PO3MINPEHHS KaHATy
TIa3yXH MiJ] HOBEPXHEIO MIKipH, 1HOI 3 ApeHyBaHHIM. [HOI B
TIOPOKHWHI dYepera BHUHHUKAE KiCTO3HE pO3LIMPEHHS, SKE
TIEPETIIKO/KAE BIITOKY IIepeOpOCHiHABGHOL PiIHHI, CTUCKAE
CYMDKHI HEPBOBI CTPYKTYpH Ta/ab0 pO3PHUBAETHCS, IO
BUKIIUKAE CTePHIIbHAI MeHIHTIT [40].

Y  uneBid  AUISHII  HAWYACTIIAM  YPOIKCHUM
HOBOYTBOPEHHSIM II0 CEpeMHHIN JHIT € nepMoinHa KicTa
MPUHOCOBOI Ta3yXH, sIka MOXXE MaTd BHYTpilIHbOYEpEITHe
MOIIUPEHHS Ta OyTH acollifioBaHa 3 IHIIMMU AHOMATISIMH.
JlepMoiHi KicTH TIPHHOCOBOI Ma3yXu 3a3BUYail BUHUKAIOTh
CIIOpaMYHO, X04a OyJIM 3aJ0KYMEHTOBaHI IOBIIOMIICHHS
mipo cimeini Bumagku. HocoBi siMku HasiBHI B 50 % marieHTiB
i3 HA3WIBHUMH JIepMOiflaMH, a BHYTpIiIIHbOYEpEITHEe
MOMMPEHHsST  crocTepiraloteest  y 36-45 % BHmaakis.
AconiifoBani aHomanii criocrepiramce y 41 % 1 Oymm
MOB’SI3aHI 3 HHM3KOI0 CHHIPOMIB Ta XPOMOCOMHHMH
AQHOMAJisAMH. YCKJIQJAHCHHS BHUHHUKAIOTh Y pE3yibTaTi
30UIBIICHHS KICTH, CKEJETHHX AHOMAJISX Ta PEIMIUBHOT
iHdexuil. PekoMeHI0BaHUM JIIKyBaHHSIM TPAKTy Ta Oy 1b-SKOi
CYIyTHBOI JIepMOifHOT MyXJIMHK a00 KIiCTH € XipypriuHe
BTpYyYaHHSI.

TiM’sHi  OTBOpH — 1Le HeBenuKi  jgedextn y
BEPXHBO3aTHEOMY KYTi TiM’SIHIX KICTOK, 4epe3 sIKi BUITy CKHi
BEHH MOXKYTbh IPOXOJUTH Yepe3 CKIICIIIHHA yepena. 3a3Budan
TIM’SIHI OTBOPH SBJISIOTH COOOK0 CHMETPHYHI OBaJIbHI
JeekTH, po3TamoBaHi 1o oOuaBa OOKH BiJ] CTPLIIOBOTO IITBa,
i iX po3Mmipum 3MEHIIYIOTECS 3 BikoM. BoHE BKpHTI
HOPMAJILHOIO IIIKiPOIO TOJIOBH 3 BOJIOCCSIM, BUSIBIISIFOTBCS TIPH
nanpnamii Ta peHrreHorpagii. IHomi TOJOBHMH MO30K,
BKPUTHIA TBEP/IOI0 MO3KOBOIO 000JIOHKOIO i
HETIOIIKO/DKEHUMH M’ SIKUMH TKaHUHAMH, MOYKE BUITMHATUCS
yepe3 BeNMKi JeeKTH KICTKOBOI TKaHMHH, IO BKasye Ha
MOXKJIMBICTE €HIle(asIonese, ajae X JOKaIi3allis 32 MeKaMH
cepenuHHOl JiHIT Bifpi3Hse X Big AedexTiB 3MuKaHHS
HEepBOBOI TpyOKw [41, 42].

TiM’stHI OTBOpPH 3a3BHMYAil HEBENMKI 3a PO3MIPOM 1
BUSBIISIIOTBCS JIMIIE peHTreHorpagidno, ogHak 10% 3 Hux
MIEPEBUILYIOTE 5 MM 1 MOXYTB Jocsiratit 50 MM y JiameTpi.
Mauti TiM’stHI OTBOPH TparuIsitoThCst y 60-70% ycix 1opociux
JIFOJICH, TOIi SIK BEJTUKI TiM’ sTHI OTBOPY MOYKHA BHSIBUTH MEHIII
HXK y 1% nmopocimx. HeBemuki omHOOIUHI medekTH
TPAIULIIOTECSA  YacTilme, HiK ABOOIUHI. SIKmo medext €
OMHOOIYHMM, BiH HaWYacTillle BUSBIIETBCS CIpaBa, a B
YONIOBIKIB BiH TpPAIULIETHCS dYACTile, HDK Yy JKIHOK, Yy
croiBBigHOomIeHHi 5:3. TiM’sHI oTBOpM cami To co0i He
BUKJIMKAIOTh TOPYIICHb, 3a3BHYaifi MalOTh ayTOCOMHO-
JIOMIHaHTHE YCIAIKyBaHHS 31 3MIHHOIO EKCIpECi€l0 Ta
MOXYTh BHHHMKaTH $K YacTWHA (DEHOTHIy INpH KiTBKOX
cuHapomax [43].

[loBHi, a0 BopmieBi, KiCTKM OyJii Ha3BaHI Ha YecCTh
nokropa Bopma (Worm), sikuii criodarky ommcaB iX sk
JIOJIATKOB1 KICTKH, 1110 3HAXOATHCS B MEXKaxX YePEITHHX BB
abo TiM’sT90K. BOHM MOXXYTh BHHHKATH HOOAWHOKO a00 y
BEJIUKUX KUTBKOCTSX 1 MIarHOCTYIOTBCS PeHTreHOrpadidHo.
Bunnkaroth y Oyab-sKOMY IIBi, ajieé PiKO TPAIUISIOTECSA Y
BIHIICBOMY a00 CTpiIoOBOMY IIIBaX. BBakaeTscs, M0
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BUHUKHEHHS IIOBHUX KICTOK TIOB’s13aHE 3
BHYTPIITHEOYEPETHAM PO3TATHEHHSIM Pa3oM i3 BIAKPHTHMHI
mBaMmH, MmO chopudusse aedextd ocubikamii. Xoda
TIOIIMPEHICTh MIOBHUX KICTOK jocsirae 17%, BOHA 3aJIeKHUTh
BiZ BiKy. Y YOJOBIKIB BOHHM TPAIUISIOTHCS YacTillle, HUK Y
KIHOK, TakoX OyJM BiI3HAYeHI BIIMIHHOCTI MK €THITHIAMHU
rpynamu. I1IoBHI KICTKM 3a3BH4Yail CIIOCTEpIralOThCS HpH
MOPYIICHHAX OCTEOTeHe3y Ta IHIIMX po3jajax, 1o
MPU3BOATH 110 Ae(heKTHOT MiHepaTi3allii KicTok ueperna. Yum
Bakya JeeKTHa MiHepamizalis, THM OUIbIIA KUIBKICTH
IIOBHMX KICTOK, a Taki HEMOBJIATa MOXYTb HaOyTH
OpaxinedaniuHuX 03HAK Yepera BHACTIIOK IOCTHATAILHOTO
TIOJIO>KCHHSI JISKAUH 3 M SIKUMH YepeTTHIMH KicTkamu [44].

Amnazis BOJIOCHCTOI YaCTWHM INKipd TOJOBH, abo
BpOIDKEHa arria3isi IKIpH, € BIIHOCHO TMOMIUPEHUM
YPOLKEHNUM JIe(heKTOM, [0 HMPHU3BOAUTH 1O JIOKAII30BaHOT
BIZICYTHOCTI MIKipH, 3a3BMYall BUHUKAE HA IIKIPi TOJIOBH SIK
30J1b0BaHa 3HAaXi/Ka, HE TIOB’S3aHA 3 HIIMMH aHOMAJIISIMU.
Ocepenku  amiasii MIKIPH, TOOAWHOKI a00 MHOXHHHI,
PO3TAIIOBYIOTECS HAa BOJIOCHCTiH uacTuHi TojoBu (70%).
Bonu sBIsitoTh CO00O YITKO OKpECIIeH] KpyTili ado OBaJIbHI
nedexru niameTpiB 1-2 cM 0e3 3amanbHUX SBUIL. XapakTep
neeKTiB 3aJeKUTh BiJ MepioAy BHYTPIIIHBOYTPOOHOTO
PO3BHTKY, B SKOMY BOHM BuHUKIM. LI ypaxeHH:d
PO3BUBAIOTECS B arpodidni pyOr, mo30aBieHI CTPYKTYp
IIKipH, 3a3BUYAH y BEpXHil YaCTHHI MOTIIIMYHO TIITHKY 200
o cepeauHHiH ninil. [IpranHa HX ypaKeHb HEOTHOPIIHA 1
BKJIIOYa€  TOPYUIEHHS  KPOBOIIOCTa4daHHS,  TPaBMHU,
TepaToreHHi Ta reHeTH4Hi akTopu. YactoTra cTaHOBUTH | Ha
3000 >kMBOHAPOPKEHHX, a chcTeMa Kiacudikamii maTuis
amasii  BepXHBOI  YaCTMHM  IIKIpM  TOJIOBH  Oyna
3anporioHoBaHa Frieden. [Ipu mBHaKOMy 3aKpUTTI paHu Ta
37I0pOBIM TBEp/i MO3KOBIK OOOJOHI BiAOYIEThCS piCT
4yepernHoi KICTKH, 1 PHU3UK KPOBOBWIMBY a00 MEHIHTITY
3HAYHO 3MEHIIYEThCS [45].

VY BHUNaaKy TOHKHMX KICTOK dYepemna CIIOCTepiraeTbcs
HEBEJIMKUI a00 30BCIM BIICYTHIM TyO9acTWii map KiCTKH
CKJICTIIHHA yeperna. J{iarHo3 TOHKMX KiCTOK Yeperna CTaBUThCS
peHTreHorpadivHO i 3a3BU4aii € cy0’eKTUBHIM. TOHKI KICTKA
CKJICTIIHHA 4Yeperra MOXYTb OyTH BTOPHHHUMH  TIO
BITHOIICHHIO IO KPaHIOCHHOCTO3Y (30KpeMa, MOXYTh OyTH
MOpyY i3 TpedeHeM y CTPIIOBOMY CHHOCTO31) 1 Tiaporedatii,
a00 MOXYTh BHHHKATH SK YaCTHHA KUIBKOX CHHJIPOMIB,
O3HAKOI0 SIKMX € HEeNOCTaTHA MiHepamizamia. JlimstHkn
PEHTTEHOIPO30POCTi HA3UBAIOTHCS YEPENHUMH JIAKyHAMH 1
YacTO € BTOPMHHHMH II0 BiTHONIEHHIO JO XpeOTOBOTO
mspadizmy (spina bifida). 3a3Buuaii BOHM 3HHKAlOTH JI0
HepuIoro poky >XKUTTA. CTOHIIEH! JUISTHKH TakoX MOXKYTb
BUHUKAaTH Yy 3B’S3Ky 3 IopeHuedaiieto, CyOmypanbHOIO
TirpoMOI0, apaxHOINAJIBHOIO KiCTOIO Ta ISSIKUMU Iy XJIMHAMH.
KpanionakyHu, WMOBIPHO, yTBOPIOIOTb YacTHHH TIM’SHHX
kictrok. [loniOHi kpanioTabecm (po3M’siKieHHs —abo
BUTOHYEHHS Yeperia y HEMOBJIAT 1 JiTeH) JacTillle BHHUKAIOTh
Y HOBOHAPO/KEHHX [42, 46].

Ipu xpanioTabeci, CIPUYMHEHUM CTUCHEHHSIM, IIPOTHO3
CIPHUATIIMBHY, 1 CKIEMiHHA Yepena 3a3BHYail HOPMaJIbHO
MiHEpaTi3yeThCA MPOTATOM 2-3 MICAIIB IICIIS HAPOKEHHS.
Sxmro matn Mae nedirur Bitaminy D, 1 kpaHiotabec OuThII
TCHEPATi30BaHUI 3 OCTCOMAJISILIE0, IIeH CTaH 3a3BHYAil
NIPOSIBIISIETHCS! LIIBUJIKOIO PEAKIIEI0 Ha Tepartiro BiramiHoM D

NPOTSATOM HACTYITHUX KUTBKOX MICALIB. SIK 1 mpu iHIIMX
nedexTax MiHepamizarlii CKeleTa, TaKuX SK HeIOCKOHAIHH
ocreoreHes (osteogenesis imperfecta, a00 XxBopoOa KPHXKHIX
KiCTOK) i rimodocarasist (pinKicHe criaKoBe 3aXBOPIOBAHHS,
IO XapaKTepPH3y€eThCs MOPYIICHHAM MiHepai3amii KiCToK i
3y0iB, a TaKkOX JeMiIMTOM aKTHBHOCTI JIyXHOI (hocdaTazn B
CHpPOBATI]l KPOBI Ta KICTKax), CIIOYaTKy HEOOXiJHO BXKHTH
3axo/iiB, MO0 YHUKHYTH nepeioMiB. Hemommsita 3
HEJIOCKOHAIMM ~ OCTeOreHe3oM abo  rimodocdarasiero
3a3BUYail JIEMOHCTPYIOTh T'€HEpalli3oBaHy OCTEOMAIIIIIO,
KPUXKICTb KICTOK 1 IIOBHHX KICTOK.

30i1bIIeHa TOBIIMHA KICTOK Yeperna BUSBIISIETHCS T1i/1 4ac
peHTTeHOTrpadigHOTO AOCTIIKESHHS, MOXe OyTH HOpMaJlbHa
a0o migBHINEHa MIUTBHICTH Yeperna. /liarHo3 MOTOBIIEHOTO
yeperna  BCTAHOBIIOETHCS  pEHTTeHOrpadidHo,  Xoua
(hopMaITbHAX KPUTEPIiB I BU3HAYCHHS TOTO, UM € KiCTKH
yeperna TOBCTUMH, HE BCTaHOBJICHO. XO0Ya MK PI3HHAMH
[HIUBITyyMaMH iCHye€ BeJIMKAa pI3HUI, HAWTOBCTIIIA
9JacTHHAa HOPMAJILHOTO ueperna 3a3Buuail He nepesuiye 1,0
cM [47]. IcHyrOTh sIK eTHIYHI, TaK i cTaTeBi Bapialii TOBUIMHA
yepena. JKiHKM MarOTh TOBINI YeperH, HiXK YOJOBIKH, a
TEMHOLIKIpi MalOTh TOBLII Yeperny, Hixk Outi. OnucaHo Kijbka
CHHIPOMIB 3 TOBCTUMH KICTKaMH CKJICHIHHS 4epera,
BKiIrovaroun xBopoOy Ilaitma (Pyle), curmapom PobiHoBa
(Robinow), cmagpom ®ontana (Fountain), ayTocoMHO-
JOMIHAHTHHH  OCTEOTOpO3 1  IICEBIOTIMOMAPaTiOimI3M.
Hesinomo, 41 MOXyTb TOBCTI KICTKM Yeperia BUHHUKATH 5K
1301pOBaHa O3HaKa. IIpOTHO3 3aleXWTh BIiJ OCHOBHOI
eTioNIoTil, a JaKyHapHi NedeKTH depema cami Mo cobi He
MalOTh MPSIMOTO BILIMBY HA HEMOBJISI.

HemocratHs MiHepamizaifiss 4epera MPU3BOIAWTH [0
30UIBIICHHS. PEHTTEHONPO30pPOCTI  YePernHUX — KICTOK i
MOSICHIOETHCS 3HMYKCHHSM BIIKJIAICHHS KaJIbI[I0. YPODKeHA
HEJOCTaTHS ~ MiHepami3alliss BHHMKaE€ TPU  KiIbKOX
CHHJIPOMaX, 30KpeMa TP HEJIOCKOHAJIOMY OCTEOreHe3i Ta
rimoocdarasii. 'imodocdarasis TparseThes MOHANMEHIIIE
y TpbOX (hopMax, BKJIFOYAIOUH MAITFOKOBI, TUTSIY Ta JOPOCITY
dopmu. HemomiHepamizariss HAHOUTBII  BHpakeHA B
MAJIFOKOBi (opMi 1 HaHMEHII BHpaXeHA Y JOPOCIHiH.
MamokoBy QopMy 3a3BHYali MOXKHA JIIarHOCTYBAaTH 3a
JIOTIOMOTOI0 yJIETPa3ByKOBOT'O JIOCII/PKEHHS TUIOAA, TOAI K
i (OpMM HYACTO [JIarHOCTYIOTh MICJs HapOKEHHS 3a
JIOTIOMOT'OI0 PEHTTEHOTPaMH Ta BUMIPIOBAHHS PIBHS JIy>KHOT
docthartasm B cupoBarii kpoBi. dmroopo3 i Bitamin D-
3ANEKHUIA PaxiT TAKOXK MOXKYTh BHKIMKATH MOCTHATAIBHY
HEJIOCTATHICTh MiHepaiizallii depema, aje TpH (QIIrooposi
TaKOXX HasBHI JUISHKM CKiepo3y. YacToTa HemoCTaTHBOI
MiHepami3anii HU3bKa, 1 MPOTHO3 3aJIEXKUTH BiJl NPHYMHH,
BapilOIOuM B IIMPOKHX MEXaxX BiJl MEPTBOHAPOKEHHS abo
CMepTi B IUTHHCTBI 10 HE3HAYHOTO BILTHBY B3araii [48].

Kpaniotabec — 1e mnaToyoriuni 3MiHM dUepema, sKi
PO3BHBAIOTBECSI ~ TIPU  TOCTpOMY  Hepediry  paxity;
CIIOCTEPIraloThCSl PO3M’SKIICHHS 1 CTOHIIEHHS IUIOCKHX
KIiCTOK 4Yeperna B JUISHIN BEIMKOTO 1 Majoro TiM SYOK, HAJl
COCKOTIOJTIOHUM BiZIPOCTKOM 1 32 XOJIOM YEeperHHX IIBiB.
TpuBanuii CUITEHUM TUCK HA TIM S IJI0/1a MOYKE TIPU3BECTH JI0
3HIDKCHHSI MiHepaji3alii depera, 10 BIUIMHE Ha BEPXHid
BIJUIUI, 3aJIeXKHO BiJI OCHOBHOTO 3axBOproBaHHA. [Ipm
TEMOJITUYHUX 3aXBOPIOBAaHHSX, TaKMX SK TajaceMis,
BUHHKAIOTh BEPTHKAIbHI CMYIM («BOJIOCATHH depen» Ha
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PEHTIeHOrpami), TOJI SIK PH 3aXBOPIOBAHHSX KICTOK, TAKHX
SIK OCTEOIIOPO3, BUHUKAE CKIIEPO03. 3apOCTaHH IUILIOE TAKOMK
MOXXE BMHHMKHYTH TIpu Mikpouedaiii. V curyamisx, Koau
OIyHT OyJIO0 BCTaHOBJICHO U TOJIETTIIEHHS Timpouedaii,
MO)KE BUHHKHYTH TTOTOBIICHH SIK BHYTPIIIHH0i KOMITAKTHOT
TUTACTHHKH, TaK i rybuactoi pedoBunu [49].

Cxirepo3 abo rimepocTo3 geperia — 11e CTOBIISHHS KiCTOK
Yyepena BHACIHIIOK MOCIIICHOI IepiocTalbHOI ocupikariii.
[TixBumeHa OIIBpHICTE a00 HAAMIpHA MiHEpai3aris KiCTOK
yepena Moxke OyTH TeHEpalli30BaHOI a00 JIOKaJi30BaHOIO.
Ckriepo3 3a3Buyail 03Ha4Ya€e 30UIBIICHHS IMUTBHOCTI KICTKU
0e3 3MIHM LIMPUHH, TOMAI SK TINEpOCTO3 CIPUYMHEHUH
HaJMIDHUM PO3POCTaHHSAM KICTKH, IO HPH3BOAUTH JIO
30UIBILICHHS INUTBHOCTI Ta IIMPUHHU, X04Ya HE BCI BHIIAIKU
IIKOM MAXOMATh Mg Ty 4Yd iHIDy Kareropito [50].
limepocTo3 BiApi3HAETHCS BiA MOTOBIICHHS KICTOK Yepera,
X04a TImepocTo3 Ta iHOMI CKJIepo3 TaKOX MOXYTh OyTH
MIPHYIHHOIO TOBCTUX KiCTOK Yepera. BinbIIicTh CKIIepo3uBHIX
KICTKOBHX JWCIDIa3iil TpPOSBIAIOTECS TeHEpali30BaHUMHU
3MiHaMH, SKi KIACH(IKYIOTECS Ha OCHOBI pO3IOIUTY Ta
KoH(QIrypamii nux anoManiii. Bci craHm, sKi BHKIMKAOTh
TeHepaJli30BaHUil OCTEOCKNIEpO3, BIUIMBAIOTH HA Yeperl.
JlokanizoBaHHi CKJIepO3 OCHOBH Yepera MOKe BUHUKATH MPH
noJtiocTo3Hii (iObpo3Hi aucmnasii, MetadizapHiit qucnnasii
Tuny SIHCeHa, TSDKKIM aHeMmii, rinmepkaibliypil Ta XBOpoOi
Temxketa. Moro Takok MOXKHa CIIOCTEPIiraTH Mpy MEHiHTioMi
a0 3amanenHi. CHMITOMH BKITIOYAIOTH 3BY)KCHHS OTBOPIB
YeperTHUX HEpBIB, 0, Y CBOIO YEPTy, MOXKE CIPUUMHHUTH
mapajid HepBiB, TIyXoTy abo medektu 3opy. [limBumieHHS
BHYTPIITHEOYEPETHOTO TUCKY HE PIIKICTh, i HAOPSIK COCOUKa
30pOBOI0 HEPBA TAKOXK MOYKE BHHHUKHYTH SIK YCKJIAJHEHHSI.
Jlo ckiepo3y MOKyTh TMPHU3BECTH JIBa OCHOBHI ITATOJIOTIUHI
MPOLICCH: HAJAMIPHE YTBOPEHHS KICTKA Ta HEIOCTATHICTH
ocTeoksnacTiiHol abcopOuil KiCTKOBOI TKaHMHH. [IporHo3
3QJIOKUTh BiJl OCHOBHOI INPWUYMHM Ta BapilOEThCS BiX
BIJICYTHOCTI CHMITOMIB JI0 PAlTOBOi CMEPTI Bill CTHCKAHHS
TOJIOBHOTO MO3Ky. KpiM TOro, nuiieBuil mapajid, a Takox
BTpaTa CIlyXy Ta 30py MOXKYTh BUHUKHYTH 4epe3 CTHCHEHHS
YeperHUX HEPBIB y CTEHO30BAaHMX OTBOpax, MI0O MOXe
BUMaraTH XipypriuHoi aekommpecii. Takoxx Moxke OyTH
MOKa3aHa KpPaHIOTOMIst [UIi YCYHEHHS IIiIBHIICHOTO
BHYTPIITHEOYEPEITHOTO THCKY.

AHOMai TyperpbKoro Cijyia BKIIOYa0Th HEHOPMAJIbHUH
po3mip Ta/abo ioro ¢opmy. OIIHKY TyperpKoro cimia
MOKHAa HaWKpaimie 3OIMCHUTH peHTreHorpadiqao 3a
JIOTIOMOTOF0 OIYHOTO PEHTTeHIBCHKOTO 3HIMKa gepera abo KT
3 BHKOPHCTAaHHSAM IapameTpa «KICTKOBE BIKHO». Typerpke
Ci/ITO € BaYKJIMBUM OPIEHTHPOM TSI OPTOIOHTII Ta YepPEITHO-
nrneBoi Mopdoutorii, 1 BapiaHTH ()OpPMH CIIiJ] BpaxOBYBaTH
IIpH  OPTOJIOHTHYHOMY IUIaHyBaHHI. HeBenmke Typerbke
cimio abo Horo BiACYTHICTh ONMCaHA Yy TMAli€HTIB 3
TinomiTyiTapu3MoM 1 MIOTOHIYHOIO AUCTPOdI€r0, TOMI SIK
BENIMKE — TPAIUIIETbCS Y TMAIUEHTIB i3 JII30COMHUMH
Ppo3JaJjaMy HaKOITMYEHHS], ITyXJIMHAMU Tinodiza, CHHAPOMOM
MOPOXKHBOTO Cijila, KpaHio(apHHIIOMOIO, IHTPACEIISIPHOIO
AQHEBPU3MOIO, HEJTIKOBAHNM TiITOTOHAIN3MOM 1 TIIOTHPE030M
[51-53].

J-monibHe Typempke cimno Moxke OyTH HOPMAaJIbHHM
aHATOMIYHUM BapiaHTOM, ajieé TAKOXK MOKE€ BUHHKATH B 0Ci0
13 301IBIIICHHSM Yepera abo TIIioMOro 30poBOro HepBa. Bania
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CIIPUYMHEHA KICTKOBUM MOCTOM MIX IEpEJHBOIO 1 33THBOI0
YaCTHHaMHM  KJIMHOMOAIOHOT KICTKM Ta Moxe OyTn
HOpMaJIbHUM BapianToM. BoHa Tako MOe CIoCTepiraTuch
TpU CHHAPOMi 0a3aJbHOKIITHHHOI KapIMHOMHU (CHHOPOM
lopnina-T'onmpna), YepemHo-THIeBO-TIATIBLEBOMY CHHIPOMI,
remodiznuHii  mUcIUa3ii  Ta  J30COMHMX  po3nazax
HAKOIIMYCHHS.

YpomkeHni aHoMalii CKPOHEBOI KICTKH (BKIFOYAIOUH
aHOMaJIii 30BHIITHBOTO, CEPEIHBOTO Ta BHYTPIITHHOTO ByXa)
MOXYTb CIPHYMHHTH TSDKKI 3aXBOPIOBaHHS Yy JITEH,
HalpHKJIaJ BTpaTy CIyXy Ta IpoOJeMH 3 DIBHOBAaroro.
VYpomkeHi aHOMalil CKpPOHEBOI KICTKH JIOCHTH YHCJICHHI.
R.K. Jackler et al. [54] Ta L. Sennaroglu et al. [55]
3aIponoHyBay Kiiacu(ikallii aHoManiit BHy TpillIHEOTO ByXa,
SIKi BKJIFOYAIOTh TIOBHY JIAOIPUHTHY aIlia3iro, KOXJIeapHy
aTIa3ifo, 3aralbHy IIOPOKHUHY, He3aBEPIICHIH TIO/ILT THITIB
I ta I, rinomazito BYITHOT paKOBHHM, aHOMAJTI1 TiBKOJIOBHX
KaHaIiB 1 30UIbIIeHnit pucinkoBuit madipuaT [56]. Li Bamn
3a3BMYall PO3BUBAIOTBCA Yy 3apoAKoBoMy mepiomi (3-7-i
TkHI BYP).

AHOMaJi BEMKOTO OTBOPY BHHHUKAIOTH TIPH 3MiHI HOTO
po3mipiB Ta opMu. Y BHIAIKY MEPETUACHOTO 3POIICHHS
mBIB Ta/ab0 TOPYIICHHS EHAOXOHIPAIBHOI ocudikarii,
BEJIUKUI OTBIp 3MEHINCHUI. AHOMANT BEJIMKOTO OTBOPY
BKJIIOYAIOTh MaJIMil, BEJIMKHH po3Mmip Ta (opMy 3aMKOBOI
wimuan  [57]. Kniniuai eekTd 3MEHIIICHOTO BETMKOTO
OTBOpPY BapilOIOTBCS Bi OS3CHMITOMHHX i JO CKapr Ha
cmalkicTh, amHOe, TimeppedUieKcito, Tiapomedariro Ta
aHOMaJIbHI COMATO-CEHCOPHI BUKJIMKAaHI TOTEHIIATH Ta/a0o
TOJTICOMHOTpaMH. AXOHIpPOIDIA3isl € HANIMOMIMpPEHIM
CHHJIPOMOM 13 3MEHIIEHHM BEJIMKHM OTBOPOM, aJjie iHII
CKEJIeTHI JWCIUIA3ii Ta pPO3Jay, TOB’si3aHi 31 CKIEpPO30M
yepera, TaKoK MOXKYTh PU3BECTH JI0 3MEHILICHHS BEJIUKOTO
OTBOpY. 30UIbIICHUN BEIMKWI OTBIp 3a3BMYail BHHHKAE
BHACJIIJIOK XPOHIYHOT'O ITi/IBUIIIEHOTO BHY TPILLIHOYEPEITHOTO
THCKy a00 NpsMOro BIUIMBY Ha IIPOLEC PO3LIMPEHHS
BCEpEIMHI BEIMKOTO OTBOPY (CHPUHIOMIENIs, MaJbhopMalrlis
Apuomsra-Kiapi  (Armnold-Chiari)) [58-60]. Acumertpist
BEJIMKOTO OTBOPY BHHHUKAE IIpU KpaHIOBEpPTEOPAIbHNX
aHOMalisiX abo TepeyacHOMY CHHOCTO31 OmHOro abo
KUTBKOX TIOTHJIMYHUX CHHXOHAPO3iB. JliTH 3 acmMeTpiero
BEJIMKOTO OTBOPY MOXXYTh TPHUMAaTH TOJIOBY HAXWJICHOIO.
Benukuii otBip y ¢opMi 3aMKOBOi HIUTMHU ONHCAHO IIPH
TipoJieTaIbHOMY CHHZIPOMI.

Jlo BpomKeHHX aHOMaiii OTBOPIB OCHOBH dHepemna Ta
KaHAJIiB, SIKUX HaJi4yeThCsl moHaiMeHie 11, BimHOCATHCS
ACHMETpisi MApHUX OTBOPIB, CIIOTyYEHHS 3 IHITMMHU OTBOPaMHU
Ta BIIACYTHICTH OTBOpYy Yy pa3i areHesii BiANOBiIHOT
CTPYKTypH. AHOMamii Oyap-SKOTO 3 OTBOPIB MOXYTb
BKJIFOYATH aHOMAJBHHN po3Mip abo Horo Gopmy i 3a3BHUaii €

BUMAJKOBUMH  3HaXiJIkaM{, BHUSBICHUMH Il  4ac
CKaHyBaHHS, OTPHUMAHOTO YIS 1HIHX IIiiel [61].
baswmspHa iHBariHamiss — mne jedopmariist OCHOBH

MOTWJIMYHOI KICTKH, IO CYNPOBOIKYETHCS BJIABICHHIM
KICTKOBHX €JIEMEHTIB KPal0 MOTUIIYHOTO OTBOPY, BUPOCTKIB
MOTHIIMYHOI KICTKH Ta 3y0a 0CHOBOTO XpeOIlsl B IOPOKHUHY
3aIHBOI YEperHOl SIMKH, B KPaHIOCTiHAJIbHOMY 3’€IHAHHI.
Basunsapra iHBariHaiiis Moxe OyTH 3aIliIo3peHa y BUTIAIKY
OOMEKEHHX PYyXiB Ta BKOPOYCHHS INHWI, aje OCTaTOYHWHA
nmiarHo3 BuMarae pentrenorpagii, KT a6o MPT. Ilpu
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Oa3wrsipHid  iHBariHauii  3y0 ~ ochoBOro  Xpeous
TIEPEMIIIYETHCS B KPaHiadbHO 1 MOYKE BUCTYTIATH Y BEJIMKUI
OTBIp, TAKMM YHHOM HOPYITYIOYH (DYHKIIFO CIHHHOTO MO3KY,
CTOBOypa TOJIOBHOTO MO3KYy Ta MO304YKa, a TaKOX
TIEPETKO/KATH IUPKYJIIALIl CIIMHHOMO3KOBOI pimnHA [62-
64]. CummromMu BKIIOYAIOTH Oib, OOMEXEHHS pYXIB,
IIBUILEHHS BHYTPIITHEOYEPEITHOrO TUCKY, Tiapouedartito
Ta CUMITOMH 3 OOKY 4eperHux HepBiB. CUMITOMH MOXYTh
BUHUKHYTH DPanToBo a00 PO3BUBATHUCS MPOTATOM KiTBKOX
MiCsIILIiB.

IlepBunHa  OaswispHa  iHBariHalis  CIpPUYMHEHA
YPOIDKEHUM JIe()eKTOM KICTKOBHX CTPYKTYp Yy UIHIHO-
MOTHJIMYHIA TUITHII Ta MOKE BHHHKHYTH SIK ayTOCOMHO-
JOMiHAaHTHa O3HaKa. BropuHHAa Oa3wispHA iHBariHAILISA
TIOB’s13aHa 13 3aXBOPIOBAHHSM Yepera Ta, sK MOBiJOMIISIIOCH,
NOB’S3aHa 3 HEJOCKOHAIMM OCTEOTreHe30M (osteogenesis
imperfecta), curapomom Xaiimy-Yeiini (Hajdu-Cheney) Ta
KiJTbKOMa SHIOKPUHHUMH PO3JIaIaMH.

Batporiedaris — e nedopmariii 3a1Hp01 YaCTHHY Yeperna
y BUNIN  cXoAuHKM. BoHa He moB’s3aHa 3
KpPaHIOCMHOCTO30M, aj€ MOXE€ BHHHUKHYTH BTOPHHHO
BHACIIJIOK CIZIHMYHOTO NepeyIekaHHsl U0/ Ta OB si3aHa 31
CTIIKUM MEH/IO3aJIbHUM (ZO0JJATKOBUM TMOTHJIMYHUM) IBOM
[65]. TIporHo3 HECTIPHUATIMBHIA JIHIIIE B TOMY BHIAJIKY, SKIIO
CIIHMYHE TepeUIeKaHHd € BTOPHHHHM BHACIIJIOK BaJH

PO3BUTKY a00 HEBPOJIOTTYHOT AUCRYHKIIIL.

IoTwrmaHi porn — 11e KiCTKOBi BUCTYIIH, PO3TAIIOBaHI 110
o0maBa OOKH BiJ BENHMKOTO OTBOPY Ta CIIPSAMOBaHI Ha3aml.
Born Oymm ommcani mume B ocid 13 X-3uernieHHM
cuaapomoM Enepca-/lanmnoca (Ehlers-Danlos) tummy IX a6o 3
nmerkoro  Qopmoro  xBopoOm  Menkeca  (Menkes),
CIIPUYMHEHOI0 MyTaliero B TreHi, mo koxye Cu(2+)-
tpancroptyroay ATdasy, a-moninentun (ATP7A) [66].

Bucnoskn. 1. YpomkeHi gedopmaltii MO3KOBOTO BiIILTY
yeperia € MOPQONOTIYHMMH  TIPOSBAMH  YHCJICHHHX
CIIAJIKOBHX CHHJIPOMIB Ta/ab0 MeTaboIiuHHX, TePaTOreHHNX
BIUIMBAX, JII30COMHUX XBOPOO HAaKOIHMYEHHS, BaJl PO3BUTKY
TOJIOBHOTO MO3KY, HECTPUSTIAMBUX (aKTOpiB Mg dYac
TUIOJIOBOTO niepiony PO3BHTKY: 00OMeKeHHS
BHYTPIITHEOYTPOOHOTO CEpPEeOBUINA, CIAOKHMHA M’ SI30BUI
TOHYC, KPHBOILIMS, IIEPENIOM KITIOYHLI, aHOMANil IIHHHOTO
BTy XpeOTOBOrO CTOBIMA, OaraToInTiHA BATiTHICTH 1
TOpYIIeHHS MiHepamizamii KicTok. 2. s mudepeHminHo1
JUarHOCTHKM  YpPOJDKSHHX  Baj  4Yepena, Tmopsn i3
3aCTOCYBaHHSIM JIIAPHOCTMYHOI ~ TPUBHUMIPHOT ~MEIMYHOL
Bi3yaJtizailii, HeoOX1THO IPOBECTH T€HETUYHUI CKPUHIHT.

IlepcnexTHBY MONAIBIIUX AOCTIIKeHb. BBaxaemo
MEPCIEKTUBHUM HAIMPSIMKOM MOP]OJIOTIYHUX JOCIIIKEHb
3’sICyBaHHsI KOHCTUTYIIMHOI MIHJIMBOCTI YEpEIHO-INIEBHX
TIOKA3HUKIB y TUIOZ0BOMY TIEPi0/li OHTOTCHE3Y JIFOIUHU.
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