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Pesrome

Tanamodghopna oucnaasia, T/ (OMIM: 187600, 87601) sionocumscs 0o epynu xonopooucniazii FGFR3 i nodinsemuvca
na I ma I mun. 3axeoprosanicmo na T[] cmanosums Oins 1:20000-50000 nosonapoodacenux. T/ 3az6uuati cnpuuunena
namoeenHumu eapianmamu 6 2eni FGFR3, axuil 3a0e3neuye incmpykyii 0is1 cmeopeHHst OLIKY, wo bepe yuacms y po3eumxy ma
niompumyi Kicmkosoi i Mo3k060i mxanunu. Mymayii 6 2eni npuze00ams 00 HAOMipHoi akmusHocmi 6inka. Yenaorkogyemocs T
3a aymocomMHo-0OMIHAHMHUM MUNOM, XO4A ONUCANT BUNAOKU 3 AYMOCOMHO-PEYECUGHUM YCNAOKYBANHS.

Bionosiono 0o penmeenonoziunux smin Kicmok ma uepena, icuye 2 kniniunux munu T/ mun I (TD1, MIM 187600) ma
mun Il (TD2, MIM 187601) 3 0esikum nepexkpummsm misxc Humu. T/ I muny xapakmepu3yemucs MiKpOMENIEo 3 UKPUBTEHUMU
CMe2HOBUMU KICMKAMU, UPAJICEHOIO NAAMUCHOHOUTIEIO 3 YePenom y 6uenadi aucmKa Koniowuny aoo 6e3 nvoeo. T/ I muny
Xapaxkmepuzyemobcs MIKPOMENI€E0 3 NPAMUMU CIME2HOBUMU KICMKAMU MA PIEHOMIPHOIO HAAEGHICINIO NOMIPHO20 MA MANCKO20
KPAaniocunocmosy 3 deghopmayicio uepena y 8ueisioi IUCmKa yepes nepeoudche 3aKpumnis 8iHYeeux i 1amb0ono0ioHUx weis.

Hiaenos T]] ecmanoseniocmvcs cCunopomono2iuno ma/ado padiono2iuno ma/ado GUAEIEHHAM 2emepo3u20mHo20 HAmMo2eHH020
sapianmy FGFR3, ioenmuixoganum nio uac MonexyisipHO-2eHeMUYHO20 MeCmy8anHsl.

Y emammi npedcmasneno piokicnuti kniniunuii éunadok T/ y MoHoXopianbHux OiaMHIOMUYHUX OGIIHAM 3 1eMAlbHUM
suxooom. Ilpu nposedenni npenamanvrozo Y3-oocmesicenns y mepmini eecmayii 26-27 ma 35-36 mudchis 0iacHOCMOBAHO
Ha ¢honi supasicenozco 6a2amoeo00s 03HaKu ckeremuoi oucniasii ooox niodie. Cnio giomimumu, wo 6amvko dimeu cmapuie
60 poxis.

Miaenosz y 060x oimeii 6CmMan061eHO CUHOPOMONOLIUHO Ma PAOIONO2IUHO HA OCHOBI 8UuAGLeHHA (heHomuniynux o3nax T/
(nepesanicanHst MO3K08020 Uepend HAo JUYbOBUM, KOPOMKI 6ePXHI Ma HUNCHI KIHYIBKU, 3MIHeHA (hopma epyOHOT KiimuHu, 3anajie
nepeniccs) ma penmeenonoziunux osnax T/ (kopomki pebpa, 8y3vKa epyona KIimuna, 8iOHOCHA MAKpoyepanis, Mikpomenis ycix

Kinyieok). I'enemuune obcmesicenns na T/ He nposedeHo.

Kniniunuii sunaoox onyonikoeano 3a 3200010 6amoKie 3 00MPUMAHHAM NPUHYUNIE OI0emUKUL.
Knrouoei cnoea: manamopopna oucnnasis; peyenmop paxmopa pocmy ¢ibpobracmie 3, monoxopianvha diammiomuuna

08IIHSL.

Bctyn

CkenerHa aucruiasis (CII) — me pi3HOMaHiTHA Tpymia
3aXBOPIOBaHb, AKi BIUIMBAIOTH Ha PO3BUTOK i MOp(doIIorito
KicToK. Bimomo, 110 icHye moHa 456 pi3HUX 3aXBOPIOBAHb,
kiracudikoBarnx y 40 KaTeropisx 3a OCHOBHUMH O3Ha-
KaMU (pEHTTeHOJIOTIYHI 1aH1, MOJICKYIIIPHA ETiOJIOTis, THIT
yCHaJKyBaHHs), CIPUYNHECHUX MYyTallisiMA B TToHA 430
renax. Cepen Hux 40% MoXyTh OyTH BHSIBJICHI BXE B TIe-
pUHATAIEHOMY TIEPiofIi, 10 CTaHOBUTH 9 cMeprTeit Ha 1000
HapomkeHuX [1]. Hai0inbIr mommpeHuMu JeTalbHUMU
CJI € TanatopopuyuHa TUCTIIA31A TA TPyIIa aXOHPOTECHE3IB,
siki craHoBiATh 40-60% B cTpyKTypi ycix Bunankis [ 1, 2].

Bnepmie TanaTodopuyHmil HaHI3M OyB OTMCAaHUN
B 1967 pomi IT’epom Mapoto Ta #foro koieramu, siki BH-
KOPHCTOBYBAJIM TPEIbKUI TEPMiH «TaHATO()OPHIHHUIT», IO
o3Hauae «cMeprensHui» [3, 4]. YV 1977 poui Ha pyriit
MDKHApOAHIN KOH(DepeHIIii 3 HOMEHKIIaTypH CKEJICTHHIX
TUCTUTa3ii 1et TepMiH Oyo 3aMiHEHO Ha TaHATO(OpPHY
mucrutasito (TI) (OMIM: 187600, 87601). Hapasi, 3a Mixk-
HapOIHOI0 HOMEHKJIaTypoto, TJ] knacudikyeTbes B TpyIIi
1 — rpyna xounponucmuiasiit FGFR3 (penenrop dakropa
pocty ibpodmactiB 3) i mominserpbes Ha I ta I T [5].
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CkenetHa nuciuiasis, mos’s3ana 3 FGFR3, € Bin-
HOCHO TIOIIMPEHOIO MiArpyIoro [6]. 3aXBOPIOBaHICTh Ha
T/ cranoButs 6ins 1:20000-50000 HOBOHAPOIKEHUX
[7]. Y momynsmiiinoMy mociimkeHHI AHAEpceH 1 Xayre
BUsABHIN momupeHicTs 3,8:100000 vapomkenux. [T
TIOMYIISAIIHI TOCHTIHKEHHS MOB1IOMIISIIOTH PO TIOIIHPE-
HicTb Bix mpubmm3ao 1,1:100000 Hapomkenux B SmoHil 10
2,1-3,0:100000 Hapomxkenux y CIIA [5, 8]. T I tumy 3y-
crpivaerses yactime (80% ycix Bunazakis), Hixk T/1 11 Ty,
i craroBuTh 1:20000-40000 MEpTBOHAPOIKEHUX 1 KHIBO-
HapomkeHnx HeMoBIAT (MIM 187600) a6o 1:33000-47000
JKUBOHApomkeHux [9, 10].

TJ1 3a3BUUail cipuYrHEHA TATOTEHHIMH BapiaHTaMH
B reri FGFR3, sxuii 3a6e3medye iHCTPYKIil IIs CTBO-
peHHs OinKy, M0 6epe yJacTh y PO3BUTKY Ta MIATPUMII
KiCTKOBO{ 1 MO3K0OBO1 TKaHUHH, Tpuaomy, FGFR3 € exn-
HUM T€HOM, MYTaIlisl B IKOMY Ipu3BoauTh 10 T/[. Myra-
mii B reHi MPU3BOAATH A0 HaIMipHOI aKTUBHOCTI OiKa,
BUKJIMKAIOYH ITOPYIIEHHS POCTY KICTOK Yepe3 nepequacHe
oxocteninus [11, 12]. Hesigomo, six mytanii FGFR3 Bu-
KIIMKAIOTh aHOMaJIii MO3KY Ta IIKipH, [0 TTOB’SI3aHi 3 IINM
posmazom [5, 7].



BUMNMAOKW 3 NPAKTUKU

I'en FGFR3 OyB kaproBanuii Ha xpomocomi 4p16.3
1 CKI1agaeThes 3 19 ex30HiIB, sIKI OXOIUTIOIOTH ITOHAL 16,5 KO
[11, 13]. Yci BunajKu, OKpiM BUHSITKOBOTO 0aThKiBCHKOTO
3apOAKOBOTO MO3aim3My, Oy crropaandauMi [ 14]. My-
tauii B reni FGFR3 noB’s13y10Th 31 crapimm BikoM OaTbka
[7]. 3a HasIBHOCTI IOXMJIOTO BiKy OaTbKa iCHY€E OiNIbII BH-
COKHUIl pU3HK TIOSIBM HOBUX MyTalliii (de novo) nmopiBHsHO
3 TIOXMJIUM BIKOM Matepi, 4epe3 BEJUKY KUIbKICTh MOAIIIB
KIIITHH Mg 9ac cuepmarorenesy [1].

Binbre 50% manientis 3 T I tuny ta 100% 3 T/1 11
tuy Maroth MyTanii rena FGFR3. TI I Tuny acorito-
€ThCSI 3 MYTaIli€l0 eKcTpaneosipHoro jomeny FGFR3,
a TJ1 Il Tumy — 3 MyTali€ro iHTPaETIOISIPHOTO IOMEHTY
THPO3UHKIHA3H.

[pu T/ I Tuny umcrein 3aMingye Kiibka aMiHOKHC-
JIOT y TPHOX OKPEMHX 00IacTIX MO3AKIITHHHOTO JJOMEHY.
i MyTarii BUKJIHKAIOTh aKTHUBaLi0 penenrtopa. L{ikaBo
3ayBXKUTH, 10 SKIIO IMCTEIH 3aMiHIOE€ aMiHOKHCIIOTH,
pO3TalIoOBaHi B PI3HUX MICISIX, 1€ BUKIIMKAE Pi3HY 1HTCH-
CUBHICTB aKTHBAIIii 1 IPU3BOJUTH JI0 MEHII BXKKOI (hopMu
KapJIMKOBOCTI, HAIPHUKIIAJ, axoHAporutasii. Lle cBigunTs
Mpo Te, 110 iIHTeHCUBHICTh akTuBallii FGFR3 3anexuts
BIJT TTOJIOXKEHHS.

[pu T/1 I Tuny BinOyBaeThCsi 3aMiHa MO3aKIITHHHOTO
apriHiHy Ha IUCTeiH B 248 mo3wmmii 6uka [ 16]. [Tokw 1o Bi-
nomo 1ipo 3 myTarii, BigmosimaneHi 3a TJ{ 11 Tumy: R248C
(c.742C>T), Y373C (c.1118A>G) Ta S249C. Haiibinbiu
nommpeHoto € myTanis R248C, mo 3yctpivaerscs B 50%
Burnaakis T/] I Tumy, 3a Heto —myranis Y373C, sika 3ycTpi-
qaethbes B 20% Bunaakis [9]. OOuaBi MyTarii MpU3BOIMIA
JI0 BHIIAJKIB 3 OLIBII CEPHO3HUMH PaIiOJOTIUHUMHE TIPO-
siamu, HiX TJ] I Tumy B pesynsrari R248C.

VY 2014 pori Xue Ta iH. TOBIIOMUJIH IPO OHOBJICHHS
3 ISDR, B sikoMy aHaJi3 MyTalliii BKIIIOYaB CEKBEHYBaHHS
Bci€i koayro4oi obmacti y 324 BUmIankax, 30KpeMa aXxoH-
JpOILIa3io Ta rinmoxoHaporuiasito. Bussuiocs, mo 90%
myraniit T/ I tumy 6ymn pArg248Cys abo pTyr373Cys.
Tpertporo 3a mommpeHicTio Oynaa MyTalist CTOM-KOJAOHY
pX807, a uerBeproro — pSer249Cys. Myrartist pGlu370Cys
cranosmia 2,3%, a pLys650Met — 1,2%. s indopmaris
KOPHCHA ITPH NMPOEKTYBaHHI Ta PO3paxyHKy BapTOCTI 3a
xomepuiniHi Tectu st T 1 umy [9].

3a IHIIMMH JJAHUMH, TTOBIZIOMIISIETHCS 1Tpo 10 MyTaltiii
rena FGFR3, mo Bukiukarors T{ I Tumy, siki € abo my-
TaisIMH MiCCEHC-KOJIOHY, a00 MyTaIisIMU CTOTI-KOJOHY
(p-X807G (c.2419T>G); p.x807R (c.2419T>A); p.X807C
(c.2421A>T)); ocTaHHI PU3BOAATH IO TIOOBKEHHS OiTka
[9, 13, 15].

T Il Tumy moB’s3aHa JUIIE 3 OJHIEID MYTAIi€l0
(K650E, Takox Binoma, sik p.Lys650Glu) inTparemomsp-
HOTO JIOMEHY THPO3WHKIHA3M; NIPU 1IbOMY JII3UH 3aMiHIO-
€THCS Ha TIIyTaMiHOBY KHCIOTY B 650 mMOIOKeHHI B 011~
HOMY 3 BHYTpIIIHbOKIITHHHUX cyOnomeniB FGFR3 [4,
8]. ¥ xBopux i3 TaKoro 3aMiHOIO CTETHOBI KiCTKH INPsIMi,
a yepen Mae GhopMy TpHIHCHHKA. [Ipy 1HIIUX MyTaIlisax
CTErHOBI KiCTKM BHUKpHBIeHi. MyTanis mae 100% me-
HETPAHTHICTH 1 TIOKa3anxa Kpamie 30epekeHHs UIaCTUHU
pocrty nopiBastao 3 TI I Tumy [8, 9].

Myrarii BukimkatoTh aktuBaiito FGFR3 pizanvu me-
xanizmamu. [lozaxuitunni niranau FGF yTBoproroTs au-
Mmepu. Myrarnis T I Turmy Y373C yTBOpIo€ KOBaJI€HTHO

3B’s13aH1 IMMEPH MK 3QJIMIIKAMH [IUCTETHY TOOIN3Y I0K-
CTaMEeMOpPaHHOTO TOMEHY. AMIHOKHCIIOTHI 3aMiHHU Y BHY-
TPILIHBOKJIITHHHOMY ja0MeHi, Taki sk K650M npu T/]
I tumy / SADDAM a6o K650E y T[] II tumy iMiTyIoTh
KoH(OpMaIiiiHi 3MiHH, SKI TPU3BOIAATH A0 TUMEpU3AIIil
Ta aprodocdopmmtoBanHs [9]. Hu3bKi piBHI aKTHBHOCTI
notpeOyroth niranay FGF mis aktuBariii: BUCOKI piBHI
aKTUBHOCTI, SIK IIe BiZOyBaeThcs npu MmyTtanisx R248C
1 Y373C, npu3BOAATH 0 CIIOHTAHHOI TUMepHU3allii Ta He
3aJ1eXKaTh Bifl JIiraH y. [HIII aMiHOKMCIIOTHI 3aMiHY BUKJIH-
KaroTh pi3HUi cTymiHe aktuBamii FGFR3, mo npu3Boauts
JI0 TaJIbMYyBaHHS XOHJPOLUTIB pi3HOTO cTyneHs. HaiOubin
JKOPCTKE TajIbMyBaHHS MPHU3BOAMTH /10 HaiiCyBOpIIIOro
CTymeHs ckeneTHoi nucruiasii. [Ipu BiacyTHOCTI MyTatmii
npurHiueHHs xonapouuriB uepe3 FGFR3 moxna po3mis-
JIaTu K ctapinsag [9].

VYenmagxoByethest TJ] 32 ayToOCOMHO-TOMIHAHTHUM TH-
TI0M; OITUCAHI TaKOX BHIAJIKH 3 ayTOCOMHO-PELECUBHUM
yCHaIkyBaHHSIM. AYyTOCOMHO-/JOMIHaHTHE YCIIaKyBaHHs;
M ITBEPKYETHCSI HASIBHICTIO aHOMaJIid Y MOHO3UTOT-
HuX Omm3HIOKIB [16]. Pu3uk peunauBy cubca y OaTbKiB,
SIKI MaJIM OJIHY XBOPY IUTHHY, 3HAYHO HE ITiJIBUILYETHCS.
3aponkoBUi MO3aIU3M Y 3I0POBUX 0aTHKiB, X04a i HE
[TOBITOMJISUIOCS] Ha CHOTOIHIIIHIN JEHb, 3aJIUIIAETLCS TE-
OPETUYHOIO MOKIIUBICTIO.

®axropu pocty pidbpodmnactis (FGF) i penenrropu FGF
(FGFR) BinirpatoTs icTOTHY pOJib Y PO3BUTKY OCHOBOTO
Ta yepermHo-IuieBoro ckenetiB monuau. FGFR3 e ¢i3i-
OJIOT1YHMM HETaTHBHUM PETYISITOPOM POCTY KICTOK, BiH
npurHivye npomidepamnito Ta audepeHmiaio XOHIpoIH-
TIB 1 cIIpHsie anonTo3y XoHaApouuTie [8]. Iuridyroua possb
FGFR3 y xpsiiui yHiKaIbHa ITOPIBHSIHO 3 HOTO aHOMAIEHOIO
CUTHAJII3AIICIO B IHIITNX TKAHWHAX.

FGFR3 — ie MeMOpaHHO-3B’ 13y BaJIbHU pELIEITOPHUM
O1ITOK, SIKMH CKJIATAETHCA 3 TO3AKIITHHHUX IMyHOTIIOOYITi-
HOIOAIOHHX JIOMEHIB, TPaHCMEMOPAaHHOTO JIOMEHY, BHY-
TPIHBOKIITHHHUX oMeHiB (TK). 3B’ a3yBaHHS pi3HUX
FGF 3 FGFR3 inaykye quMepHu3aliiio perenTopis i TpaH-
cochoprITIoBaHHS 3IMIIKIB THPO3UHY, 1110 IPU3BOAUTD
10 aKTUBAI] KIABKOX CHTHAJLHHUX IIIAXIB, 110 3HAXO-
JUITBCSL HIDKYE 32 TEYi€l0, BKIIFOYAI0UM KacKa MIiTOTEeH-
aktuBoBaHOi nporeiukinazu (MAPK). 3a HopmanbHuX
ymoB FGFR3 peryitoe niposidepartiro, mudepeHiiiariio ta
PO3BUTOK KIIITHH y KiCTKax 1 KOpi ToJI0BHOTO MO3Ky. [Tocu-
nennsa ¢yHkiii FGFR3 aktusye TK, mo Moxxe BUKITHKaTH
PI3HOMaHITHI aHOMaJi{ MO3KY, HAIIPUKIIA, TOPYIIYETHCS
HOpMAaIbHUH KITITHHHANA OUKJ, TAGEpEHITalis Ta mpoTi-
(hepartiss XOHAPOLHUTIB, M0 HEPEIIKOIKAE CHIOXOHIPAIIb-
HOMY OKOCTEHIHHIO JIOBI'MX KiCTOK Ta HaJIGKHOMY I103-
JOBXHBOMY iX pocTy [4, 15].

Brpara ¢pynkuii FGFR3 BUKIUKAE HaAMIpHUH picT
JIOBTUX KICTOK y MHUIIEH 3 HOKAYTHUMH BapiaHTaMu
FGFR3 Ta ocib6 i3 cunnpomom CATSHL, 110 miaTBeppKye
BaXIIUBY posib FGFR3 K HETaTUBHOTO PETYIATOPA POCTY
KicTOK [6].

[Tatorenni Bapiantu rera FGFR3 BignosiganbHi 3a
TpyIy XOHIPOIUCIIA3i}, 10 XapaKTEPU3YETHCSI BKOPO-
YCHHSIM KIHIIIBOK, MaKpOIe(aliero Ta By3bKOKO TPYIHOIO
KITITKOIO. 3 MOMEHTY BIIKPHTTS MEXaHI3My aKTHBAIlil
FGFR3 sk renernynoi npuunau axouapormiasii (ACH)
y 1994 poui, 3’scOBaHO MAaTOr€HE3 1HIIUX PO3Ja/iB, 10
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TaKoXX BUKJIMKaHi mocwieHHsM ¢ynkiii FGFR3: rimoxon-
nporutasis (HCH), TanaroopHa mucrurasisi i BaXkKa axoH-
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JpOTUIa3is 3 3aTPUMKOIO PO3BUTKY Ta acanthosis nigricans
(SADDAN) [6].

MAPK

Puc. 1. CtpykTtypa 6inka FGFR3 nioguHu Ta TpaHcaykuia curHany FGFR3. Mo3uuii Tunoeux naro-

reHHux BapiaHTiB y reHi FGFR3 Bka3aHo. lg, imyHorno6yniHonogi6oHun gomeH; TM, TpaHcMeMbpaH-

Hun gomeH; TK, nomeH Tupo3uHkiHasn; STAT, nepeTBOpIOBaY CUrHany Ta akTMBaTop TpaHCKpUnLii;
MAPK, npoTeiHKiHa3a, akTuBoBaHa MiTOreHom

Delezoide Ta iH. 3anpononyBanu maromexaHizm TJ]
HIJISIXOM €KCIIEPUMEHTAIbHUX A0CIHIKEHb Ta JIHIUTH
BHCHOBKY, 1110 KOHCTHUTYIIIMHA akTuBailist FGFR3 y xpsii
HIJISIXOM YTBOPEHHS CTa0lIBbHOTO JUMEPY CIIPHUSIE HOTO
TPAHCJIOKAIIT B SO, JI¢ BiH MEPEIIKOHKAE KIHIICBIN H-
¢bepenuianii xonaporuris [15].

BiamoBigHO 10 PEHTTEHOJOTIYHUX 3MiH KiCTOK Ta
yepena, icuye 2 kiainiunux tunu T/: tun [ (TD1, MIM
187600) ta tum II (TD2, MIM 187601) 3 gesxum nepe-
KPUTTAM MiXK HUMH [12].

T I Timy XapakTepu3yeThCsi MIKPOMEII€IO 3 BUKPUB-
JICHUMH CTETHOBUMH KiCTKaMH, BUPAXKEHOIO TIATUCIIOH-
JIAJIIEI0 3 YepeTioM Y BUIVISIL JINCTKA KOHIOIIUHU abo 0e3
Hporo [13].

T II Tuny xapakTepu3yeThcsi MIKPOMEII€I0 3 mpsi-
MHMH CTETHOBUMH KiCTKaMH Ta PIBHOMIPHOIO HasIBHICTIO
MIOMIPHOTO Ta TSHKKOTO KPaHIOCHHOCTO3Y 3 Ae(hOpPMAIliEr0
yeperna y BUIVISJII JIMCTKA KOHIOIIMHM Yepe3 nepeadacHe
3aKpUTTS BIHICBHX 1 JamMOmononioHux meis [4, 7, 13, 17,
18, 19, 20].

3araibHi CKeJIEeTHI MposiBM Habarato Baxui npu TJ]
I Tuny, ToAl SIK BaXKKHMI KpaHIOCMHOCTO3 OB’ si3aHui 3 11
turoM [ 14]. Jleski pucu, CiisibHi st 000X THIIIB, — 11€ Mi-
KpOMeJTisi, KOpOTKi pedpa, By3bKa Ipy/Ha KJIiTKa, MaKpo-
redartis, XapakTepHi pUcH 00aMYYsl, OpaxigaKTHIis, Ii-
MOTOHIsI, HAJITMIIIKOBI CKJIAJKH IIKIPH Ha KiI[iBKaX, rirmo-
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TUIACTUYHI KJIyOOBI KICTKH, He3aTBep/iijia TI0OKOBa KicTKa,
By3bKa KPHKOBO-CiJiHUYHA BUpi3ka [4]. [Tpu 00ox Tumax
T Tina xpedbuiB MoxxyTh Matu Gopmar «U» ado «H»;
pebOpa TOHKI Ta MaJIeHbKI, 1110 3MeHIIy€e 00’ €M TpyIHOT
KJIITKU Ta MPHU3BOJMTH JIO TiMOIUIA3ii JereHb. 3a3Buyaii
MeYiHKa Mae BEJNMKI PO3MIpH 1 CTA€ OCHOBHHUM MiCIleM
KPOBOTBOpPEHHS [5].

OpHi 3 paHHIX TOBIJIOMJICHb PO HEHPOMATOIOTIUHI
snaxinku npu TJ{ Oynu onucani Goutieres ta iH. y 1971
potri. IToBigoMisiocs Ipo aHOMaTil 3BUBUH CKPOHEBOT
YaCcTKH, AMCILIA3il0 TIMOKaMIy Ta MOJIMIKpOripito, sKi
OyJu BUSIBIICHI B CKPOHEBIH KOpi IBOX HeMOBIIAT [4]. Haii-
O1ITBIII YACTHMHU aHOMAJTISIMU TOJIOBHOT'O MO3KY € TiIoIuia-
3151 3aIHBOT YEPEIHOI SIMKH, MeTajicHIe(atis, aHoMaIis
rirokamity, 1e30praHizallisi 3BUBUHH, HEHPOHAIIbHI reTe-
poTomii Ta AMCIUIA3is HUKHBOT OJIMBH, ajie BOHH Hecrie-
udiyni. HepBoBi 3MiHM BUHHKAIOTH JIO TOTO, SIK IIPOIIEC
OKOCTEHIHHS TSITHE 332 COO0K0 OOMEKCHHS PO3MipPy MO3KO-
Boi obosonkH. L{isikoM MOBIpHO, 1110 HEPBOBI aHOMAaTIT
npu T/] € BHyTpitHIMU AedekTaMu HepBOBOI cucTeMH [5].

OxkpiM 3MiH 3 00Ky 4eperna Ta KiHliBok npu T/, moBi-
JIOMJISLIOCH TaKOXK PO MOETHAHHS 3aXBOPIOBAHHS 3 TTiJI-
KOBOTIOIOHOIO Ie(opMaliiero HUPOK, TiApoHE(HPO30M,
JedekToM MiXkIepencepIHoT NEPETUHKHU, BaJI0OK0 TPUCTYII-
KOBOT'O KJIallaHa, aTpe3ielo aHyca, NPOMEHEBO-JIIKThOBUM
CHHOCTO30M, BiZIKPHTOIO apTepiabHOI IPOTOKOI0, HEPO3-
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BUHEHHSIM HIJKHBOI OJINBU Ta 3yOUacTHX sJep MO30YKa
[11,21,22].

Hiarao3 T]I BCTaHOBIIOETHCS CHHAPOMOIIOTIYHO Ta/
abo pajiosoriuHo Ta/abo BCTAHOBIEHHSM IeTEPO3UIOT-
HOTO MaTOTeHHOTOo BapiaHTy FGFR3, inenTndikoBaHuM
IiJ] 9Yac MOJIEKYJISIPHO-TEHETUYHOTO TECTYBaHHS. Y J10-
ciimpkeHHi, nposeaerHomy 3 2010 mo 2014 pp., xBopi
3 migo3poro Ha T/I mpuitmany yq9acTh B eITiAeMioNOTi9HIN
nporpami BpO/DKCHHUX Ball PO3BHUTKY Iija Ha3Boro JlaTu-
HOAMEPHKAHChKE CITUIBHE JOCIIIKEHHs BPOJUKECHHUX Bajl
possutky (ECLAMC, nopryranbcbka adpesiarypa). Koi-
HIYHI Ta pagioNoTivHi JOCHIHKeHHS, a TakoK (hoTorpadii
OLIIHIOBAJIMCS 32 HAsIBHOCTI Ha OCHOBI METO/OJIOTIT 3 MO-
nudikariero, 3anpornoHoBanoto Barbosa-Buck Ta in. Byino
BCTaHOBJICHO TPH Pi3Hi PiBHI AiarHOCTHYHOI JOKA30BOCTI
(DEL): DEL-1 (xopoa siKicTh PEHTTeHIBCHKOTO 3HIMKa
Ta/ab0 MO3UTUBHUN T'€HOTHII, Ta/a00 mojaiblna KIIHIYHA
inopmarris, mo Bu3Havae niarao3); DEL-2 (3amoBinpHa
XapaKTePUCTHKA KIIIHIKO-PEHTICHOIOTIYHOTO 0OCTEIKCHHS
JUTsl BCTAHOBJICHHSI OJTHOTO Y KIJIBKOX HMOBIPHHX JiarHO-
3iB); 1 DEL-3 (kniHiuHi 1aHi Ta 300payKeHHsI 3 JOCTaTHHOIO
KIUTBKICTIO SIKOCTI, 00 kimacudixysaru ix sk TI) [1].

Penrrenorpadiyni ocoOIMBOCTI BKIIIOYa0Th [2]:

a) MPOKCUMaJTbHI YaCTHHU JOBTUX KIiHITIBOK € KOPOT-
KHMH Ta MAlOTh PU30MEIIYHUHA BUIIISL.

JloBri KiHIIBKH (K MPaBUJIO, IJIEYOBI I CTETHOBI
KICTKH) MaIOTh BHUIIISA TEIC(POHHOI CIyXaBKH (BUTHYTa
3 MeTagizapHUM PO3IIUPEHHSIM);

0) xiryOOBi KiCTKM 3a3BUYal TIMOIUTACTHYHI, MAJIOKBa-
apatHoi popMHU Kpuia KiryOOBOT KiCTKH, JaX KyJIbIIOBOT
3anaj iy y BUIVIS «TpU3y0y»;

B) rpy[aHa KIIITKa By3bKa, a pedpa KOPOTKi, TOPU30H-
TabHI; JIONATKH MaJICHbKI,

T') BiTHOCHA Makporedaiis 3 10600BOIO KiCTKOIO, IO
BHCTYIIA€, CIUIOIEHHS MEPEHIcCs Ta Yepern KOHIOMNHU
(mpu T/ 1I Tumy);

1) TUTATICIIOH WIS (CIUIOMICHHS TiJIa XPeOIIs).

30JI0TUM CTaHJIAPTOM JUIsl IPeHaTanbHOI Bepudika-
mii T, Ak 1 s OUTBIIOCTI CKEeTHUX UCIUIA3il, Hapasi
€ MOJIEKYJISIpHA TeHeTHuKa. Marepiaja MOKHA OTpUMATH
[UIIXOM aMHIOLIEHTe3y, KUl 3a3BHUail IPOBOIUTHCS Ha
15-18 TmxHui BariTHOCTI ab0 Gioncielo xopiony (mpu-
6mm3uo Ha 10-12 TrkHiB BariTHOCTI) [18]. Binblue Toro,
MOJICKYJISIPHO-TCHETUYHHI METOJ MOXKe OyTH €TMHUM
KpHUTEpieM, SIKIIO MOBa Hie TIPO NepeprBaHHs BariTHOCTI
a00 KoM HeMa€e MOKIIMBOCTI ISl TIPOBEICHHS TTATOMOP-
¢onoriunoi excrieptusu [11, 18].

Jleranpuuit xapakrep T/] o6ymoBIIO€ HEOOXiTHICTD
MpeHATaNbHOI MiarHOCTHKY Mi€i maromnorii. Jliaruo3 T/]
MO’KHa [OCTaBUTH Y BHYTPILIHbOYTPOOHOMY Iepioji 3a
JIOTTOMOTOFO YIBTPa3ByKOBOT IIarHOCTUKH Ta BiIpasy MicCIst
HAPOJKEHHS Ha OCHOBI KJIIHIYHOTO OISy (CHHIPOMOJIO-
TiYHO), TOPTPETHOI JIarHOCTUKH, PaliONOTIYHIX TOCITi-
JUKSHB, TICTOMATOJIOTIT Ta MOJICKYJISIPHOTO aHai3y [23, 24].

3a3Buuail npeHaragbHe yJIbTPa3BYKOBE JI0CHIHKCHHS
(Y3M) mo3Bonsie BcranoBuTH Aiarao3 TJ] micas 20 Trxk.
[11]. Y 71% Bunanxis T]I moenHyeThCs 3 6araToBOIISIM,
sike OyBa€ HACTUTBKHA BHPAXKCHHUM, 1[0 MOXE CTATH TMPH-
YHHOIO IepeJYacHuX ToJIoriB. PyxoBa akTUBHICTB ILIONY,
OYEBHUJIHO, HE CTPAXKIAE TIPHU LIbOMY 3aXBOPIOBAHHI, aJie 110~

BIZIOMJISIETBCS TTPO 11 3HIDKEHHSI B TPETHOMY TPUMECTPI Ba-
ritHocti. Ha hoHi 03HAK OCTCOXOHAPOMUCIIIA3IN, TAKHX SIK
MIKpOMEITis, By3bKa TpyIHa KIIITKA Ta MaKporedaris, ma-
TOrHOMOHIYHUMH [u1st TJ] 03HaKaMu € popma BKOPOUEHHX
CTETHOBHX KiCTOK y BUIJIAAI TeneoHHOoi TpyOku (Tum I) Ta
¢dopma yeperna y Bursiai TpunrcHuka (klecblattschadel)
(tun II). TIpu 000X THIAX CHOCTEPITAETHCS MiABUIICHHS
MIPO30POCTI MOTHINYHOI KICTKH B MEPIIOMY TPUMECTPI,
BEHTPHUKYJIOMETAJIisl, areHe31si MO30JIUCTOrO Tijla, ypOJIDKe-
HUX BaJ cepis Ta rigponedpos [13].

ConorpadiyHO BUSIBICHI 03HAKUA MOXKYTh BKJIFOUATHU:
a) BITHOCHO By3bKa TpyJIHA MIOPOKHIHA; 0) KOPOTKi, TOB-
CTi, BUTHYTI TpyOUacTi KiCTKH, 0COOJIMBO HHKHI KiHI[IBKH;
B) OTOBILEHHSI M SIKMX TKAHUH KIHIIBOK; I') TOPiBHSIHO Be-
JIFKa TOJI0Ba 3 (POHTAIEHUM BUCTYTIOM; €) depen Y popMi
nucra koHtomnuu npu T II Tuny. BusiBnenss TunoBux
o3HaK T/l 3a TOTIOMOTO0 YIBETPa3ByKOBOTO JOCIHIHKEHHS
(VY3) nae MOXIJIHUBICTh BCTAHOBUTH JIiarHO3, TIPOTE JTia-
THOCTHYHA TOYHICTh, SIK TIOBIJOMIISIETHCS, € BapiaOeIbHOIO
Ta cTaHoBUTH 01t 40-88% [15].

VY Bumazakax npeHaraibHol niarHoctuku TJ MeToro €
YHUKHEHHS OTSHIIIMHUX yCKIIaJHEHb BaTiTHOCTI, BKITIOYa-
04U TIepe[4acHe HapOKEHHs1, 0araToBo/Isl, HEPAaBUIIbHE
HepeuIe)KaHHs Ta yCKIIaJHEHHs [TOJIO0TIB 4epe3 MaKpole-
(astito Ta/abo 3rUHAHHS Ta PUTIAHICTD mHi. MOXHA PO3-
DJISIHYTH MOXITUBICTB IPOBEJICHHS 11e(haioleHTe3y Ta Ke-
CapeBOro po3THHY, 100 YHUKHYTH YCKJIaJHEHb Y MaTepi.
[ToBiOMIISIETBCS TIPO MOXKIIMBICTB CEJIEKTHBHOTO BHY TPIllI-
HBOYTPOOHOTO MEpPEepHBAaHHS BariTHOCTI 3 MOXIJIHBICTIO
MPOJIOHTYBAaHHSI HOPMaJIbHOT OJHOIIIITHOT BariTHOCTI
y Bunaaky TJ[ y omgHOro 3 1BiliHIi, sika Oyiia mpeHaTaabHO
niarHocTOBaHa 3a jgonomororo aHamizy JHK micins amHio-
neHre3y Ha 15-my TxkHi [22, 25, 26].

Crin 3a3HAaYNTH, 10 TIPHU OATraTOIUTiAHINA BariTHOCTI
JBilHEI0, 30KpeMa MOHO3UTOTHUMH OJIM3HIOKAMH, 3HAYHO
HiABUIIYETHCS 3aTaJbHUN PU3HK BPOIKCHUX aHOMAIH.
Bonn MoXyTb OyTH SIK y AIXOpiaJIbHUX, TaK 1 y MOHOXODI-
aNbHUX OJMM3HIOKIB. JIUCKOpIAHTHI aHOMAJIil, BUKIHKaHI
TeHETHYHUMH PO371a/laMH, OyJin OMHCaHI B OCHOBHOMY
y IM3UTOTHHX OJIM3HIOKIB, ajie PiIKO B OJHIN 3 Mapu Mo-
HO3UTOTHHX ONMU3HIOKIB [ 16]. 3aramgom Oyino migpaxoBaHo,
o o0uBa OJIM3HIOKH CTPaXKAAIOTh BiJ OHIiET aHOMAaITi]
npu6M3HO B 15% Bunaakis. V yiiteparypi OmucaHi criopa-
JMYHI BUTIAJKU BCTAHOBJICHHS TaHATO(OPMHOI AnCIIIa3ii
y IUIOIIB Ta iTeH npu OaraTorutiaHiii BaritHocTi [27, 28].

Hudepenniiauit giarmos T/l coix mpoBonutH,
B IIEpILly Yepry, 3 HeAOCKOHaINM ocTeorenezoM 11 tumy,
AKUN XapaKTEPU3YETHCS MEPETOMOM JTOBTHX KICTOK Ta
aXOH/IPOTEHE30M, IO XapaKTepU3y€eThCsl KPaHbBOIO Ti-
MOMiHepaIi3alli€ro, ajie He Ma€ KJIACHUYHUX MHOXHUHHUX
mKipHUX cKiIanok [8, 18, 29]. dudepenmiitnuii niarHo3
TaKoX BKJIto4ae cuHapoM Einica-Ban Kpesenbna (xoH-
JIPOEKTOIepMAaIbHA JUCILIIA31s), aCPIKCHUHY JUCIIIA31I0
TPYAHOI KIIITKHM, CHHAPOM XOHJPOAMCIUIA3ii 3 IO aK-
THJII€I0, BAXKKY rinodocdarasito Ta rOMO3UTOTHY aXOH-
nporrasiro [19, 31].

Judepenniiina 1iarHocTuka 3 BUIIE3raJaHo0 FTOMO3H-
TOTHOIO aXOHPOTIIa3i€ro MOXKe OyTH CKIIaTHOIO JIHIIE 3a
KJIIHIYHUMHM Ta PEHTTeHOJIOT TYHUMH 03HaKaMu. [Ipu rere-
PO3UTOTHIH (opMi axoHIporLIasii TpyOUacTi KiCTKH JIUIIe
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3IIeTKa BKOPOUCHi 1 He BUKpUBIIeHI. CITiBBITHOMICHHS MK
JIOBXKMHOIO CTETHOBOT KICTKH 1 Oinap’€TaabHUM PO3MipOM
CTa€ aHOMaJbHUM Tricis 21-27 TwkHs BaritHOCTI. [Tpu Ta-
Haro(opHIN AKMCILIA3i] MIKpOMEIIisl, HABITAKu, MOXe OyTH
HACTUTBKY BUPAXKEHA, 1110 BUSIBISIETHCS B ICSIKMX BHITAIKAX
yke Ha 19 THKHI BariTHOCTI.

AcodikcnyHa AuCIIIasis TPYAHOT KIITKH MOXe OyTH
JudepeHIiiioBaHa Mo MEHII BUPAKEHOMY BKOPOUCHHIO
KiCTOK 1 30epexeHHIo Till XpebuiB. [IpeHaranbHe peHT-
TEHOJOTiYHEe JAOCTIKEHHS XpeOdTa MmIoay JomoMarae
B JIIarHOCTHIII. YJIBTPa3ByKOBe OOCTEKEHHS B pEaIbHOMY
MacmTabi yacy Moke OyTH BHKOpHUCTaHE JJIsi BHOOPY
MIPaBMIIBHOI TUIOIIMHN PEHTTCHOIOTIYHOTO JIOCIIKSHHS
xpeora. TJ] xapakrepusyerbess H-monioHoro koHdirypa-
ILI€I0 TUT XPeOIIiB.

Jist XOHIpOEKTOAepMaNIbHOT AKCIIIa3ii THIIOBI TIpa-
BHJIBHO C()OPMOBAHHY 3alBUI TaJeIlh 1 BKOPOUCHHS KiH-
LIBKH 10 aKpoMeITliuHOMY THITy. DiOpOXOHIpOreHes Xapak-
TEPU3YETHCS TAaHTEICTIOAIOHNMHU MeTadi3aMu.

Taxa BenMKa YNCENFHICTh CHHAPOMIB Ta CKJIaIHICTb
TUuGEpeHIIHHOT JIarHOCTUKU € MPUYUHOIO IS MOJICKY-
nspHOTO aHaiizy T/1 1 BCTAaHOBICHHS TOYHOTO JTIarHO3Y.

BHyTpiniHBOyTpOOHA CMEPTH 3a3BMYAil BAHUKAE BHAC-
JIZIOK TSDKKOT TUXaTbHOT HETOCTATHOCTI Uyepe3 3MEHIIICHHSI
00’eMy TpyIHOT KIIITKH Ta Tinoriasii IereHs Ta/ado -
XaJIbHOT HEJOCTATHOCTI BHACIIIIOK KOMIIpecii cToBOypa
Mo3Ky [11].

BinpiicTh ypakeHMX HEMOBJIST TOMUPAIOTH Bif U~
XaJIbHOI HEJJOCTATHOCTI He3a0apoM MiciIs HapOIKEHHS.
[IprunHOIO CMEpTi € cepleBO-CyANHHA i IUXalbHa He-
JIOCTATHICTh, 110 MOB’SI3aHO, HANICBHO, 31 3MCHIIICHHSIM
00’emy rpyaHOi KiTiTKH [24]. HoBOHapomKeHi, sk IpaBmIIo,
noTpeOyI0Th TPUBAJIOI PecIipaTopHOi MATPUMKHU. Arpe-
CHBHA pecHipaTopHa MATPUMKA Ta XipypridHa JIeKoM-
MIpecisi BEJIMKOTO OTBOPY, @ B OAAIBIIOMY KOMILIEKCHA
¢i3nuHa peabimiTamnis MOXYTh IPU3BECTH IO TPHUBAIOTO
BrokuBaHHA [§]. OIHAK BOHH MarOTh BAXKKY IICHXOCOIIi-
abHy Ta (Pi3MYHY 1HBATIJHICTH 1 MTOTPEOYIOTh PETEIbHOT
JIMXaJIbHOI Ta Xap4oBoi miaTpuMkH. [ToBigomisutocs mpo
PIAKICHI BUNIAIKU OLIBII TPUBAJIOTO BUYKUBAHHS, SIKI 4aCTO
3aJIeXKaNd B ITYyYHOI BEHTHIIALIL JIETeHB, 3 TOMITHOIO
HEIOCTATHICTIO POCTY Ta IHTENIEKTyaJbHOIO HEeJOCTaTHi-
cTio [6, 31].

ini qormmomMoru MOBHHHI OyTH BCTaHOBIICHI pa3oM i3
POIMHO0 1 MOXKYTh OyTH 30Cepe/KeHI Ha 3a0e3MeueHHI
koMpopTHOTO Horsany. HoBoHapomkeHi MOTpeOyIOTh
TpUBaJOI JUXAJIbHOT MiATPUMKH. Pexomennanii 1moo
BBEJICHHS aHeCTe311 MPH CKEeJIETHUX TUCIUIA3isaX 3aCTOCO-
BYIOThCS 710 0ci6 13 T/I. Inmmi 3axoqu iKyBaHHS MOXKYTh
BKJIFOYATH BCTAHOBJICHHSI IIIyHTA IPH TiAporiedartii, cyook-
LUITITATBHY JISKOMIIPECIO VIS TTOJICTIIIEHHS 3BYKEHHS Kpa-
HIOLIEPBIKAJIBHOTO 3’€IHAHHS, TIPOTHCY/JIOMHI IIpenaparu
JUTS KOHTPOJTIO HAIAIIB 1 CIIyXOBi amapary.

Harpiitypernunmii nentug C-tumy (CNP) € motyxHuM
MMO3UTUBHUM PETYJSITOPOM €HJIOXOH/IPATIBLHOTO POCTY Ki-
ctok. JlocmimkeHnHs mokaszanu, mo piBHI CNP y mra3mi
3MiHIOIOTECS IpH FGFR3-narisix. Ha nanuii MOMeHT Tpu-
BaIOTh KITIHIYHI BUTIPOOYBaHHS MO0 BUKOPUCTAHHS aHa-
noriB CNP y niteii 3 axonapormuasieto. [epiui pesynsraru
MTOKa3aJId TIOMipHE 301MbIICHHS POCTy. € TaKOXK KilbKa
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HIIMX MTOTEHIIHHNX TepaleBTUYHNX 3aC001B ISl aXOHAPO-
IUTa3ii, sIKi 3HAXOSTHCS Ha CTAMIsIX AoCimKkeHHs. LIi miku
Takok OymayTh KOpHUCHI miTaMm i3 T][ y maitOytaROMY [3].
[ManienTw, sIKi BHKMIM, MOTPeOyrOTH HEHpOBi3yamizarii
JUTS MOHITOPHHTY KPaHIOLIEPBIKAIIEHOTO 3BY>KEHHSI, OIIIHKA
HeBpoJorigaoro crarycy ta EEI" iyt MoHiTOpHHTY Cyn0-
MHOI aKTHBHOCTI, @ TAKOXK OIIIHKKA PO3BUTKY Ta ayIi0JIOTil.

KniHiyHun Bunapgok

VY craTTi MpencTaBICHO PiAKICHUH BHUITaOK TaHATO-
(dbopHOT nucIIa3ii y MOHOXOPiaIbHUX JIaMHIOTHYHUX
JBIAHAT 3 TIeTaTbHIM BUX0AOM. KITiHIYHNI BHITAZOK OIy-
OJiKOBAHO 3a 3rO/I0F0 0ATHKIB 3 TOTPUMAHHSIM ITPHHITUIIIB
010CTHKH.

Jitu mapomwes Bin [11-o1 BariTHOCTI, sika epedirana
Ha (OHI MOHOXOpiaJbHOI NiaMHIOTHYHOT JIBiliHI, Pi3KOTO
mporpecyrodoro 6araroBons, onacuctocti Il crymens;
[II-x nooriB y 36 THXKHIB HIJISIXOM KECapCHKOTO PO3THHY
3 npuBoAy MXJIA nBiiiHi Ta CIIHUYHOTO MEPEICIKAHHS
000X r1oiB. JlaHa BariTHICTh HACTYIIHIIA IPHPOTHIM IILIS-
XOM, He IUIaHOBaHO. BaritHa 3Haxoamacs Ha oOIiKy B Ki-
HOYi#l KOHCYNBTAII{ aKyIIepChKOTo CTaI[ioHapYy.

[Ipu npoBeneHHI npeHaTaabHOro Y3-00CTeKEHHS Ji-
arHOCTOBAaHO Ha (OHI BUPAXKEHOTO 06AraTOBOAJIS O3HAKH
CKeJIeTHOI uctiasii 000X ruroniB (Ipu TepMiHi recraii
26-27 TWXHIB NOBXKHHA KIHIIBOK 000X IUIOAIB BiAIOBI-
nmana 17-18 TwkHSIM, Tpu TepMiHi recramii 35-36 Tmk-
HiB—20-21 TIKHIM), a TakoXk Kapaiomeraiiro y 11 miona.

[Ipu Gecini 3 6aTbKamMu JiTeH BCTAHOBJICHO, 1[0 MaTH
JIO Ta MiJl 9ac BariTHOCTI IpaIfoBaia y BUCHAKIUBHUX
(hi3MYHMX yMOBax, Majia KOHTAKT 3 CHHTCTUYHUMH TKa-
HUHAMU, 0aThKO — 3 apOamMu Ta iHIIUMU OyIiBETPHIMUA
Mmarepiaigamu. KpiM Toro, 6aTbKo BIIHOCHTHCS 10 CTapIIIOl
BiKOBOI Kareropii HaceneHHs (> 60 pokiB). CriaaKoBicTh IO
JHIT MaTepi 00TsHKCHA HAsIBHICTIO CEPLICBO-CYIUHHOT 11a-
TOJIOT1I, 110 JIiHiT OaTbKa —He o0TshKeHa. 1LIKiaInBi 3BHUKH
3amnepeuyroTh. [lormepeHi BariTHOCTI 3aBEPIIHIIHCS HAPOI-
JKEHHSIM JIBOX 3JI0POBHX JIITEH.

[epma qutuHa Hapoamacs 3 Macoro Tira 2200 1, oB-
JKUHOIO Tita 39 cM, 00Bi10M royioBu 36 ¢M, 00BIIOM TpyjI-
Hoi KimiTKK — 30 cM. OriHKa 3a IMIKajI0t0 ANrap HaIPHUKIHII
NepiIoi XBWJIMHU CKJasa 3 6aiu, 1’ sATol XBUINHN — 5 Oa-
JB, ecaToi XBUIIMHKU — 7 OauniB. [IpoBeneHo peaHiMaiiii
3aXO0Jid, BKIIFOYAI0YH MITyYHY BEHTHILAIIIO JISTEHb 4epe3
IHTyOAIIHY TPYOKY.

Hpyra mutrHa Hapoamiacs 3 Macoto Tina 2200 1, 1oB-
JKUHOIO Tita 39 cM, 00BiIOM royioBH 35 M, 00BIIOM TpyjI-
HOT KITTKH — 29 cM. O1iiHKa 3a MKajJo Anrap HalmpyKiHII
TMIePIIIO XBUIIMHY CKITana 2 0anu, 1’ sIToi XBIIHHA — 5 0aiB,
necsitol XxBuimHE — 5 0aiB. [IpoBeneHo Takox peaHima-
LilHI 3aX0{, BKIIIOYAIOUH MITYYHY BEHTWIAIIIO JIETEHB
yepe3 IHTyOaliiHy TPyOKy.

[Tpu 30BHIITHBOMY 0TI 000X AiTel BiaMideHO (heHo-
TUTIOBI O3HAKH MOPYIICHHS ()OPMYBaHHS OIIOPHO-PYXOBOT
CUCTEMH, a caMe, TIepeBakaHHsI MO3KOBOTO uepera Hajl
JUIHOBUM, KOPOTKi BEPXHI Ta HIDKHI KiHIIIBKH, 3MiHEHA
(dhopma rpyaHOT KIIITHHY, 3amnajie epeHices Tomo (puc. 2).

[Tpu ouiHi Gi3MYHOTO PO3BUTKY 32 MEPIEHTHIBHUMH
TaOMUIIMK BCTAHOBJICHO, 110 Maca Tijia JITeH BiAmoBigae
25 nepueHTHIIo, 3picT — Hibkue 10 nepueHTuis, o0Bijg ro-
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noBu — Bute 90 neprentwis. [Ipu oninmi recraniiHoro [Ipu perTreHonorivHOMyY 00CTEeKEHHI JiTell BUSBIICHI
BiKy 3a HOBOIO IIKaJIo0 bamiap BcTraHOBIIEHA BiIOBI - KOPOTKIi pedpa, By3bKa IpyAHa KJIITHHA, BITHOCHA MaKpo-
HICTb PO3BHUTKY AiTeH 34 THOXKHSAM recrarii. nedartis, MiKpoMertist ycix KiHIiBoK (puc. 3, 4).

Puc. 3, 4. PeHTreHorpacpiuHi 306paxeHHs | Ta Il gUTUHK

CraH 1py HapoJDKEHHI Ta BIIPOJOBK yChOTO KUTTS HenocratHicTh 11 crynens), HepBoBoi cuctemMu (Koma
000X JliTel — TSHKKHH 3 TIOCTYIIOBOIO HEraTHBHOIO JMHA- [II-IV ctymens), ceprieBo-CyIMHHOT CUCTEMH (HeIoCTar-
MIKOFO 33 PaXyHOK IMPOSBIB CHUHAPOMY MOJIOPTaHHOI HEe- HICTh KpoB0ooOiry III crymens) Tomo. Y 000X IiTei TakokK
JIOCTAaTHOCTI 3 YPXKSHHSIM JIMXalIbHOT CUCTEMHU (AMXalbHa JIIarHOCTOBaHO BPOJKECHY Baly PO3BUTKY LIEHTPalbHOT
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HEPBOBOI CHCTEMH — Iaxiripito, a TaKOX TiMOILIa3io Je-
TeHb. BIIpOJOBXK JKUTTS y JITEH pO3BUHYJINCS BTOPHHHA
JIeTeHeBa TiNepTeH3is, aHeMis HeJJOHOICHHX, BHY TPIIIIHS
rixponedais.

Jiti oTpuMyBa KOMITJIEKCHY iIHTEHCHBHY, a B T10-
JIATIBIIIOMY — MTAJTIaTHBHY JIOTIOMOTY B YMOBAaX BIJUIIJICHHS
IHTeHCHBHOI Teparii. 3 HapOJKEHHS MiATPUMKA KHT-
TEBO BAXJIMBUX (QYHKIH 31iHCHIOBANIACS 32 JOMOMOTOIO
IITYYHOT BEHTWIIALIT JIereHs, iHdys3iiHoi Teparmii 3 mapeH-
TepaJIbHUM XapuyBaHHSM, IHOTPOITHOIO TiITPUMKOIO, aH-
THOI0THKOTEPaIti€ero, KOMILIEKCHOIO 3HEOO0II0I040I0 Tepa-
miero Tomo. JliTh BUXO/KyBaMCsS B yMOBaX OXOPOHHOTO
PEKUMY, TIITPUMYBABCS OCTIMHUI KOHTAKT 3 OaTbKaMH.
[epma nuTiHa nMpokuia 4 MICsII, Ipyra TUTHHA — 2 Mi-
csiri Ta 16 1i6. Bijg maTtonoroaHaTOMi9HOTO pO3THHY JiTeH
0aTbKH BIJIMOBHIIHCSI.

TanaroopHy nucriasiro 000M AiTAM JIIarHOCTOBAHO
HA OCHOBI (DEHOTHITIYHUX Ta PEHTTCHOJIOTIYHNX O3HaK. Bix
MOJICKYJISIPHO-T€HETHYHOTO oO0cTexkeHHs Ha TJ] OaTbku
BimmoBmucs. JJHK-meronom mociimkeHHs OyiI0 BHKITIO-
YEHO aXOH/IPOIIIA3ifo.

BucHoBku

1. Tanarodopna aucmiasis (T/]) — onua 3 hopm xoH-
JPOIUCILIA31H, CIPUYMHEHA TATOTCHHUMHE 3MiHAMU Y TeH1
FGFR3, sxuii KOHTPOIIIOE CUHTE3 OLIKY JUIsl PO3BUTKY Ta
MIATPUMKH KICTKOBOI Ta MO3KOBOT TKAHHHH. 3aXBOPIOBa-
HicTh cTanoBUTh 0111 1:20000-50000 HOBOHAPOKEHHX,
3a3BUYall yCIaJIKOBYETHCS 338 ayTOCOMHO-JAOMIHAHTHUM
THUIIOM Ta TICHO MOB’sI3aHa 31 CTAPIINM BIiKOM OaThKa.

2. Miaruo3 T]I BCTAaHOBIIIOETHCS CHHAPOMOJIOTTIHO Ta/
a0o0 paaioNoriyHo Ta/abo BHUSBJICHHSIM I'€TEPO3UTOTHOTO

NMitepartypa:

raroreHHoro Bapianty FGFR3. TunoBuMu 03HaKaMu € Mi-
kpomedist 3 BukpuBieHuMu (I tur) ab6o npsmumu (11 Twm)
CTETHOBHMHU KiCTKaMU, BUPA)KCHA IUIATHCIIOH/IMITIS 3 Yepe-
[IOM Y BHIVISITI IMCTKA KOHIOIIWHYU 200 03 HhOTO, KOPOTKI
peOpa, By3bKa rpyaHa KIIiTKa, Makpouedatis, XapakTepHi
pucu obmu9Yst, OpaxigaKTUIIisl, TINOTOHIS, Ha UTHIIKOBI
CKJIaJIKU IIKipH Ha KiHIIBKaX, T1IOIIACTHYHI KIIyOOB1
KICTKH, He3aTBep/Iiyia T00KOBa KiCTKa, By3bKa KPHUIKOBO-
CIJIHMYHA BUPi3Ka TOIIO.

3. Judepenuiiina niaraoctuka T/l npoBoanThCs 3 He-
JnockoHanmuM octeorenezoM I tumy, cuanpomom Eica-
Ban KpeBenbia (xoHIpoekToAepMalibHA AUCIDIA31s), ac-
(bIKCHYHOIO IMCIUIA3iI0 IPYIHOT KIIITKH, CHHAPOMOM XOH-
JPOJIMCILIA3IT 3 IO TAKTUITIEF0, BAXKKOFO Tinodocdarasiero
Ta TOMO3UTOTHOO axoHAporuiasiero. [Ipornos y nitew 3 T/]
YacTilie € HeCIPUSATINBUM, BOHU MMOTPEOYIOTH TPUBAIIOT
MYJIBTHAMCIUILTIHAPHOT IHTCHCUBHOT/MAIIaTHBHOT JOIO-
MOTH.

4. ABropu CTaTTi NPEICTABMIN PiAKICHUH KITIHIYHUH
BumnaaoK T/l y MOHOXOpiallbHUX JIaMHIOTUYHUX JBIAHAT
3 JICTAJIbHUM BUXOIOM. JliarHO3 y 000X JiTei BCTAHOBJICHO
CHUHJIPOMOJIOTIYHO Ta PaJi0JIOTIYHO HA OCHOBI BUSIBIICHHS
(dbenoTHIIYHUX (ITepeBakaHHS MO3KOBOTO 4yeperna Haj
JUIHOBUM, KOPOTKI BEPXHI Ta HIKHI KiHI[IBKH, 3MiHECHA
(opma TpyIHOI KIIITHHH, 3arajie IepeHiccs) Ta peHTre-
HOJIOTIYHUX (KOPOTKi pedpa, By3bKa Irpy/iHa KIiTHHa, BiJ-
HOCHa Makpouedatis, MIKpoMeist yCiX KiHI[IBOK) O3HAK
T. I'enetrune oOcTexxeHHs Ha T/I He IpoOBEICHO.
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