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JIETAJIBHUM BUTIATOK
AXOHIIPOIIJIA3II [TAPPO
Y HOBOHAPOIIXEHOTO
XJTOITYMKA

L.B. Jlacmieka, A.I. babinyesa,
JI.B. Azagponosa, B.B. Anuyynoea

Bumuii nep>xaBHul HaBYaJIbHUN 3aKiaa YKpaiHu
«ByKoBHHCHKMI HepKaBHUN MEANYHUH yHIBEPCUTET»
(m.YepHismi, Ykpaina)

Pe3tome: Axonoponnazia — cnadxoee Mmonozenne 3aX60pI0OGANHA 3 2PYNU OCMEOXOHOPOOUCHAA3iU 3 Oepexmamu
mpybuacmux Kicmox ma axciaibHo2o cKeiemd, 018 AK020 XAPAKMEPHO aymoCOMHO-0OMIHAHMHUL TMUN YCNAOKYSAHHS
3 nognot newempanmuicmio. Ilowupenicme 0anozo 3axeoprosanns y ceimi ckaaoae 0,4:10000, a 6 esponeticvkiu no-
nyaayii — 2:10000 nogonapoodicenux. Axonoponnaziny 99% eunaoxie ooymogarena mymayicio G380R ecena FGFR3, axuil
PO3MAULO8AHUL HA KOPOMKOMY niedi yemeepmoi xpomocomu (nokyc 4pl16.3). Hatibinow uacmoio 3 mymayii € miceHc-
mymayis 6 eeni FGFR3, wo cynpo6ooicyemovcs 3aMiHOK0 2AIYuHy HA Ap2iHiH y OLIKY, AKull KOOYE peyenmop YUHHUKA
3pocmanns hibpobracmis, 8ionosioanrvHull 3a Npoighepayito Xpawie y cy2nooax 0082ux Kicmox.

Y cmammi npedcmasneno erachuil GUnadox cCnocmepedcents 3a OUMuHoI0 3 AXOHOPONLA3I€l0, AKUL 3aKIHUUBCS Te-
manoHuUM 8UX000M. XAONYUK HAPOOUBCA NepedydcHo Ha 35-My mudcHi eazimnocmi 3 macoio mina 2460 e, 008x#cuHo0
mina — 36 cm. Ipu 308niwunbomy 021201 y OumuHu usg1eHo genomuniuni o3naxu axonoponaasii llappo. Cman xnonuu-
Ka Npu HAPOOACEHHT MA 6NPOOOBIC YCbO20 AHCUMMA POYIHEHO AK MAJCKUL 3 PAXYHOK NPOAGIE CUHOPOMY NONIOP2aAHHOT
Hedocmamuocmi Ha mii 2inoniazii 1e2enie ma 2iopoyeanii 3 NOCMYN0B8OK 0eKOMNEHCAYIEN HCUMMEBO BANCIUBUX (DYHK-
yil, wo npuseeno 00 1emanbHo2o euxody y eiyi 1 micays 24 0i6. Ilpu npeHamanbHOMy CKPUHIHZY Yy Mamepi 6CMAHOBIEHO
BHUICEHI PIBHI -XOPIOHIUH020 20HA0OMPONIHY 1H0OUHU Ha 1 0-Mmy mudicni éacimuocmi ma o-gpemonpomeiny — na 17 mudicni
6azimHocmi, npu yiompaszeyKko6omy 00CAi0HNCeHH] 0ia2HOCMOBAHO MHOMCUHHI YPOOMCEHT 6a0U PO3ZBUMKY ONOPHO-PYX0801
cucmemu. Bacimua 6i0 nposedenns ineazugnozo oocmedceHus ma nepepusanis a2imuocmi na ycix emanax obcmedicen-
HS Ma KOHCYNIbMYBAHHA 8iOMo8unacs. Meduxko-eenemuune 00CAIOHCEHHA OUMUHU He NPOBEOEHO V 38'A3KY 31 3HAYHOIO
MANCKICMIO nopyuiens 3azanviozo cmany. Q02080peno HeoOXiOHicMb HAOAHHA HEOHAMANbHOI nariamuenHoi donomoau
HOBOHAPOONHCEHUM OTMAM 3 KPUMUYHUMU YPOOICEHUMU 8A0AMU PO3BUMKY.

Kniwouoei cnoea: axonoponnasin Ilappo; ypooddiceni 6adu po3sumxy; 0nopHO-pyXo6a CUCmema, naliamueia donomoza.

VYpomxkeni Baan po3ButKy (YBP) omopno-pyxoBoi
cucremu (OPC) o0’emgnaytorp Oimbime 300 eriomorivHO,
MATOTEHETUYHO Ta KITIHIYHO Pi3HUX HO30JIOTIYHUX (HOopM
ypaxeHb ckenety. Hactora YBP OPC y nomymsiii HeBe-
JIMKa, IPOTe 11i 3aXBOPIOBAHHS MOXKYTh MaTh CEpHO3HUIM
MPOTHO3 JUISl )KUTTS, 340POB'S Ta COLIAJILHOT ajanTarii.
VYce 1e BH3HAYa€ BaXKIMBICTh NPEHATAIbHOI A1arHOCTH-
KM Ta qudepeHIiaabHoi 11arHOCTHKH KOHKPETHOTO BULY
BIIP OPC [1].

AXOHJIpOTUIA3is — CIaJKOBE MOHOT€HHE 3aXBOPIOBAH-
HSl, SIKC € OCTEOXOHIPOIUCILIA3IE0 3 fehekramu TpyOuac-
THUX KICTOK Ta akcianpHoro ckenera (OMIM — 100800;
rpyna 1 3a INCGSD-2015). dns Hei xapakTepHuil ayTo-
COMHO-ZIOMIHAHTHHH THIT yCIIaJKyBaHHS 3 TIOBHOIO ITEHE-
TPAHTHICTIO. AXOH/POIUTA3is 3yCTpidaeTbes JHIIE y Te-
TEPO3UTOTHINH (POPMi, OCKIIBKM TOMO3UTOTHICTh 32 IIi€I0
o3HaKkolo JietanbHa. 3a ganumu Orphanet Report, Rare
diseases (2016), mOMUPEHICTh JaHOTO 3aXBOPIOBAHHS Y
cBiTi ckianae 0,4:10 000, a B eBporeiichbKiil mOmyIsiii —
2:10 000 HoBOHapOKEHUX [2,3].

AXOHIIpOTIIIa3id € ONHIEI0 3 HAHOUTBII YacTUX (GopM
CKEJIeTHO1 JIUCIIIa3ii, mpo sSKe BiJOMO JEKiJIbKa TUCSIY PO-
KiB mocmise. Tepmin "axoHaporuiasis” yepiie OyB BHKO-
pucranuit y 1878 p. dpanyspkum sikapem M.J. Parrot
IIPY OMHCI NALli€EHTIB 13 XapaKTePHUMHU KITIHIYHUMHU O3Ha-
KaMU: HU3BKUH PICT, BEIMKHHA Yeper, MOTWIUI 1 7100,
0 BUCTYNAIOTh, CIIUIOBUAHWI Hic, TiMoIIasis cepen-
HBOT YaCTHHH OOIMYYsI, yKOPOUCHHS KiHIIIBOK 32 PaXyHOK
CTErHOBOTO 1 IJIEYOBOTO CerMeHTiB [1].

Axonzporuiazist y 99% Bumaikis o0yMoBIIeHa MyTa-
niero G380R rena FGFR3, sikmii po3ramoBaHuii Ha Ko-
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poTKoMy Tuiedi uerBeproi Xpomocomu (1okyc 4pl6.3).
Haii6inpir gacToro 3 MyTaliif € MiCeHC-MyTalis B TeHi
FGFR3, 1o cynpoBomKy€eThCsl 3aMiHOIO TITIIKWHY Ha ap-
TiHIH y OUIKY, SIKMH KOIy€ PelenTop YMHHUKA 3POCTAHHS
(i0pobacTiB, BiANMOBITANBHUN 3a Mpoiidepainio Xpsi-
B y cynio0ax JoBrux kKictok. I'yanin y mosumii 1138
B reHi FGFR3 € ogHuM 3 HykiieoTH[IB, SKUH HaHOLIBLI
4acTo MYTYE cepell yCiX iIeHTHU(IKOBAaHUX T'eHIB ITIONIHU-
HU. MyTamis mporo HyKJICOTHIY 3YCTPIdaeThCS Maiibke
y 100% BumazaxiB axongpormasii. bimssko 80% Buman-
KiB € HacliakoM MyTarii de novo. BBaxaeThcsl, 1110 HOBI
myTauii ryaniny B 1138 nonoxenni rena FGFR3 Bin0y-
BAIOTHCSl BUKJIIOYHO y OaThbKIBCHKHMX CTAaTeBHUX KIITHHAX,
a 1X gacroTa 30UTBIIYETHCS 3 BikoM 0aThka (>35 poKiB).
BryTpimHbp0yTpoOHa 3aTPHIMKa PO3BUTKY KICTOK ILIOJA,
[0 BUKJIMKAETHCA MYTALI€l0 JaHOTO I'€Ha, NPHU3BOAUTH
JI0 3HIDKEHHS nposidepaltii Ta 3pocTaHHs XpsIoBOi TKa-
HHUHH, Mikpouedaii, BKOPOUYEHHS JOBIHX TpyOuacTux
KICTOK, 110 HAaWOUIBII BUPA)KEHE B CTETHOBOMY CETMEHTI
HIDKHIX KIHITIBOK [4-6].

ITaTorene3 axoHaporaszii  peami3yeTbcs  depes
FGFR3 tpancmemMOpaHHUI penenTop THPO3WHKIHA3H,
o 3B's3yerhest 3 FGE. 3B'i30k FGF 3 mo3aksiiTHHHONO
ninstakoro FGFR3 akTuBizye BHYTPIIIHBOKIITHHHUH 10-
MEH peLenTopa 1 3almycKae CHUTHAIBHY IIOCIHIJIOBHICTb.
[Mog's3ani 3 axonaporasiero myTamii FGFR3 — e myra-
ii mocuneHHs QYHKIIi, 0 BUKIWKAIOTH JITaH/IHEe3aJIeK-
Hy aktuBanito 0inka FGFR3. Taka mocriliHa akTHUBi3aIis
6inka FGFR3 HenpaBuiibHO raybmye npodidepariito XoH-
JPOLIUTIB B POCTOBIH IJIACTUHIII Ta IIPU3BOIUTH JIO BKOPO-
YEHHS JIOBIMX TPYO4acTHX KiCTOK, a TAKOK aHOMAJILHOTO
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(opMyBaHHS IHIINX KiCTOK. BpaxkaloTbest JuIIe KiCTKH,
10 POCTYTh 32 EHXOAPAIBHUM THIIOM: TPyOUacTi KiCTKH,
KICTKH OCHOBH 4epemna Ta iH. KicTku ckiemiHHS depena,
1110 (POPMYIOTHCS 31 CIIONYYHOT TKAaHWHH, TOCATal0Th HOP-
MaJIbHOTO PO3MIpy, 10 MPU3BOIUTH IO HEBIAMOBIAHOCTI
MPOMOPIIIA MiX TOJOBOO 1 TIiJIOM, a TAKOXK CTA€ MPHUYH-
HOIO XapakTepHoi 3Minn (Gopmu gepena. OcodnuBuii ¢e-
HOTHII BUIJISE TAKUX XBOPUX BXKE IPH HAPOIKEHHI [4-6].

Y HOBOHApOHKEHUX TPH aXOHAPOIUIasii BiAMIYaIOTH
pH30MerTiuHe BKOPOYEHHS PYK 1 HIT, MOPIBHSHO JIOBIHUH 1
BY3bKHI TylyO, KUCTI pyK y (opmi Tpu3yda, Makporieda-
JIIO 3 TINOILIA3IEI0 CEPEAHBOT TPETHHH OOINYYSI Ta YOJIOM,
1110 BUCTyMaE. JIOBKUHA TijIa y MeKax HIDKHBOI MEXi HOp-
MH a00 JeMI0 HIKYE BiJl HOPMU. 3 BIKOM PIiCT TaKUX JiTEH
MIPOTPECUBHO BiJCTAE BiJl HOPMAIBFHIX BeIW4nH [7,8].

[TocTHaTanbHUN NPOTrHO3 Y TAKUX HOBOHAPOIKEHUX Y
THepIly Yepry BU3HAYa€ThCs CTYIICHEM TiIOIUIa3il JIereHiB.
CriocTepiratoTbesi pelyIMBY 041 Ta XPOHIUHI 3anaJibHi 3a-
XBOPIOBAHHS IMXAJIBHUX IIISXIB, aITHOE 00OCTPYKTHBHOTO
xapakTepy. Y TMali€HTiB 3 aXOHIPOIUIa3i€r0 YaCTilIe CIo-
CTepIraroThCs HEBPOJIOTIUHI Ta JIETeHEeBl YCKIaJHeHHA. Y
O1ITBIIOCTI BiI3HAYAETHCS 3aTPUMKA MOTOPHOTO PO3BHUTKY,
BUKJTMKAaHA [TO€JHAHHSAM M's130BOT TIIOTOHIT 3 TiEpPyXJIU-
BICTIO CyIJIO0iB, IPUYOMY, JIKTHOBI CYIII00M OOMEXEeH1 y
pO3rHHaHHI Ta 00epTaHHI, MEXaHIYHUMH yTPYAHCHHIMHI
IIpU YTPUMAaHHI TOJIOBH JIEIIO BEJIMKUX po3MipiB. Hespo-
JIOTIYHI yCKIIaJHEHHSI BUHUKAIOTHh Y 3B'S3KY 31 CTEHO30M
BEJIMKOTO TMOTHJIMYHOTO OTBOPY Ta CIIMHAJIBHOTO KaHAIY.
MoyKIIUBI TTOpPYIICHHS CIIyXYy, Tigpouedatisi, amHoe LeH-
TPaJILHOTO TeHE3y, apanapes Ta Terparuieris. [1pu Bupa-
JKEHOMY CTEHO31 BEJIMKOTO MOTHIMYHOTO OTBOPY 31 CTHC-
HEHHSIM CTOBOYpa MO3KY MOXIIHMBI JICTAJIbHI BUMAIKH Ha
neprmomy porti xurts [1,9,10].

BukopucTaHHs Cy4acHHX alrOPUTMIB MPEHATaIbHOI
niarHoctuky n03sojsac Bussutd YBP OPC me no Ha-
POJKEHHSI JMTHHU, Ha erami i BHYTPILIHBOYTPOOHOTO
PO3BUTKY. BBaxkaeThcs, 110 NMpeHaTanbHa yiIbTPa3ByKOBa
niarnoctuka YBP OPC moknmBa He panime 22 THKHS
BariTHOCTI, TPOTE JeSAKi 3MiHM CKeJIeTa MOYKHA 3aITi103pH-
TH Ha O1TBIN paHHIX TepMmiHax [11].

XapakTepHi yJAbTPa3BYKOBI O3HAKM axOHJpOILIa-
3ii: Makpouedaiist y NnoejHaHHI 3 TiIEpPTEJIOPHU3MOM Ta
Makpo(TasbMOM; BHCOKa HXOTCHHICTh KICTOK Yeperna;
YOJIO Ta MOTHJIHUI, [IO BUCTYIAIOTh; CIIUIOBHIHE Iepe-
HicCsl, MIKPOMETisi, 3a3BUYaid, 32 PU3OMETIYHUM THIIOM;
CHUMETpPUYHE BKOPOYEHHS 3 Bi3yaJbHUM IOTOBIICHHSIM
TpyOUacTUX KICTOK; MONEPEKOBHUI JIOPJ03, PO3LIMPEHHS
JIOMOATbHOTO BTy CIIMHHOMO3KOBOI'O KaHAJY; KHCTh
y dopmi Tpuzy6a; 6paxmaaxris [12,13].

Judepenmiiiny miarHocTuKy axoHzapormiasii [lappo
HEOOXiTHO TIPOBOIUTH 3 aXOHPOTEHE30M Ta TaHATO(OP-
HOIO JHCIUIa3i€r0. BakmuBUM KpuUTEpieM ISl MiaTBEp-
JOKCHHSI aXOHIPOTCHE3y € 3HIDKCHHsS a00 BiJCYTHICTh
occudikanii KiCTOK uepena Ta TiJl XpeOlliB, a TAKOX BUpa-
JKeHa MIiKpoMenis Ta 3HaduHe OaratoBoans. TanatodopHa
JCIUTA3is, SIK 1 aXOHIPOIUIA3is, CyIPOBOIKYETHCS aHO-
MaJIbHOIO ()OPMOIO TOJOBH 3 BUCTYHAIOYHM JIOOOM, aje
3aBXK/IM XapaKTepPH3y€EThCsS PI3KMM BKOPOYEHHSM TpPYO-
Y4acTHX KICTOK 3 BUKPHBJICHHSM CTEIHOBOI KICTKH Yy BH-
sl «TeneOHHOI CIlyXaBKW» Ta PI3KO BHpPaKeHUM Oa-
raroBoaasM [9,14].

VY crarTi mpeAcTaBIeHO BIACHWH BUMIAJOK CIIOCTEpe-
JKeHHS 32 IUTHHOIO 3 aXOHAPOIUIA3i€l0, IKUH 3aKiHIUBCS
JIeTaIbHUM BUXOJIOM.

HoBonapokena mutuHa T. Bix Il Gakanol rutaHoBa-
HOT BariTHOCTI, sika nepediraia Ha T/Ii 0araToBOIIs; THIl-

HOTO OTHTY Y Marepi, IPOOIIepOBaHOTO Ha 7-My THIKHI Ba-
ritHOCTI; Il momoriB, Ha 35-My THXKHI BariTHOCTI IUIIXOM
KecapCchKOT0 PO3THHY Ha TIIi JUCTPECY IUIOJA, IO 3arpo-
JKYBaB MOT0 KUTTIO.

barbky nuTHHU y 3apeecTpoBaHoMy LUIO0I. Martepi
26 pOKiB, OCBITa CepeHs-CIIeIiajbHa, MACTEeP MAHIKIOPY.
[IkimBi 3BHYKH 3arepedye. AKyIIepchKO-TTHEKOIOT Y-
HUI aHaMHE3: MEeHCTpyarlil — 3 13 pokiB, HeperyssIpHi, 1Mo
7 nHiB; cTaTeBe XKUTTA — 3 16 pokiB. Y 17 pokiB BUABICHO
Ta MPOJIIKOBAHO KICTy sieyHMKA. JIUTHHA BIiJ| repIoi Barir-
HOCTI, sIKa Hapomuiacs y Billi Marepi 23 poku, 3710poBa.
Maru HopMasTbHOI cTarypH, 3pict 160 cm, Ha HiKipi TyiyOa
BUCHIIaHHS Y BUIJISI elleMeHTiB (hoTogepmarosy. barbkosi
34 poku, ocBiTa BuIIa, BifickkoBuit. [lamuts. OO’ €KTHBHO:
HOPMAJIBHOI cTaTypH, 3picT 175 cMm. CriaakoBicTh 110 JTiHiT
Mmarepi Ta Oarbka Ha 3axBoproBanHsi OPC He 00TsDkeHa.

Pesynpraru gociipkeHHs 610XiMIYHHX MapKepiB Bpo-
JOKEHOT Ta CIaJIKOBOI 1aToJIOr1] y CHpOBATIi KpPOBi MaTepi
Ha 10-My THXKHI BariTHOCTI CBIAYMIH PO (i3ionoriaHmi
piBeap PAPP-A — mnanenTapHoro 6imka A, acoriiioBaHo-
ro 3 BariTHiCTIO, (0,6 MOoM) Ta 3HMWKeHwi piBeHs B-XIJI —
B-xopioniynoro ronanorpomniny Jiroguau (0,4 MoM). Ha
17-My TWXXHI BariTHOCTI BCTaHOBJICHO HU3bKWIl piBEHb
A®II — a-peronporeiny (0,6874 MoM) ta XIJI — xopi-
oHiYHOTO ToHanoTporiny monuau (0,3995 MoM). Ilpn
MpoBeNeH] yapTpa3BykoBoro pocmimkeHHs (Y3I1) crany
Iona Ha 16-My TIDKHI BariTHOCTI 3amiT03peHi MHOKHHHI
YBP OPC, na 22-my TrxHi Ta 27-28 THXHSX BariTHOCTI
BCTAHOBJICHO axoHmporeHes Il Tumy, moMipHa Kapaiome-
rajis, TilIepexoreHH! BKJIIOYEHHs Yy JIBOMY LUIYHOUKY.
BariTHa Bin TpOBEICHHS IHBa3UBHOTO OOCTEXKEHHS Ta
TIepepUBaHHs BaTiTHOCTI Ha YCiX eTamax OOCTEe)KCHHS Ta
KOHCYJIBTYBAaHHS BIJMOBHJIACS.

Jutnna Hapoxmiacs mependyacHo, Ha 35-My THXKHI
BariTHocTi. Maca Tijla TUTHHU MPU HAPODKEHHI CKiajia
2460 1, noBxuHA Tida — 36 ¢cM, 00BiA rojaoBu — 37,5 cM,
00Big rpyaHOT KIIITKH — 28 cM. OIliHKa 32 MIKaJo Anrap
HAIPUKIHII TIEePIIOi XBUJIMHHU JKUTTA CKiana 4 Oamu, Ha-
MPUKIHII M'ATOI XBUIWHHU XHUTTA — 6 OamiB. [IpoBeneHo
KOMIIJIEKC peaHiMaliiHuX 3aXOMiB, Y TOMY YHCII, IITYy4Y-
Ha BeHTwsiLis stereHiB (ILIBJI) 3a momomororo macku Ta
Milka AMOy 3 IMoAaJIbIIMM ITPOBEACHHIM 1HTyOaNii Tpa-
xei, LIIBJI uepes inTyOaniitny TpyoKy.

CraH IUTWHHU TIPH HAPOUKEHHI, TOCTYIUICHHI/BHXO-
JOKyBaHHI y BiIIUJICHHI IHTEHCHBHOI Tepamii HOBOHapoO-
JUKEHUX TIOJIOTOBOTO OyAMHKY PO3LIHEHO SIK TSHKKUH 3a
pPaxyHOK MpOSIBIB OCHOBHOTO 3aXBOPIOBaHHS (MHOXHHHI
VYBP: axonaporuasis, 30BHIIIHS rigpouedartis, rinomiasis
JIETEHIB) 3 PO3BUTKOM CHHJIPOMY IOJIOpPraHHOI HeaoCTar-
HOCTI 3 Ypa)KCHHSIM JINXaJIbHOI CHCTEMH (ANXaJbHA HEIO-
ctarHicTh Il cTymeHs TsHKKOCTI Ha T91 BPOPKEHO] TiMoruia-
3ii JIereHiB), HEPBOBOI CHCTEMH (CHHIPOMH MPUTHIUCHHS
Ta BEreTo-BiCUEPAJIbHUX pO3NaAiB Ha (HOHI 30BHIMIHBOT
rigponedantii), 3SHUKEHOI TOIEPAHTHOCTI 10 TXKi.

DEeHOTHIT TUTHHM: TIOPYIICHHS TPOTOPIIN Tijla; Y00
BHUITHAE, MO3KOBA YacTHHA dYeperna 301IbIIeHa, TTIOTHINIHI
Ta TIM'sTHI TOpOM BUIMMHAIOTH; 041 ITUPOKO PO3CTABIICHI, TIIH-
00KO B OpOiTax, eImKaHT; HiC MIACKUH, IEPEHICCs CiUIONOo-
JIiOHE, 3 IIMPOKOIO BEPXHBOIO YACTHHOIO; IIPOTHATIST; BUCOKE
T11HEO1HHS, SI3UK IMPOKUIT KOPOTKHMIA; BEpXHI Ta HIKHI KiH-
IiIBKM PIBHOMIPHO BKOPOYEHI 32 PaxyHOK IPOKCHMAaJIbHHX
CETMEHTIB (CTETOH 1 TuIeyeil); BepXHi KIHIIIBKH — JI0 ITyIIKa;
CTOIIM IIIMPOKi Ta KOPOTKi; TOJOHI IHPOKi, ¥ POpMi TpU3y-
0a, 11-V masIi KOpoTKi, Cepe/THiii mayierp i Mi3HHEIb ITPakK-
THYHO OJHAKOBOI JOBKMHU, MK HMMHM 3Ha4Ha BijCTaHb, |
TaJielb OBIIMH 32 1HII; Ha KIHI[IBKax KUPOBI MOIYILIKH Ta
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Tpy[IHA KJTTKa AEII0 aCHMETPHYHA; KPUITOPXi3M (puc. 1-3).

o |

Ilin Yac BUXO/KYBaHHS y BIAMUICHHI IHTCHCHBHOL
Teparii HOBOHAPO/DKEHUX ITOJIOTOBOIO OYIMHKY JIMTHHI
HaJlaHA KBaJiQikarmiifHa JomoMora 3 JTOTPHUMAaHHSIM YCiX
BUMOI HaJaHH] HEOHATOJOIIYHOI JOIOMOI'M HOBOHA-
POKEHUM JITAM 3TiHO Mif0YNX MIKHAPOIHWX, HAIliO-
HAJIHUX Ta JIOKAJIBHUX KJIIHIYHUX MPOTOKOMIB. JluTHHA
BUXOJDKYBAJIacsl B yMOBaX BiJKPHUTOI peaHiMaliiHOI cuc-
TEMHU, MPOBOJMIACS IHBa3WBHA TPUTCPHA BCHTWISALIMHA
MiATpUMKa, KOMIUIEKCHa iH(Y3iliHa Tepariisi Ta napeH-
TepaimbHE >KUBJIICHHS, AHTHOIOTHKOTpAIis, MiHIMaIbHE
TpohigHe KUBICHHS 3I[I/DKCHUM TPYIHIM MOJOKOM. J[o
BUXO/KYBaHHSI JMTHHHU TOCTIHO 3aiydanacs maru. Ha
10-Ty 100y XUTTSA OUTHHA TPAHCIIOPTOBaHA Ta TOCIITA-
Ji30BaHa y BiJUIJICHHS peaHimallii Ta iIHTeHCHBHOI Tepartii
HOBOHAPOIKCHHUX NUTSIYOI KIIHIYHOI JiKapHi, I MPOIO0-
BKEHO aJIeKBaTHE JIIKYBaHHS Ta MPOBEACHO JOIAaTKOBE
00CTe)KeHHS Ta KOHCYIBTYBaHHS mamieHTa. CTaH IUTHHH
3a BeCh MepioJ] BUXOKYBAaHHS y peaHiMaliiHoOMy Bifi-
JICHHI 3aJIMIIIABCS BAXKKHM 3 MOCTYIIOBOIO JCKOMIICHCAITI-
€10 )KUTTEBO BXIMBUX (DYHKIIIH, HE3BAXKAIOUU HA MTPOBE-
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JIcHe KOMIUTCKCHE JTiKyBaHHs. Y Bili 1 micsis Ta 24 1i6
KOHCTaTOBAHO CMEPTh AUTHHU. 32 HANOJISATAaHHSIM OaThKiB
[aTOJIOrOAHATOMIYHHI PO3TUH AUTHHH HE IIPOBOJHBCSL.

VY BijiIeHHAX IHTEHCUBHOT Tepartii HOBOHAPOPKEHUX
TMIOJIOTOBOTO Oy/AIMHKY Ta JUTSIYOT JIiIKapHI MPOBEACHO I10-
BHUI KIJIIHIKO-Ta00paTOpHU MOHITOPUHT (3arajbHi aHa-
JI3W KPOBI Ta cedi, po3ropHyTi 0i0XiMi4HI aHAJI3M KPOB1
Ta cedi, OakTepiadbHiI 3aCiBH OIONOTIYHUX CEPEIOBHII
MIpH MOCTYIUICHHI Ta y TUHAMIII), IHCTPyMEHTAIbHI 00-
crexxeHHst (exokapaiorpadis, Y3/ BHyTpilIHIX OpraHiB
Ta TOJIOBHOTO MO3KY, PEHTreHorpadisi, elexkTpokap/io-
rpadist), omIs By3bKUMH ClieliagicTaMu (JiKapeM-reHe-
THUKOM, HEBPOJIOTOM, HEHpOXipyprom, ITyJIbMOHOJIOTOM,
OKYITICTOM).

Pesynsratn pentrenorpadii ckemery: IECIIPOMOPIIis
MIK MO3KOBOIO Ta JINIIEBOIO YACTUHOIO Yepera, 3BYKCHHS
MOTHJIMYHOTO OTBOPY; BKOPOUYEHHSI Ta MOTOBIIEHHS METa-
(i3iB TOBruX TpyO4acTHX KiCTOK, PO3TOPHYTI KpUiIa Kiry-
0OBOi KICTKH, CIUIONICHHS BEPTIIOKHOI 3arajJnHM; CKO-
703 TPYIHOTO Bimmimy XpeOTa; 3BY)KEHHSI BIICTaHI MiX
KOPiHHAMH JY>KOK TTOTIEPEKOBUX XPeOIiB, IO 3pOCTA€E y
KayJaJbHOMY HampsMKy. 3MiH ocuikamii yepena Ta Tin
XpeOIiB HEe BUSIBICHO.

Ha omsi1oBiii peHTreHorpami opratis IpyJHOI KIITKH
y IpsMiii Ipoekmii BUSABICHO 00’ €MHE 3MEHIICHHST 000X
JIeTeHb, OCHJICHHS JISTCHEBOTO MAIFOHKY 3 MHO)KHHHUMH
BOTHHIIEBUMH TiHAMH (KiCTH) B 000X JIETEHEBHX TIOJISX,
BiZICYTHICTB qudepeHIianii Kymnony aiagparmu, 3MirieH-
H BJIIBO CEPEOCTIHHS Ta TiHi cepus. [Ipu peHTrenomnoriv-
HOMY OIVISIJIi OpTaHiB YepeBHOT IIOPOKHUHH BCTAHOBJIEHO
30UTBIICHHS TiHI MMEYiHKU. 3aKIFOYCHHS: aXOHAPOILIasis,
nedopMaltis TPYIHOI KITITKH, TIIOTIIa3is JIereHiB.

Pesynsratn exokapmiorpadii: BiKpUTHII OBaIbHUI
OTBIp, TINEPEXOTeHH] BKIJIIOUSHHSI HA TAMUIIPHOMY M 5131
JIBOTO ILTYHOYKA; HeHpocoHOrpadii: 03HaAKH BPOMIIKEHOT
3Mimanoi rigporedarnii, Audy3HOro MOCUJICHHS MIUTb-
HOCTI MapeHXiMH TOJIOBHOTO MO3KY.

JutrHa oOcTekeHa XipyproM (IaHHUX 3a TOCTPY Xipyp-
TiYHY TaTOJIOTIIO HE BUSBICHO), HEBPOJIOTOM (MHOXKHHHI
VYBP: ypomxkena Baja pO3BUTKY LEHTPaJIbHOI HEPBOBOL
CHCTEMHU: Tijiporedaltis; axoHIporuiasis; acgikcis npu Ha-
POKEHHI; TIIIOKCUYHO-IIIIEMIYHE YIITKO/DKECHHS [ICHTPAIb-
HOI HEPBOBOI CHCTEMH, TOCTPUH TEpioj, CHHIPOM Bere-
TO-BiCIIEpATBHUX PO3JAiB); HEUPOXipyproM (MHOKHHHI
YBP: 30BHimHS Tigpouedatis; Timomasis JIETeHiB; axoH-
JIporeHe3), OKyIIicTOM (BUANMOT ATOJOTIT He BUSIBIICHO).

JluTHa KOHCYJIBTOBaHA JIIKAPEM-TCHETHKOM, SIKMM 3a-
mino3peHo axouaporuasito [lappo, mo HeoOxiaHO audepeH-
IIIOBATH 3 TAHATO(OPHOIO JTUCIIIIA3IEI0 Ta aXOH IPOTCHE30M.

MonekynspHO-TeHEeTHYHE OOCTEKEHHS Ul BHSB-
neras myTamii G380R rena FGFR3 ne mpoBoamnocs y
3B'A3Ky 3 KPUTHYHHM CTAaHOM IUTHHU Ta BiJICYTHICTIO
MOXKJIMBOCTI TPaHCIOPTYBaHHSI JI0 HAIIOHAJIBHUX MeEJH-
KO-TeHETHYHHUX IIEHTPIB.

BpaxoBytoun pesyibTaTé KIiHIYHOTO Ta j1abopaTop-
HO-IHCTPYMEHTAIbHOTO 00CTe)XeHHS (IIPU BiACYTHOCTI
MOXKJIMBOCTI  IPOBECHHS  MOJICKY/ISPHO-TEHETHYHOTO
00CTCIKCHHS) TUTHHI BCTAHOBJIICHO OCHOBHHI KJIIHIYHUIA
JIIarHO3: aHTCHATAJIbHE YPaKCHHS TU10/1a: MHOKUHHI Y BP
(axonaporuiazis [lappo, rigpouedanis, rinoriasis Jere-
HIB Ta TPYAHOI KIIITKM); YCKJIQJIHEHHSI OCHOBHOTO JiarHO-
3y: CHHAPOM TIONIIOPTaHHOI HEMOCTATHOCTI 3 YPaXCHHAM
JUXAIBbHOI cHcTeMU (nuxanbHa HempocTatHICTh 111 cryme-
HST), CEPIIEBO-CYANHHOI CHCTEMH (CEpIIeBO-CYTUHHA HEIO0-
CTaTHICTh), HEPBOBOI CUCTEMH (CHHAPOM TPHUTHIYCHHS),
CCUOBHILIBHOT CUCTEMH (CHHAPOM OJIITOaHYPii), IITYHKO-
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BO-KHIIIKOBOTO TPAKTy (3HIPKEHA TOJEPAHTHICTH 10 TXKi),
CHCTEMH KpOBi (TeMOpariqyHuii Ta aHEMIYHIH CHHAPOMH);
CYITyTHIH JiarHO3: HEJOHOMICHICTh 35 THKHIB, TIOCTKOH-
HenTyaabHUH BiK 42-43 THKHS.

[Tpu 0OroBOpeHHI MpPEACTaBICHOrO KJIIHIYHOTO BH-
najgKy HeoOXiJHO aKIEHTYyBaTH yBary Ha MeEIUKO-€THY-
HUX ITpo0JiemMax, siki CyIpOBO/KYBaJIN BEACHHS BariTHOC-
Ti, HAPOKEHHSI T4 BUXO/PKYBAaHHS JUTHHHU 3 KPUTHYHO
TSOKKOIO (pOPMOIO TEHETHYHOTO 3axBOproBaHH:. JlaHmit
MAIleHT BIJMIICHHS IHTCHCHBHOI Tepariii HOBOHAPOKE-
HUX Ta Horo cim'st morpedyBaja MPOBEACHHS CKJIAJHOTO
KOMIIJIEKCY HeoHarasibHOI namiatueHoi gonomoru (IT]T),
sKa TPYHTY€ThCs Ha 3acajax repiarpuynoi [1/1, ane mae
BKJIIOYATH B ceOe 1 mepruHaTalbHy CKJIAIOBY. Y BHIIAIKaxX
BCTAHOBJICHHSI y IIOZA [iarHo3y, IIPpU SKOMY HapO/KEHa
JTUTHHA Oy/e HEOXKUTTE3AATHO ab0 Oyae MaTH 3HaYHI 10~
PYILEHHS XXUTTEBOBXKIMBUX (YHKIIH, CIIiJI pO3MIOYNHATH
MICUXOJIOTIYHY POOOTY 3 KIHKOK/OaTbkaMu Ta iX pOIUH-
HHUM CEPEIOBHIIEM, Y TOMY YHCIIi, IOBOJUTH IH(POPMAIIi0
PO MOXKIIHBICTh oTpuMaHHA AuTHHOIO I1J[. OcobmuBoi
TICHIXOJIOTIYHOI Ta COIiajbHOI MIATPUMKH Taki ciM'i 1mo-
TpeOyIOTh TMiJ Yac TOJIOTiB, KOJH DPEKOMCHIOBAHUM €

JlitepaTypa

MIPUCYTHICTH Ta CHIBIIPALS 3 ICHXOJIOroM ab0 MEANYHUM
MIEPCOHAJIOM, SIKUI MPOWIIIOB HaBYAHHS 3 MCHXOJIOTIYHOT
MATPUMKHN Takux pomwH. Hananrns I1]] 6e3mocepennbo
HOBOHAPODKCHIM TUTHHI Mae OyTH OOTOBOPEHO IIE [0
HApO/DKEHHSI 3 3aJyYeHHSIM MYJIBTHIUCUHUILTIHAPHOI KO-
MaHIM (axiBIiB 32 y4acTio MailOyTHIX OaTbKiB 3 BU3HA-
yeHHAM Micis KiHns xutts (end of life) muruau. [11 y
MOCTHATAJIFHOMY TEpiofi CHpsiMOBaHA Ha 3a0e3MeUeHHS
JOIIISY 3a IIKIPOTO, TOAYBAaHHSI, MiITPUMKY TEMIIEpaTyp-
HOTO PEXHUMY, TOJICTIICHHsI 0010, ToIo. HeoOXiaHuM €
MICUXOJIOTIYHA MiATPUMKa OAThKIB ITiJi Yac MPOBCACHHS
[1J1 Ta micist cMepTi JUTHHM, CHPUSIHHS KOHTAKTIB CIMeH 3
IHIIMMU OaThKaMH, SKi BTPATIIIN CBOIX MaroKiB [15,16].
Buine naBeneHe 3yMOBIIO€ HEOOXIJHICTh BIPOBAKECHHS
B TIPaKTHKY YKPAlHCHKHX BiJIiJICHh IHTCHCUBHOI Teparrii
HOBOHAPOPKEHUX MIKHAPOAHUX MpoToKoiiB 3 [1/] Ta mpo-
BEJICHHS CIIeliaJbHOI IirOTOBKM MDKIHCIUITTIHAPHOT
KoMaHau (axiBLiB (IICHXOJIOriB, HEOHATOJOTIB, HEOHA-
TAIBHUX MEIMYHUX CECTep), 0 HaJaCTh 3MOTY 3MEHIIH-
TH CTPa)KAAaHHS HOBOHAPOKEHUX TITEH 3 KPUTHIHUMHU
BaJaMH PO3BUTKY, MOJETIIUTH BIIIyTTS «O0I0» y 06aTh-
KiB/CIM', BMEHIINTH EKOHOMIYHI BUTPATH JACPIKABH.
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Summary. Achondroplasia is an



HEOHATOJOTIA, XIPYPTIA TA NEPUHATANIbHA MEOULUUHA
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE

ISSN 2226-1230 (Print) ISSN 2413-4260 (Online)

T. VIII, Ne 4(30), 2018
Vol. VIII, Ne 4(30), 2018

Key title: Neonatologiéa, hirurgia ta perinatal’'na medicina (Online)
Abbreviated key title: Neonatol. hir. perinat. med. (Online)

reHHOe 3a00JIeBaHUe U3 IPYIIIBI OCTEOXOHIPOAHCILIA3U I
¢ nedexkramMu TpyOIaCThIX KOCTEH M aKCHAIBHOTO CKelie-
Ta, I KOTOPOTo XapaKTepHO ayTOCOMHO-IOMUHAHTHBIN
THI HAacleJOBaHUS C TOJHOH MNEeHeTpaHTHOCThIO. Pa-
CIPOCTPaHEHHE TaHHOTO 3a00JeBaHUs B MHUpPE COCTaB-
nser 0,4:10000, a B eBponeiickoil momynsuuu — 2:10000
HOBOPOXIEHHBIX. AXoHIpormnazus B 99% ciyuas o0yc-
nosnena mytanueid G380R rena FGFR3, koropsrit pac-
MOJIOKEH Ha KOPOTKOM IJIe4e YEPTBEPTOH XPOMOCOMBI
(mokyc 4p16.3). HamubGomnee wacToit myTamueil sBIsET-
cst mucenc-myrtanua B rene FGFR3, uto compoBoxna-
eTcsl 3aMEHOU TJIMIMHA HAa apruHUH B O€NKe, KOTOPBIH
KonupyeT perentop (akropa pocra ¢GuOpoOIACTOB,
OTBETCTBEHHOTO 3a mpoiaudepanuio xpsma B cycTaBax
JIMHHBIX TPyO4acThIX KOCTEH.

B craree mpencraBieH COOCTBEHHBIM claydyald Ha-
OnrojieHUsT 32 PeOCHKOM C axOHJpOIMJa3uei, KOTOPBIH
3aKOHYMWJICS JIETAJIBHBIM HMCX0JOM. MalbuuK pOJUICS
MpeXIeBPEeMEHHO Ha 35-0i Heaene TecTaluu ¢ MacCou
tena 2460 1, nnuHo# Tena — 36 cMm. [Ipu BHEemHEM ocMo-
Tpe y peOeHKa omnpejeaeHbl (EeHOTUIINYECKHUE MpPHU3Ha-
ku axoHaporuazuu Ilappo. CocTossHMe Malnpuuka TpH
POXKACHUM M HAa NMPOTSHKEHHWM BCell JKM3HHU pacleHHUBa-
JIOCh KaK TSIKEJIO0€ 3a CYET MPOSBICHUS CUHIPOMA MOJIH-
OpraHHO# HEJIO0CTaTOYHOCTH Ha (OHE TUIOIUIA3UHU Jer-
KHX M THApolnedatiu ¢ MOCTENEeHHON JeKOMIEH cauel
KU3HEHO BXHUX (PYHKIMH, 4TO MPUBEJIO K JETAIBHOMY
ucxony B Boszmacte 1 mecsma 24 nueit. [lpu mpenarans-
HOM CKPHHHHTE Yy MaTepH YCTAaHOBIEHBI CHHKCHHBIC
YPOBHU [-XOPHOHHYECKOTO T'OHAJAOTPONHHA YeJIOBEKa
Ha 10-oif Hemene OepeMEHHOCTH U O-(ETONMPOTEHHA —
Ha 17-0if Henene OEPEMEHHOCTH; MPHU YIbTPa3BYKOBOM
UCClIeJOBAHUH JMAarHOCTUPOBAHBI MHOXXECTBEHHBIC I10-
POKM pa3BUTHS ONMOPHO-ABUTATENbHON cHcTeMbl. bepe-
MEHHas OT MPOBEJCHUS HMHBA3UBHOTO HCCIENOBAHUSA H
npepsiBaHus OCEPEeMEHHOCTH Ha BCEX dTamax obclienoBa-
HUSl U KOHCYJBTHPOBAHUS OTKa3alach. MeJHKO-TeHEeTH-
yeckoe oOcliejoBaHHe peOCHKa HE MPOBEICHO B CBS3M
CO 3HAYUTENIbHBIM HapylIeHueM o0mero coctosinusg. O0-
CyXKJeHa HeOOXOIMMOCTh OKa3aHUs HEOHATaJIbHON Tal-
JUATUBHOM TMOMOIIM HOBOPOKACHHBIM IETSIM C KPUTH-
YECKUMHU BPOXKJIECHHBIMU MOPOKAMH Pa3BUTHUA.

KawueBbie cjoBa; axomapomnasus Ilappo;
BPOXKACHHBIE MOPOKHM Pa3BUTHUS; ONOPHO-ABUTAaTEIbHAsS
crucTeMa; majyIMaTUBHAS TOMOIIb.

monogenic disease from the group of osteochondroplasia
with defects of tubular bones and axial skeleton
characterized by autosomal-dominant type of heredity
with complete penetrance. Occurrence of the disease
in the world is 0,4:10000, and in European population
— 2:10000 of neonates. In 99% cases achondroplasia is
caused by mutations of G380R gene FGFR3, located on
a short arm of the fourth chromosome (locus 4p16.3).
Missense mutations in FGFR3 gene are the most frequent
associated with changes of glycine into arginine in the
protein coding the receptor of fibroblast growth factor
responsible for proliferation of cartilages in joints of the
long bones.

The article presents the original case of observation
of a child with achondroplasia with lethal outcome. The
boy was born preterm on the 35th week of pregnancy
with 2460 g of body weight, and body length was 36
cm. Physical examination determined the phenotypic
signs of Parrot achondroplasia. The boy’s condition
at birth and during his life was assessed as severe due
to manifestation of multiple organ failure syndrome
against the ground of lung hypoplasia and hydrocephaly
with gradual decompensation of vital functions resulting
in lethal outcome at the age of 1 month and 24 days.
Prenatal screening determined maternal decreased
levels of B-chorial human gonadotropin on the 10th
week of gestation and a-fetoprotein — on the 17th week
of gestation; ultrasound examination diagnosed multiple
developmental defects of the muscular-skeletal system.
The woman refused from invasive examination and
interruption of pregnancy at all the stages of examination
and consulting. Medical-genetic examination of the
child was not performed due to considerable severity
of disorders of his general condition. The necessity to
give neonatal palliative care to neonates with critical
congenital developmental defects has been discussed.

Key words: Parrot Achondroplasia; Congenital
Developmental Defects; Muscular-Skeletal System;
Palliative Care.
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