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Axonppornazia (AIl) (OMIM Nel00800) — naiibunpwm vacra
MPUYHHA KApJIUKOBOCTI, YCIAAKOBYEThLCS 32 Ay TOCOMHO-/IOMIHAHTHUM
(AH) tunom. Yacrora — 1:15000-40000 >kMBOHApO/KEHHUX Y BCiX
eTHIYHHX Tpynax.

Jlane 3axBOprOBaHHS 00YMOBNEHe TOMIHAHTHOIO MYTAILI€I0 IeHa,
skuit koaye daxrop pocty dibpobnactie (FGFR3— fibroblast growth
factor receptor-3), IO BIIHOCUTBCA N0 CIMEHCTBA TONIMENTUIHUX
YHHHHKIB pOCTy, fAKi MpUHMAIOTh yHacTh B TNpoLEcax MITOTeHe3sy,
aHrioreHesy Ta pereHepauil TkaHuH. lle mpusBoAWTE A0 MOCTiHHOT
MaTOJIOTIYHOT ~ AKTHBallii  MITOreH-aKTUBOBAaHOI  IPOTEIHKIHA3M
(MAPK), mo, B CBOIO uepry, TdATHe 32 COOOI NpPUIHIYCHHS
enxoHnapansHoi ocigukauii. FGFR3- TpancmeMmOpanHuii penentop
THpO3UHKiHa3u, KUK 3B’ a3yeTbes 3 FGF. 38’5130k 3 N03aKIMITHHHOIO
obnactio FGF akTuBi3ye BHYTpIMIHbOKNITHHHUNR JOMEH peuentopa i
3aMyCKae CHIHATBHY TMOCHiIOBHICTb. B €HAOXOHAPANbUUX KiCTKaX
aktuBalis FGFR3 ranemye npomidepanilo XOHAPOLUHUTIB B POCTOBIH
MIaCTHHUI Ta AOTIOMara€ KOOPAMHYBATH picT Ta AuQepeHuialio
XOHAPOUHUTIB 3 pocToM Ta AMdepeHLialielo KIITUH-TONEPEIHHKIB
kictku. ITop’szani 3 AIl myranii FGFR3 — myrtauii nocuneHHs
GyHKIIT, AKI BHKIMKAOTH JiraHA-He3alexHy axTuBauio Oinka
FGFR3, mo NpU3BOAMTE IO HEBIpHOro ralbMyBaHHA Npolidepauii
XOHOPOLMTIB B POCTOBIM TIJIACTMHII Ta BKOPOYEHHS JOBIUX
Tpy6YacTHX KICTOK, a TaKOX AHOMaJBHOTO (OPMYBAHHA IHIUMX
kicrok. I'yanin B mozuuii 1138 B reni FGFR3 — onuH i3 HykJs1eoTUAIB,
aKi  Halbimblle MYTYIOTB Yy TreHax JIOAMHU. MyTtauid  uporo
HYKJIeOTHY 3ycTpivacTbesd B 100% BUMaIKiB axoHApoiasil; HinbLe
80% wmaroTe HOBY MyTauilo. Hosi MyTtauii ryadiny B 1138 nonoxenHi
rena FGFR3 craloThes BUKITIOWHO B 0aThKIBCHKHX CTATEBUX KJIITHHAX,
iX gacToTa 30iNMbIyeThCH 3 BikoM Oartbka (ctapwe 35 poki). 99%
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Bunajakis All symoBneHi asoma myTaitisiMu B reHi FGFR3, npu axux
BigOyBaeThcsl TMoOwKOMkeHHA 1138 Hykneoruay reny FGFR3 3
3aMIHOIO I'yaHiHy Ha ajfeHiH a0o Ha uuTo3uH: Mytauis 1138G>A
(moxyc 4pl6.3) 3ycTpiyaeTeca B 98% BHIankiB Ta NPU3BOIUTH 10
3amiHn Gly380Arg, zamina G1138C — B 1%. Hogi myTauii ryaHiny B
1138 nonoxendi reHa FGFR3 cTalOThCcd BUKIOYHO B CTAaTEBUX
KTiTHHaxX 6aThka, 1X 4acToTa 30iNMbIyeThes 3 BIKOM 6aThka. [ eHeTHYHI
abepauii B iHWMX MUISTHKAX reHa FGFR3 mpusBoadaTe 10 pos-
BUTKY OUIBII JIETKUX (POPM MOpPYUIEHHHA PO3BUTKY CKeNeTy, B T.Y.
rimoxonaporutaszii. Okpim Toro, 3 mytauiasMu FGFR3 noB’sa3yloTh
BUHUKHEHHS ()eHOTUNIB iHIIMX POPM KAPIUKOBOCTI, SIKI BUMAaraloTh
NPOBEACHHS AU(MEPEHUIHHOT XIarHOCTUKH.

Hiarnoctuka All — cuHApOMOTOTiUHA Ta MOJIEKYIAPHO-TeHETHYHA.
Y nauieHTiB 3 AX IpU HapoJKeHHI BIAMIYAIOTb pU3OMENiyHe
BKOPOYEHHS PYK Ta HIT, IOBTUH Ta By3bKHI Tyjy0, KHCTI pyK ¥ dhopmi
TpU3yOy, Makpouedanito 3 rinoniasieio cepeaHbol TpeTUHN 00inYHs
Ta BHCTyNaroue 4ojo. PicT npu HapomkeHH] (46-48 cM) B Mexkax
HWKHBOT FPaHULI HOPMH, 3 BIKOM TIPOrpECUBHO BiACTAE BiJl HOPMH Ta
carae 120-130 cm y gpopocnoro. [lawienTn MawoTe HOpMaib-
HMH iHTeNeKT, Xouya OiNbLIICTL BIACTAE B MOTOPHOMY pPO3BUTKY.
AHoMaJbHMI pICT yepena Ta /NUUEBHX KICTOK TPHU3IBOAMTL 10
rinomnnasii cepeAHbOT TPETHHH 00INYYS], HEBENTUKOI OCHOBH ueperia Ta
3BYKEHHS OTBOpPY 4Yepena. [imomniazis cepelHbOl TPEeTHHU O0JInYYs
BUKJIMKAE aHOMAaJIl MOJIOXEeHHS 3y0iB, 0OCTpYKTHBHY acdikcilo Ta
cepeaHiit oTuT. 75% nauieHTiB MalOTEL MOpPYIIEHHs JuXaHHA VB CHI. 3-
7% DNalUi€HTIB panTOBO NMOMHUPAIOTH HA MEPLIOMY PO XXUTTS i3-3a
CTUCHEHHS MO3Ky (ueHTpankHa acdikcig) ado obcTpyKTHBHOI
acgikcil. Inui ycknagHeHHA — OXUPIHHA, TiApouedatis, 3HUXEHHA
CIYXY, NONEPEKOBUl CTEHO3, BAKPUBJICHHS HIT B KOJIIHHUX CYF100ax,
HETPUMAHHS Ceul, aTaKcis, naparnieris.

Jng 310poBUX OaTHKIB AUTHHH, SKa cTpaxaac Ha All, pusnk mis
cubca HU3bKUI, oaHak, BMH (0,2%), Hik B 3aranbHiil NOMyasuil,
OCKINBKH J0BEEHA MOXJIMBICTL TOHAZHOCO MO3aiun3My. B wumodi, ne
ouH naprHep Mae All, pusnk ansg cubea — 50%, ockinsku Al — AJ]
3axsoproBaHHA 3 100% nenerpanTHicTiO. [lnoad — romMo3urotu €
netansauMu. Ilpn BaritHocT! y matepi 3 All muonom 6e3 matonorii
HEeOoOX1/IHE IMONOTOpO3PIIICHHA KecapchbKUM po3TUHOM. [IpeHaTanbHa
pmiarHoctuka ao 20 Twxk — 3a jgonoMorow TectyBaHHs JHK. Jlo
24 tux o3Haku All He BussnsioTecsa. [udieperuiiina miarHocTuka
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NMpOBOAUTHCA 3 Tinoxosaporasiero (['X) Ta nceBmoaxoHaporuia-
steto (ITAIT). Timoxonnponnasis — nerka gopMa KapjHKOBOCTI, 3a
(peHoTuriom noaibHa H0 axonzporuiasii. binpuricTe 1 BUMAgKiB —
pesyieTar MyTauli de novo y reHi FGFR3, ane 3 nosuTHBHUM
ciMeilHuM aHamHe3oM. JliarHo3 wiei (GopME KapJIMKOBOCTI YacTo
CTaBUTLCS B OUIBIN MI3HBEOMY Hepioll, KOJIH CIoCTepiracThes
3aTpuMKa pocTy. ['X BUKIIMKaETheA MiceHc-MyTaliero p.AsnS40Lys,
ROKaNi30BaHOIO B JOMeHi [ THpO3MHKIHA3M, i 3ycTpidaeThest B 60%
BUNAAKIB. [HIII MeHW MolMpeHi MiceHC-MyTalil BUSBIIEHI B THPO-
3uHKiHazHoMy nomeni II FGFR3 ta y nosaxiiTuHHOMY JoMeHi. Ha
BigmiHy Bif All, nng ['X He xapakTepHi HEBPONOTiYH] NOPYLICHHS,
BIACYTHIH CHMITOM Tpu3yOa, HEMae BUKPHUBIIEHB BEJIMKOTOMIiNKOBOT
KICTKM, Ta3 Mae HopmansHy OynoBy. llcesmoaxonppomnazis —
CNaJKoBe 3axXBOPIOBAHHA 3 TIpynd OCTEOXOHAPOAUCINA3if, 3a
o3Hakamu noaiéHe no AllL Ilpuuunoto € nedexrtu rena COMP, saxuii
posTamioBaHuii Ha 19-Tifi XpoMocomi. MyTauii UBOr0 X TreHa
NpU3BOMATE A0 MHOXKUHHOI enigizapHoi jucrutasii. COMP koaye
MOCNIAOBHICTE OJliroMepHOTo Ginka XpsIUIOBONO Marpukca, SKUH
NpUiiMaE yvyacTb B PO3BUTKY XPsAILIOBOl TKAHUHH, IPOLECAX €HXOH-
JpaJIbHOro OKOCTEHIHHS Ta (OpMYBaHHI CYXOXKWIKIB., | eHeTMuHuUI
nedext npu IIAIT sBase coboro 3Miny GAC-OBTOpIB B KOAYIOUIH
OCAIAOBHOCTI FeHa, U10 TArHE 3a co00I0 BIAMIHHUN BiJl HOPMH BMICT
acnapariHoBol kuciioTy B Ouiky. B dopmansHOMy reni COMP
MicTuTbes 5 GAC-noBTOpIB, TOAL AK Y XBopHX Ha [IATT peectpyeThes
Outblne 6-7 abo MeHIle 5 TIOBTOPIB.

[Mono nikysanHs All, 3acTocyBaHHS paHillle TOPMOHY POCTY MaJlo
oOMexeHuH ycmix (mepwi 2 poOKH NiKYBaHHA) KOpekLii mpodliemM.
Xipypriuda KOpeklis € JOCHTh arpecHBHUM METOHOM JIIKYBaHHA.
Bosoprua (BioMarin) — pekoMOiHAaHTHUI HATPIypeTHYHUN TenTu
C-Tuny € nepUIuM IpenapaToM, IKMii 3TaTHUH BIJIMBATH Ha MaToreHes
ATl, u1o 3MiHIOE CTPATETiIO HagaHHA MeAMYHOT JOMmoMOru [itam 3 Al

BusHaueHo enigemiosiorito All cepen zmiteil BikoM 0-17 pokis B
YepHiBeuskiit obnacti. Beporo 3a nepioa 2001-2020 pp. Rapoauiocs
28 (0,14%0) mitei 3 All, 3 Hux 22 (0,15%0) B palionax obnacti ta 6
{(0,10%0) — B M.HepHiBLI, 110 CBIAYUTH MPO HEAOCKOHANY AIarHOCTHKY
All. BusBieHO HepIBHOMIPHUH pO3MOAIN 32 YacTOTOK Hapo-
mxeHHs aitel 3 All ta 3a auHamikoro 3a 1 (2001-2010 pp.) ta II
(2011-2020 pp.) mepiogyn crocTepexeHHs. Tak, HaABUIII MTOKAa3HUKH
3apeecTpoBall y Buxuuuskomy Tta Hoocenuuwpkomy (o 0,27%o)
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JAOEPEHIINHA TIATHOCTUKA MIOTOHIN
TOMCEHA TA BEKKEPA

Bpomxena wiotoris (BM) - Haiibiner mnowmpeHa ¢opma
HexucTpodiuHux MioToHii. Januit posnan 6yB Bneplue ONWcaHU# y
1876 p. narcexum nikapem ¥Omycom Tomcenom. Y 1971 p. HiMeubkuit
nikap Emine ITitep bexkep onucas BapiaHT BpoIxKeHO! MiOTOHII, ska

17



