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Pe3tome: Axonoponnazis — cnadkose MoHO2eHHE 3AX60PIOGAHHA 3 2PYNU OCMEOXOHOPOOUCHIA3il 3 Oeexmamu
mpybuacmux Kicmox ma axciaibho2o ckeiemad, 01a AK020 XAPAKMepHOo aymoCOMHO-0OMIHAHMHUL TMUN YCNAaoKy8aHHs
3 nognow newempanmuicmio. Ilowupenicmo danozo 3axeoposanns y ceimi ckaadae 0,4:10000, a 6 esponeiicvkiti no-
nyaayii — 2:10000 nosonapooicenux. Axonoponaaszisy 99% eunaokie obymoseaena mymayicio G380R cena FGFR3, axuil
PO3MAULOBAHUTI HA KOPOMKOMY niedi uemeepmoi xpomocomu (nokyc 4pl16.3). Hatibinbw wacmoro 3 mymayitl € miceHc-
mymayisn 6 ceni FGFR3, wo cynpogooicyemovcs 3amMinow 2AiyuHy Ha apeinin y OLIKY, AKUll KOOYE peyenmop YuHHUKA
spocmanns iopobracmis, 8ionosioanvHull 3a nporighepayiro Xpawie y cyenodax 0062ux Kicmox.

Y ecmammi npedcmasneno eunadok cnocmepedcentsa 3a OUMUHOIO 3 AXOHOPONAA3IcIO, AKUL 3aKITHUUBCA 1M ATbHUM
6uUx000M. Xnonuuk Hapoousecs nepeouacro Ha 35-my mudichi eacimuocmi 3 macolo mina 2460 e, 0osacunoio mina — 36
cem. Tlpu 308HIwWKHbOMY 027301 Y OUMuUHU BUsBIeH0 henomuniuni o3Haku axonoponaazii Ilappo. Cman xnonuuka npu
HAPOOIHCEHHT MA NPOOOBIHC YCbO20 HCUMMA POSYIHEHO AK MANCKUL 3d PAXYHOK NPOAGI8 CUHOPOMY NONIOP2AHHOI Hedo-
cmamuocmi Ha mii einoniazii nezenie ma 2iopoyedanii 3 nOCmMyno6ow 0eKOMNEHCAYIE HCUMMEBO BANCIUBUX YHKYIIL,
Wo npuszeeno 00 1emanbHo2o euxody y eiyi 1 micays 24 0i6. Ilpu npenamanvHomy CKpuninzy y mamepi 6Cmano81eHo
BHUJICEHT piHi [-XOpioHIUH020 20Ha0OmMpOniny n0ounu Ha 10-my muocHi eazimnocmi ma o-gpemonpomeiny — na 17
MUdICHT 6A2IMHOCMI; NPU YIbMPA3EYKOBOMY O0CAIONHCEHHT 01a2HOCMOBAHO MHOJICUHHI YPOOICEH] 60U PO3GUMKY ONOPHO-
pyxo6oi cucmemu. Bazimua 6i0 npogedenHs iH8A3UBHO20 0OCMENCEHHs MA NepepuBanHs 6A2iMHOCMI HA YCIX emanax
obcmedicenHss ma KOHCYIbmyeanHs giomosunacs. Meouko-eenemuune 00CniodceHHs OUMUHY He NPOGEOeHO ) 368'A3KY 3i
BHAYHOI MAICKICMIO NOpYUeHb 3aeaibH020 cmany. O62060peHo HeoOXIOHICMb HAOAHHSA HeOHAMAIbHOI naiiamusHoi
00NOMO2U HOBOHAPOOICEHUM OIMAM 3 KPUMUYHUMU YPOOICEHUMU 8A0AMU PO3GUMKY.

Knrwuoei cnosa: axonoponnasia Iappo,; ypoodiceni 6adu po3eumxy; 0onopHo-pyxo6a CUcmema,; naiiamuena 00nomozd.

Ypomxeni Bagum po3BuTKy (YBP) omopHO-pyxoBoi
cuctemu (OPC) o6’eqnyrorh Oinbmie 300 eTionorigHo,
MAaTOreHETUYHO Ta KJIIHIYHO PI3HUX HO30JIOTTYHHX (HOpM
ypaxeHnb ckenery. Yactora YBP OPC y nomysisiiiii HeBe-
JIMKa, IIPOTE IIi 3aXBOPIOBAHHS MOXKYTh MaTH CEpHO3HUH
MPOTHO3 UISl XKUTTA, 37I0POB'S Ta COLIAJIbHOI a/amnTariii.
VYce 1e BH3HAYa€ BAKIUBICTh MPEHATAIbHOI MiarHOCTH-
KU Ta JudepeHLiaabHoi JIarHOCTHKN KOHKPETHOTO BUILY
BITP OPC [1].

AxoHzapoIuIazist — craJkoBe MOHOTCHHE 3aXBOPIOBAH-
HSI, SIKE € OCTEOXOHIPOIUCILIA3IEIO 3 JepekTaMu TpyOdac-
THUX KICTOK Ta akciampHOro ckenery (OMIM — 100800;
rpyma 1 3a INCGSD-2015). [ns Hei xapakTepHHU# ayTo-
COMHO-JJOMIHAaHTHHUH THIl yCHaKyBaHHs 3 IIOBHOIO TEHE-
TPAHTHICTIO. AXOHAPOIUIA3isl 3yCTPIiYaeThCs JIMIIE Y Te-
TEpO3UTroTHIM (PopMi, OCKUTBKM FOMO3UTOTHICTH 3@ LIEO
03HaKolo JietanbHa. 3a manumu Orphanet Report, Rare
diseases (2016), momupeHiCTh JaHOTO 3aXBOPIOBAHHS y
cBiTi ckaanae 0,4:10 000, a B €BpOMENUCHKIN MOMYIAIIT —
2:10 000 HoBOHapoKeHux [2,3].

AXOHIIPOIUIA3is € ONHIEK 3 HAHOUIBII YacTUX (Gopm
CKEJIeTHOI INCIIIa3ii, Ipo sIKe BiZIOMO JEKiJIbKa THCSIY PO-
KiB rocmine. Tepmin "axoHaporuiasis" yepiie OyB BUKO-
pucranuit y 1878 p. ¢panmy3skum mikapem M.J. Parrot
TIPH OTIMCI TAII€HTIB 13 XapaKTepHUMH KJIIHIYHUMH O3Ha-
KaMW: HU3BKUH DPICT, BETUKUN deper, MOTWIHIS 1 J100,
[0 BUCTYMAaKOTh, CIIUIOBHIHUI HIC, TiNOIUIA3is cepen-
HBOT YaCTHHHU O0JINYYsl, YKOPOUEHHSI KiHIIIBOK 33 PaXyHOK
CTETHOBOTO 1 TNIEYOBOTO CerMeHTiB [1].

Axonaporutazist y 99% Bunazakis oOyMoBiIeHa MyTa-

miero G380R rema FGFR3, axwii po3ramoBaHUil Ha KO-
pPOTKOMY TUIedi 4eTBepToi Xpomocomu (JIokyc 4pl16.3).
Haii6inpin yacToro 3 MyTaliil € MiCeHC-MyTallis B IeHi
FGFR3, 1o cynpoBo/pKy€eThCsl 3aMIHOIO DIIILMHY Ha ap-
TiHIH y OUIKY, SIKHI KOJy€ pelenTop YNHHUKA 3POCTAHHS
(hibpoOmacTiB, BiAMOBiNANEHUI 3a Tporidepariito Xps-
miB y cymto0ax MoBrux KicTok. I'yaHiH y mosmmii 1138
B redHi FGFR3 € omuuM 3 HyKI€OTHIIB, KU HAWO1IBII
9acTO MYTYE Cepell YCiX 1IeHTHU(IKOBAaHUX TCHIB JIIOIHU-
HU. MyTalist bOro HyKIJICOTHIY 3yCTPIYaeThCsi Maiike
y 100% BumankiB axoHaporuiasii. biamssko 80% Bumam-
KiB € HacIigKoM MyTarii de novo. BBaxkaeThcsi, 110 HOBI
myTarii ryaniny B 1138 monoxenni rera FGFR3 BinOy-
BAIOTHCS BUKIIIOUYHO y OAaThKIBCHKUX CTAaT€BUX KIITHHAX,
a iX yacrora 30UIBIIYETHCS 3 BikoM 0aTbka (>35 pokiB).
BHyTpimHb0yTpOOHA 3aTpUMKa PO3BUTKY KICTOK IO/,
10 BHUKIIMKAETHCS MYTALI€IO JITAHOTO TEHY, NPH3BOIUTH
IO 3HIDKCHHS TIpoltidepallii Ta 3poCTaHHS XPAIIOBOI TKa-
HUHH, Mikpouedamii, BKOPOUEHHS IOBTUX TpPyOUacTux
KICTOK, 1[0 HAHOIIBII BUPAKEHE B CTETHOBOMY CETMEHTI
HIDKHIX KIHIIBOK [4-6].
[Tarorenesaxonaporuiasiipeanizyerbesiuepes FGFR3 -
TpaHCMeMOpaHHHI PELenTOp THPO3UHKIHA3H, 1110 3B'sA3Y€-
Thcs 3 FGF. 38130k FGF 3 mo3axiiiTHHHOIO IIISHKOIO
FGFR3 axtuBizye BHYTPIIIHBOKIITHHHAN TOMEH peIeri-
TOpa 1 3amycKae CUTHAIbHY TMOCTiAOBHiCTh. IloB's3aHi
3 axonzporiasiero myranii FGFR3 — 1e myrariii nocu-
JeHHs QyHKIIT, 0 BUKJIUKAIOTH JIITaH/IHE3aIeKHY aKTH-
Banito Oinka FGFR3. Taka mocriiina aktuBizalis OiIka
FGFR3 HenpaBmibHO TambMye Tpoliepallito XOHAPO-
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IIUTIB B POCTOBIM IIACTHHII Ta MPU3BOAUTH JO BKOPO-
YEHHS IOBTMX TPYOUACTHX KiCTOK, a TAKO)K aHOMAJIEHOTO
(dopMyBaHHS IHIMNX KiCTOK. BpaxaroTbcs nmine KiCTKH,
0 POCTYTh 338 CHXOAPAIbHUM THIIOM: TPyOUacTi KiCTKH,
KICTKM OCHOBHM ueperna Ta iH. KicTku ckieniHHs yepena,
1110 (OPMYIOTECS 31 CIIOJYYHOT TKAaHWHH, IOCATal0Th HOP-
MaJIBHOTO PO3MIipy, IO MPU3BOTUTH O HEBIAIOBITHOCTI
MPOTIOPIIA MiX TOJOBOIO 1 TiJIOM, a TAKOXK CTA€ TPHYIH-
HOIO XapakTepHoi 3MiHu Gopmu depena. OcobmuBuii ¢e-
HOTHII BUJIJISE TAKAX XBOPUX BIKE MMPH HAPODKEHHI [4-6].

VY HOBOHapOMKEHHX IIPHU axXOHIPOIUIazii BiMIYalOTh
pH30MerTiuHe BKOPOYEHHS PYK 1 HIT, MOPIBHSHO JIOBIUH 1
BY3bKHI TyIyO, KHCTI pyK y ¢opmi Tpuzyda, Makporieda-
JIFO 3 TIMOIIIA3i€l0 CepeHbOT TPETHHHU OONMUTHUS Ta YOJIOM,
10 BUCTyMae. JIOBKIHA Tijla y MeKaX HIDKHBOI MeKi HOp-
MU a0 JICIIO HIDKYE Bil HOPMHU. 3 BIKOM PICT TaKHX JiTei
MPOTPECUBHO BIJICTAE Bl HOPMAJIBHUX BEJINYWH [7,8].

[TocTHaTambHUI IPOTHO3 Y TAKUX HOBOHAPO/DKEHHX Y
TIepIly Yepry BU3HAYA€ThCS CTYIICHEM TiIOIUIa3il JIETeHiB.
CriocTepiraroThCsl peUANBYIOYi Ta XPOHIYHI 3aIajibHi 3a-
XBOPIOBAaHHSA INXAJIBHUX LIISXIB, AITHOE 0OCTPYKTHBHOTO
Xapakrepy. Y MNalli€HTiB 3 aXOHAPOIUIA3IEI0 YacTille CIo-
CTEpIratoThCsl HEBPOJIOTIUHI Ta JICTCHEB1 YCKIaIHCHHS. Y
O1IIBILIOCTI BiI3HAYAETHCS 3aTPUMKA MOTOPHOTO PO3BHUTKY,
BUKJIMKaHA MTO€THAHHSAM M'SI30BO1 T1MOTOHIT 3 TiNeppyXJTH-
BICTIO CYITIO0iB, IPUIOMY, JIIKTHOBI CYIIIOOHN 0OMEXKEHi y
pO3THMHaHHI Ta 00epTaHHI, MEXaHIYHUMHU yTPYIHCHHIMHU
NIPY YTPUMAaHHI TOJIOBH JIEII0 BEIUKUX po3mipiB. Hespo-
JIOTIYHI YCKJIAJHCHHsI BUHUKAIOTh Y 3B'SI3KY 31 CTCHO30M
BEJIMKOTO TTOTWJIMYHOTO OTBOPY Ta CIIMHAJIBHOTO KaHAIY.
MoyKIIUBI TTOPYIICHHS CITyXy, Tifpouedatis, amHoe IIeH-
TPaJIBHOTO TeHE3Y, Iapamnapes Ta Terparuieris. [1pu Bupa-
JKEHOMY CTEHO31 BEJIFKOTO IMOTHIMYHOTO OTBOPY 31 CTHC-
HEHHSIM CTOBOypa MO3KY MOXIIUBI JICTAJIbHI BUMAJKH Ha
nepiromMy poui xutts [1,9,10].

BukopucranHs Cy4acHHX ajrOPUTMIB MpeHaTaIbHOI
nmiarHocTuky 103Bojsie BusBuTH YBP OPC me no Ha-
POIKEHHS AWTHHH, Ha eTami i BHYTPIIIHbOYTPOOHOTO
PO3BUTKY. BBaxKaeThCs, 110 MpeHaTaNbHa yIbTPa3ByKOBa
niarnoctuka YBP OPC mosknuBa He panime 22 THKHS
BariTHOCTI, TPOTE JCSAKI 3MIHU CKEJIeTa MOYKHA 3aIli[03PH-
TH Ha OULIbII paHHIX Tepminax [11].

XapakTepHi yIbTPa3BYKOBI O3HAKM aXOHIpOILIA-
3ii: Makporedatis y MOoeJHaHHI 3 TIEPTEIOPU3MOM Ta
Makpo(TaIbEMOM; BHCOKA 3XOTCHHICTh KICTOK dYepera;
YOJI0 Ta MOTHJIMIIS, 110 BHCTYIAIOTh; CI/UIOBHIHE Iepe-
HICCsI, MIKPOMEJIisi, 3a3BUYaid, 32 PU3OMETIUHUM THIIOM;
CHUMETPUYHE BKOPOYEHHS 3 Bi3yaJbHUM IIOTOBLICHHSIM
TpyOUacTUX KICTOK; IOTIEPEKOBHH JIOPI03, POLIMPEHHS
JTIOMOATbHOTO BiZUTy CIIMHHOMO3KOBOTO KaHAJY; KHCTh
y popmi Tpuzyda; Opaxmmakrtis [12,13].

Judepenuiiiny miarHoctuky axonzaporuasii ITappo
HEOOXiJJTHO MPOBOANTH 3 aXOHPOreHE30M Ta TaHaTo(hop-
HOIO JIUCIUIa3i€ro. BajkimBUM KpUTepieM aiisl HinTBep-
JOKCHHSI aXOHAPOTEHe3y € 3HIDKEHHS a0o BiJICYTHICTH
occuikarii KiCTOK uepera Ta TiJl XpeOIIiB, a TaKoXX BHpa-
JKeHa MIKpoMmedtisi Ta 3HagHe OararoBonas. TanatodopHa
JIMCIUTA3is, K 1 aXOHIPOIUIa3is, CyNmpOBOLKYETHCS aHO-
MaJlbHOIO ()OPMOIO TOJIOBH 3 BUCTYMAIOYMM JIOOOM, aje
3aBKIM XapaKTepPHU3YeThCs PI3KUM BKOPOUYEHHSIM TpPYO-
YacTUX KICTOK 3 BHKPHBJICHHSIM CTETHOBOI KICTKH y BH-
IS «TeneOHHOI CIlyXaBKM» Ta Pi3KO BHpaKEHUM Oa-
raroBoIsIM [9,14].

VY cTaTTi MpeiCTaBICHO BHIIAJIOK CIIOCTEPEKEHHS 3a
JMUTHHOIO 3 aXOHIPOIUIA3i€r0, SKUUA 3aKIHYMBCS JICTAJb-
HuM BuxooM. HoBonapomkena mqutuna T. Bin 11 0axanoi
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TUTAHOBAHOI BaTiTHOCTI, sIKa Iepebiraixa Ha T 6aratoBoI-
JIsl; THIHHOTO OTUTY Yy MaTepi, IpOOIepoOBaHOTO HA 7-My
TrkHi BaritHOCTI; Il mosoris, Ha 35-My THKHI BariTHOCTI
IIJSIXOM KeCapchKOro PO3THHY Ha TJIi JAUCTPECy IUIoJa,
110 3arpOKyBaB HOT0 JKUTTIO.

barbku quTHHU y 3apeectpoBaHoMy HUIO01. Martepi
26 pOKiB, OCBITa CepeHs-CIICIiajbHa, MACTeP MaHIKIOPY.
[kinmuBi 3BUYKK 3arepedye. AKYIIepChKO-TiHEKOIOTid-
HUH aHaMHE3: MeHCTpyaril — 3 13 pokiB, HeperyssIpHi, 1Mo
7 nHiB; crareBe KHUTTA — 3 16 pokiB. Y 17 pokiB BUSIBICHO
Ta MPOJIIKOBAHO KICTy sieyHMKa. J[UTHHA BiJ| repioi Barir-
HOCTI, sika Hapoawiacs y Bili Marepi 23 pokH, 3710poBa.
Maru HopMaTbHOI cTaTypH, 3pict 160 cm, Ha mKipi TyyOa
BUCHITAHHS Y BUIVIAI eleMeHTIB (horomepmarosy. baTtpkoBi
34 poku, ocBiTa BuIa, BifickkoBuit. [lamuts. OO’ €KTHBHO:
HOpMAaJIbHOI cTaTypH, 3picT 175 cm. CraakoBicTh MO JTiHIT
Mmarepi Ta Oarbka Ha 3axBoproBanHsi OPC He 00TsDKeHa.

Pesynpraru pocinipkeHHs 010XiMIYHHX MapKepiB BpoO-
JOKEHOT Ta CITa/IKOBOI ITaTOJIOT1] y CHpOBATIIi KPOBi MaTepi
Ha 10-My TIKHI BariTHOCTI CBIAYIIN PO (i310TOTIIHIIHA
piBear PAPP-A — mnanenTtapHoro 6imka A, acoriiioBaHo-
ro 3 BaritHictio, (0,6 MoM) Ta 3Hmxkenuii pisens B-XIJ1—
B-xopioniynoro ronanorpomniny Jiroguuau (0,4 MoM). Ha
17-My TWXXHI BariTHOCTI BCTaHOBJICHO HU3bKWII piBEHb
A®II — a-peronpoteiny (0,6874 MoM) ta XIJI — xopi-
oHiIYHOTO TOoHamoTporiny Joguau (0,3995 MoM). Ilpu
MpoBeneHi yapTpa3BykoBoro mocmimpkeHHs (Y3l) crany
miona Ha 16-My T¥DKHI BariTHOCTI 3aIi103pEeHI MHOKHHHI
YBP OPC, Ha 22-my TvxHI Ta 27-28 THKHIX BariTHOCTI
BCTaHOBJIEHO axoHjporene3 Il Tury, momipHa xapuiome-
Trajisi, TINepeXOoreHH! BKIIOYEHHS Y JIBOMY IUIYHOUKY.
BariTHa Bing TmpoBeICHHS IHBa3UBHOTO OOCTEXKEHHS Ta
MepeprBaHHs BaTiTHOCTI Ha yCiX eTamax OOCTe)KeHHS Ta
KOHCYJIBTYBaHHSI BIIMOBHJIACS.

JlutuHa Hapoawiacs mepeadacHo, Ha 35-My THIKHI
BariTHOCTi. Maca Tijla JUTHHM NpPU HApPOJDKEHHI CKaja
2460 1, noBxuHA Tijda — 36 ¢M, 00BiJ rojgoBH — 37,5 cM,
00Big rpyaHOT KITITKH — 28 cM. OIliHKa 3a MIKaJo Anrap
HAPUKIHII TepIIoi XBUIMHU JKUTTA CKiaia 4 Oanmu, Ha-
MPUKIHI MT'STOI XBUJIMHU KHUTTS — 6 OamiB. [IpoBeneHo
KOMIIJICKC peaHiMaliiHuX 3aXOAiB, Y TOMY YHCII, IITYY-
Ha BeHTwAwis JereHiB (I1IBJI) 3a gomomororo macku Ta
Mimka AMOy 3 IOAAIBIIMM MTPOBEACHHIM 1HTYyOAIl Tpa-
xei, [IIBJI uepe3 iHTyOamiitHy TpyoOKy.

CraH IUTWHHE TIPH HAPOUKEHHI, MOCTYIUICHHI/BHXO-
JUKYBaHHI y BIJUIUICHHI IHTEHCHBHOI Teparii HOBOHapO-
JUKEHUX TI0JIOTOBOrO OyAMHKY PO3LIHEHO SIK TSHKKUH 3a
paxyHOK MpOSIBIB OCHOBHOTO 3aXBOPIOBAaHHS (MHOXKHHHI
VYBP: axonapornnasis, 30BHIIIHS riponedartis, rinomasis
JIETEHIB) 3 PO3BUTKOM CHHJIPOMY IOJIOPTraHHOI HEAOCTaT-
HOCTI 3 Ypa)XKeHHAM TUXaJBHOI CHCTeMH (AnMXanbHa Heo-
crarHicTb [ cTymneHs TSHKKOCTI Ha 11 BPOJPKEHOT rioruia-
3ii JIereHiB), HEPBOBOI CUCTEMHU (CHHIPOMH MPUTHIYCHHS
Ta BEreTo-BiCLEPAJIbHUX PO3JaJiiB Ha (DOHI 30BHIMIHBOT
rigponedantii), 3HIKEHOT TOIEPAHTHOCTI 10 TXKi.

DEHOTHIT TUTHHM: TIOPYIICHHS MPOTMOPIIK TiNla; Yoo
BUIIMHAE, MO3KOBA YacTHHA Yepera 30LIbIIeHa, TOTHINIHI
Ta TIM'sTHI TOPOU BUITUHAIOTH; 04l IIIMPOKO PO3CTABIICHI, TJIH-
00KO B Op0iTax, CIMKaHT; HiC IIACKUH, EPEHICCs CiUIONO-
JIi0HE, 3 IMPOKOIO BEPXHBOIO YACTUHOIO; IIPOTHATIST; BUCOKE
T THEOIHHS, SI3UK IIUPOKUIT KOPOTKHMIA; BEpXHI Ta HIKHI KiH-
IIBKH PIBHOMIPHO BKOPOYCHI 32 PaxXyHOK IPOKCHMATEHUX
CETMEHTIB (CTETOH 1 TuIeyeil); BepXHi KiHIIIBKH — JI0 ITyTIKA;
CTOIH HIMPOKI Ta KOPOTKI; AOJIOHI IIMPOKi, Y popMi Tpu3y-
06a, I1-V manbii KOpoTKi, cepeHii nanemp 1 Mi3uHelb IpaK-
THYHO OJIHAKOBOI JIOBKMHH, MK HUMH 3HayHa BiJICTaHb, |
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TaJelh TOBIIMIA 32 1HIII; HA KiHI[IBKaX KUPOBI TOMYIIIKH Ta
IIKIpHI CKJIAIKW; TYIyO0 HOPMAaTbHOI MOJOBKEHOI (hopMI;
Tpy[IHA KIITKa AEII0 aCHMETPHYHA; KPUITOPXi3M (puc. 1-3).

[Tix yac BUXOIKYBaHHsS y BIAJIJICHHI IHTEHCHBHOI
Teparii HOBOHAPOIDKEHHUX IT0JIOTOBOTO OYyAMHKY TUTHHI
HasaHa kBaiidikamiifHa jormoMora 3 AOTPUMAHHSAM YCiX
BUMOI' HaJaHHS HEOHATOJOTIYHOI JOIIOMOTH HOBOHa-
POIKSHUM JITAM 3TiHO MIOYWX MIDKHAPOIHHX, HAIliO-
HAJIBHUX Ta JIOKAIFHUX KIIHIYHUX TPOTOKOMNIB. JWTHHA
BUXO/KyBaJlacs B YMOBAax BIJIKPHTOI peaHiMaIliifHol cuc-
TEMHM, MPOBOAMIIACS IHBa3WBHA TPUIEpHA BEHTHIISLIMHA
MiATpUMKa, KOMIUIEKCHa iH(Y3iliHa Tepariisi Ta napeH-
TepalbHE >KMBJICHHS, aHTHOIOTHMKOTparisi, MiHIMaJbHE

V BifIiICHHSIX IHTEHCUBHOI Tepartii HOBOHAPOPKEHNUX
TMIOJIOTOBOTO OyAMHKY Ta JUTSIYO] JIIKapHI MPOBEAEHO I10-
BHUH KIIIHIKO-TAOOpaTOpHUI MOHITOPUHT (3arajibHi aHa-
J31 KPOBi Ta cedi, po3ropHyTi 0i0XiMiuHI aHATI3H KPOBi
Ta ceui, OakTepiajbHiI 3acCiBU OIOJOTIYHHX CEPECIOBHII
[IPY TIOCTYIUICHHI Ta y AMHAMILl), IHCTPyMEHTaJbHI 00-
cTexxeHHst (exokapaiorpadist, Y3/ BHyTpimIHIX OprasiB
Ta TOJIOBHOTO MO3KY, PEHTreHorpadisi, eIeKTpoKap/io-
rpadis), oML By3bKUMH CHeIiaicTaMu (JiKapeM-TeHe-
THKOM, HEBPOJIOTOM, HEWpOXipyprom, IyJIbMOHOJIOIOM,
OKYJIICTOM).

Pesynbratu pentreHorpadii ckenety: AMCHPOIOPLIs
MK MO3KOBOIO Ta JIMIIEBOIO YaCTHHOIO Yeperia, 3BYKEHHS
MOTHIIMYHOTO OTBOPY; BKOPOUYEHHSI Ta MOTOBIICHHS METa-
(hi3iB MOBTUX TPyOUACTHX KIiCTOK, PO3TOPHYTI KpHIIa KITy-
60BO1 KICTKH, CIUIONICHHS BEPTIIOKHOI 3alaiiHu; CKO-
7103 TPYAHOTO BiAIUTy XpeOTa; 3BY)KEHHs BIJACTaHI MiX
KOPIHHSIMHU JIy’KOK TIOTIEPEKOBUX XPEOIIiB, 110 3pOCTa€c y
KayIaJbHOMY HarpsMKy. 3MiH ocuikamnii yepena Ta Tin
XpeOIIiB HE BHUSBICHO.

Ha ormsaoBiif peHTreHorpamMi opradiB rpyaHOT KITITKA
y TIpsAMil MPOeKIii BUSBICHO 00’ €MHE 3MEHIIEHHS 000X
JIeTeHb, HOCHJICHHS JISTEHEBOTO MAJIIOHKY 3 MHO)KHHHUMHU
BOTHMIIIEBUMH TiHSIMH (KICTH) B 000X JIET€HEBHX MOJISIX,
BiZICyTHICTB qudepeHIianii Kymnony xiagparmu, 3MimieH-

TpoQiuHe KXUBJICHHS 3IIPKCHUM TPYIHUM MOJOKOM. {0
BUXOJ/KYBAHHS JUTHHU MOCTIHHO 3aiydanacs maru. Ha
10-Ty o0y XUTTA OUTHHA TPAHCIIOPTOBAaHA Ta TOCIIITa-
Ji30BaHa y BiJUTUJICHHS peaHimallii Ta iIHTeHCHBHOI Tepartii
HOBOHAPOJPKEHHUX NUTSIYOI KIIHIYHOI JiKapHi, /e MPOIo-
BKEHO ajIeKBaTHE JIKyBaHHS Ta MPOBEAEHO JIOAATKOBE
00CTe)KEHHS Ta KOHCY/IBTYBaHHs matienta. CTaH AUTHHH
3a BECh IMEPioJl BUXOMKYBAHHS y peaHIMamiiHOMY BifIi-
JICHHI 3aJIUIIABCS BAKKUM 3 TIOCTYIIOBOIO JEKOMIICHCAITi-
€10 JKUTTEBO BXKIMBUX (DYHKIIIH, HE3BXKAIOUU HA ITPOBE-
JICHE KOMIUICKCHE JTiKyBaHHs. Y Biui 1 micsis Ta 24 1i6
KOHCTaTOBaHO CMEPTh AMTHHU. 32 HANOJISITaHHSIM OaThKiB
MaTOJIOr0AHATOMIYHMI PO3THH AUTHHH HE MPOBOJUBCSL.

T3 :

HS BJIIBO CEPEOCTIHHA Ta TiHi cepus. [Ipu peHTrenomoriv-
HOMY OIVISAJIl OpTaHiB YepEeBHOT MOPOKHUHH BCTAHOBJICHO
301IbIIECHHS TiHI MEYiHKH. 3aKIIOUCHHS: aXOHIPOTIIA3is,
Jedopmaltisi Tpy/IHOT KITITKH, T1II0ILIA3is JIETeHIB.

Pesynbrarn exokapmiorpadii: BIAKpUTHI OBaJbHHN
OTBIp, TiIEPEXOreHH] BKJIIOUSHHSI HA TaNUIIpHOMY M 5131
JIBOTO ILTYHOYKA; HeHpocoHOTpadii: 03HAKH BPOIKEHOT
3Mimanoi Tigpouedarnii, IUQy3HOTO MOCWICHHS I
HOCTI TTapeHXiMHU TOJIOBHOTO MO3KY.

JutnHa oOcTexeHa Xipyprom (JaHHX 3a TOCTpPY Xi-
PYpriuHy Haroyiorito He BHUSBICHO), HEBPOJIOroM (MHO-
»kuHHI YBP: ypoiokeHa Basia po3BUTKY LIEHTPalIbHOT Hep-
BOBOT CHCTEMH: TiJpouedalris; axoHIporniasis; acikcis
NP HApOJDKEHHI; TIMOKCHYHO-IIIEMIYHE YIIKOJKECHHS
[EHTPANBGHOI HEPBOBOi CHCTEMH, TOCTPHHA TEpiof, CHH-
JIPOM BETeTO-BiCIEpAIbHUX PO3JNAIiB); HEHPOXipyprom
(MaOXuHHI YBP: 30BHImHs rigpouedatis; rinormiasis
JIETEHIB; aXOHJAPOreHe3), OKYJIICTOM (BHIMMOI MaTojorii
HE BHSIBJICHO).

JluTHHa KOHCYJIBTOBaHA JIKAPEM-TEHETHKOM, SIKHM
3amigo3peHo axouaporazito [appo, mo HeoOXigHO aAu-
(epenmitoBaTd 3 TaHATOGOPHOIO JUCILIA3I€I0 Ta aXOH-
JporeHe3oM. MomneKynapHO-TeHeTHYHE OOCTEeKESHHS I
BusiBnieHHst myTtanii G380R rena FGFR3 ne npoBonuiiocs
y 3B'SI3KY 3 KDUTHYHHM CTaHOM JIUTHHH Ta BIJICYTHICTIO
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MOXKJIMBOCTI TPAaHCIIOPTYBAHHS JI0 HAIIOHAJIBHUX MEJIH-
KO-TeHETHYHUX [IEHTPIB.

BpaxoBytoun pe3yibTaTd KIiHIYHOTO Ta J1abopaTopHO-
THCTPYMEHTAIILHOTO 00CTEXEeHHsI (IIPH BiJICYTHOCTI MOYKITH-
BOCTI MPOBEICHHS MOJICKYJIIPHO-TCHETUYHOTO O0CTEKEHHS)
JIATHHI BCTAHOBJIEHO OCHOBHUM KJIIHIYHUH 1arHO3: aHTeHa-
TajbHE ypa)KeHHs MIofa: MHOKHHHI YBP (axonmporuiasis
[Mappo, rigpormedartis, Tirnommasis JereHiB Ta TPYIHOI KIIiT-
K1); YCKJIQIHEHHS OCHOBHOTO JiarHO3y: CHHIPOM IIOJIiop-
TaHHOI HEOCTATHOCTI 3 YPaKECHHSIM JIMXaJbHOI CHUCTEMH
(muxanbHa HemoctarHicTh Il crymens), cepreBo-CymuH-
HOI cucTeMH (CepLeBO-CyAMHHA HEOCTaTHICTh), HEPBOBOL
CHCTEMH (CHH/IPOM TPHUTHIYEHHS), CEYOBHIUIEHOI CHCTEMH
(cuHIPOM OITiroaHypii), MITYHKOBO-KHIIIKOBOTO TPAKTY (3HHU-
JKeHa TOJIEPAHTHICTH A0 1Ki), CHCTEMH KPOBi (TeMopariaHuit
Ta aHEeMIYHHMI CHHIPOMH); CYIyTHIH JiarHO3: HeIOHOIIe-
HICTb 35 THKHIB, HOCTKOHIENTYa bHUI BiK 42-43 TIOKHSL

[Tpn 0OroBOpeHHI NpenCcTaBICHOr0 KIIHIYHOTO BH-
naJIKy HeoOXiJHO aKIEHTYBAaTH yBary Ha MeEIUKO-€THY-
HUX ITpo0sIeMax, siki CynpOBOKYBAJIN BEJCHHS BariTHOC-
Ti, HAPOKEHHSI Ta BUXO/DKYBAHHS AUTHHHU 3 KPUTHIHO
TSDKKOIO (DOPMOIO TeHETHYHOTO 3axBoproBaHHA. [laHmii
MAIieHT BIJJIIJICHHS IHTCHCUBHOI Teparlii HOBOHAPOKe-
HUX Ta Horo cim's morpedyBaja MPOBEACHHS CKJIaJHOTO
KOMIIJICKCY HEOHaTanbHOi mamiatnBHOI gonomoru (IT]T),
sKa TPYHTY€ThCs Ha 3acajnax mnemiarpuyHoi I1/1, ane mae
BKIIOYaTH B ce0e i MepuHaTaiabHy CKIAAOBY. Y BHUIAJ-
Kax BCTAHOBJICHHs Yy IUIOJA JiarHO3y, MpU SIKOMY Ha-
POKEHA TUTHHA Oyle HEXHUTTE3NATHOK ab0 Oyme maru

3HAYHI TOPYHICHHS JKUTTEBO BAXIMBUX (YHKIIH, CIij
PO3IIOYMHATH TICUXOIOTIYHY poOOTy 3 JKiHKOI/OaTbKaMu
Ta X POJMHHUM CEPEIOBHUILEM, Y TOMY YHCIHIi, JOBOIHU-
TH 1H(OPMAIII0 PO MOXIJIMBICTh OTPUMAHHS AUTHHOO
ITJ1. OcobnMBOT MCUXONOTIYHOI Ta COLIANBHOI MIATPUM-
KM Taki ciM'T moTpeOyIoTh i Yac IOJIOTiB, KOJIH PEKO-
MEH/IOBaHNM € TIPUCYTHICTh Ta CITIBIIPAIl 3 IICHXOJIOTOM
a00 MEIMYHUM IIePCOHAJTIOM, SIKHH MPONIIOB HABYAHHS 3
TICUXOJIOTIYHOI MIATPUMKH TakuxX pomwH. Hamanns 1]
Oe3rocepeIHb0 HOBOHAPOKCHIN AUTHHI Mae OyTh 00-
TOBOPEHO III¢ 10 HAPO/DKEHHS 3 3aJIyYCHHSIM MYJIBTHINC-
LUIITiHApHOT KoMaHM (axiBLiB 3a ydyacTiO MaiOyTHIX
0aThbKiB 3 BU3HAYCHHAM Micls KiHs )uTTsa (end of life)
qutiHU. 1] y mocTHaranmpHOMY Iiepioni cpsMoOBaHa Ha
3a0e3neyeHHs JOTISITy 3a IIKipOko, TOMYBaHHS, MiATPUM-
Ky TEMIIEpaTypHOTO PEXUMY, MOJETIICHHs OO0, TOIIO.
HeoOxigHuM € TICHXO0JIOTIYHA MIATPUMKA OAThKIB i yac
nposeaenHst [1]] Ta micist cMepTi IUTHHH, CIIPUSHHS KOH-
TaKTIB ciMel 3 IHIIMMHU OaTbKaMu, sIKi BTPATHIIM CBOiX
MamokiB [15,16]. Bume HaBemeHe 3yMOBIIOE HEOOXis-
HICTh BIIPOBAKEHHS B MIPAKTUKY YKPATHCHKUX BiIIIJICHD
IHTEHCHBHOI Teparnii HOBOHAPOKEHUX MDKHAPOIHUX
nporokoui 3 [1/] Ta mpoBeneHHs cnenianbHOI MiArOTOB-
KM MDKIUCHUIUTIHAPHOT KOMaHU (axiBIiB (IICUXOJIOTIB,
HEOHATOJIOTB, HEOHATAILHUX MEIUYHHX CecTep), 110 Ha-
JacTh 3MOTY 3MCHIIUTH CTPAXAAaHHS HOBOHAPOIKECHHX
JiTeil 3 KpUTHYHUMHU BaJlaMi PO3BHUTKY, HOJIETIIUTH Bil-
qyTTs1 «00JIF0» y 0aThKiB/CIM'T, 3MEHIIUTH €KOHOMIUHI BH-
TpaTH JAEPIKaBH.

JliTepaTtypa

1. Kosznosa CU, lemukoBa HC. HacnenctBeHHbIe CHHAPOMBI U MEIMKO-T€HETHYECKOE KOHCynbTupoBanue. MockBa: KMK, ABropckas

akagemus; 2007. 448 c.

2. Pauli RM, Legare JM. Achondroplasia. Gene Reviews [Internet]. 1998 [update 2018 May 10; cited 2018 Sep 10]. Available from:

https://www.ncbi.nlm.nih.gov/books/NBK 1152/

3. Chen H. Atlas of Genetic Diagnosis and Counseling. New York: Springer; 2015. Achondroplasia. 1-18p. doi: 10.1007/978-1-4614-

6430-3_3-2

4. Sanjeeva GN, Meenakshi B. Achondroplasia and other FGFR3-related short limbed dysplasia: molecular heterogeneity and therapeutic
approaches. Colloquium Series on Genomic and Molecular Medicine [Internet]. 2018[cited 2018 Sep 15]:7(1):i-52. Available from: https://
www.morganclaypool.com/doi/pdf/10.4199/C00163ED1V01Y201805GMMO009 doi: 10.4199/C00163ED1V01Y201805GMMO009

5. Baccepman HH, laruna OA, ITonsikoB AB. Pe3ynbTaThl HCIIOJIb30BaHUS HOBOM MEIUIMHCKON TexHOoJIOoTHH «CHcTeMa JETEKIUHU Ha-
ubonee yacteix Mmyrauuii reHa FGFR3, oTBEeTCTBEHHOr0 3a aXOHIPOILIA3UI0 U runoxonapomnasuo» B JJHK-nuarnoctuke. Meaunuuckas

renetuka. 2016;2:37-41. doi: 10.1234/XXXX-XXXX-2016-2-37-41

6. Amutpyk IM, Maxyx I'B, Tupkyc MJI, lllyBapceka BI, Mapkesuu HB, Jlamioxk OB. MonekynasipHo-reHeTHYHA JiarHOCTHKA MyTaIii
rena FGFR3 npu axonapomnasii ta rinoxouapomnia3zii. @akropu ekcrnepuMeHTalbHOI eBotolii opranismis. 2015;16:197-200.
7. XomxaeBa OC, Ypmanosa IOM, Puxcuea HT. Cnyuaii couyeTaHus THIONIA3UU THIO(GU3a U aXOHIPOIIA3HH Y MECTUICTHETO Mallb-

gyuka. Mi>KHApOIHUI eHAOKpHHONOTTYHKH KypHant. 2015;1(65):127-30.

8. Simmons K, Hashmi SS, Scheuerle A, Canfield M, Hecht JT. Mortality in babies with achondroplasia: revisited. Clinical and
Molecular Teratology [Internet]. 2014 [cited 2018 Sep 10];100(4):247-9. Available from: https://onlinelibrary.wiley.com/doi/pdf/10.1002/

bdra.23210. doi: 10.1002/bdra.23210

9. ApanoBuu AM, JlpsukoBa I'B, KinumoB OB, psukoB KA. Knunnueckas nuddepernnanpras 1MarHocTHKa HEKOTOPBIX CHCTEMHBIX

nucnnasuit ckenera. 'ennii opronenuu. 2014;4:63-66.

10. Shelmerdine SC, Brittain H, Atrhurs OJ, Calder AD. Achondroplasia: really rhizomelic? AJMG [Internet]. 2016[cited 2018 Sep
11];170(8):2039-43. Available from: https://onlinelibrary.wiley.com/doi/abs/10.1002/ajmg.a.37776 doi: 10.1002/ajmg.a.37776

11. Hlymaxos IOA, Memepskos PO, 3axapos BB. Axonaponnasus: ciayyaid npeHaTanbHo# quarHoctuku Bo Il TpumecTpe 6epeMenHoC-
™1 1 AuddepeHnnanbaas quarnoctuka. [Ipenaranpuas quarsoctuka. 2007;4:297-302.

12. Dhungel K, Gupta MK, Ahmad K, Ansari S, Rauniyar RK. Antenatal diagnosis of achondroplasia. Bangladesh Journal of Medical

Science. 2014;13(1):84-87. doi: 10.3329/bjms.v13i1.17443

13. Fagen KE, Blask AR, Rubio EI, Bulas DI. Achondroplasia in the premature infant: an elusive diagnosis in the neonatal intensive care
unit. AJP Rep [Internet]. 2017[cited 2018 Sep 10];7(1):e8-e12. Available from: https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5310945/

doi: 10.1055/5-0036-1592188

14. Pa6os MU, Hukonaes JIT. [IpenatanpHas yapTpa3ByKoBas JUArHOCTHKA TaHATO(GOPMHOHN Aucmnasuu y miaoga. Omucanue cirydas.

SonoAce International. 2000;6:57-9.

15. Pira OO, KosaxsoBa OM, Kopobxa OB, I'onuaps MO, IToxunsko BI, Apreomosa HC. I[laniaTuBHa J0omoMoOra y HOBOHAPOMKCHHX:
MEIHMKO-eTHYHI Ta (iHAHCOBO-EKOHOMIUHI acnekTH. EkoHoMika i mpaBo oxoponu 310poB's. 2015;1(1):31-5.
16. llynsko €€, Jlakma OT, Konuakoscrka TB, Kpacnosa 1010, Cipenxo OI. [lamiaTuBHa fOIOMOTa B HEOHATONOTII: MpoOIeMHI IH-

tanHs. PeabiniTanis Ta naniarupHa meauiuHa. 2015;2(2):98-101.

72



BUIMAOKW 3 NMPAKTUKM / CASES FROM PRACTICE

JIETAJIBHBIN CJIYUYAN AXOHJIPOIIJIA3ZUMU ITAPPO
Y HOBOPOXJIEHHOTO MAJBYUKA

U.B. Jlacmuexa, 10./].I000s6aneu, A.I. Babunuesa,
JI.B. A2a¢ponosa, B.B. Anuyynosa

Briciee rocyrapcTBennoe yueonoe 3aBeieHue YKpanHbl
«ByKkoBHHCKHIi rocy1apcTBeHHbII MeJUIMHCKUIT YHHBepCHTeT»
(r. YepHoBUBI, YKpauHna)

Pe3ome

AXoHJpoIuIa3uss — HacJIeJCTBEHHOE MOHOTEHHOE 3a00-
JIeBaHUE W3 TPYHIIBI OCTEOXOHJPOUCILIA3HH C HedeKkTaMu
TpyOUaThIX KOCTEH M aKCHATBHOTO CKENeTa, AT KOTOPOTO
XapaKTEpPHO ayTOCOMHO—ﬂOMI/IHaHTH])lI;'I THII HACJICAOBAaHHUA C
HOJHOW NEHEeTPAHTHOCThI0. PacpocTpanenue ganHoro 3abo-
neBanus B mupe cocraisier 0,4:10000, a B eBpomeiickoif mo-
nyasiun — 2:10000 HoBopoxAeHHBIX. AXoHApomiaszus B 99%
ciryuaB obycnosiena myranueit G380R rena FGFR3, koTopsrii
pacroigokeH Ha KOPOTKOM ILIeue YEepPTBEPTOH XPOMOCOMEI
(moxyc 4pl16.3). HauGonee yactoil MyTaumuei sBIsSeTCS MH-
ceHc-myTtanus B reie FGFR3, uto conpoBoxkaaercs 3aMeHOR
TIWIUHA HA apTHHUH B OEIKe, KOTOPBIH KOTUPYET PEIenTop
(baxropa pocra pubpoOIACTOB, OTBETCTBEHHOTO 3a MpoIHpe-
panuio Xpsiia B CycTaBax JUIMHHBIX TPYyOUacTEIX KOCTEH.

B crarbe mpexacTaBieH ciydaid HaOMOACHUS 32 peOCHKOM
C aXOHAPOIUIA3Ue, KOTOPbI 3aKOHUMJICS JIETAlIbHBIM HCXO-
oM. Manpuuk poauics HIpexkAeBpeMEHHO Ha 35-0i Hexene
recTanuu ¢ Maccoif tena 2460 r, xnuHO#i Tena — 36 cm. Ilpu
BHEILIIHEM OCMOTpe y peOeHKa ompeseneHbl peHOTHITHYIeCKHe
npusHaky axonaporuiazun [lappo. CocrosHue Manpuuka mpu
POXJCHNH U HA MPOTSHKEHUN BCEH JKU3HH PACIEHUBANIOCH KaK
TSDKEJIOE 3a CUeT MPOSIBICHUS CHHPOMA MOJHOPTaHHON HEl0-
CTaTOYHOCTH Ha (h)OHE TUIIOIUIA3UM JETKUX U Tujapoledamnn
C TIOCTENEHHOH IeKOMIICHCAIe! )KU3HEHO BAKHUX (QYHKIUH,
YTO NMPHUBENO K JEeTalIbHOMY HCXOAY B Bo3fgacTe | Mecsaua 24
nueil. [Ipy npeHatanbHOM CKPUHHHTE Y MaTepu yCTaHOBIICHEI
CHIDKCHHBIC YPOBHH -XOPHOHHYECKOTO FOHAJOTPOTIHHA YEJI0-
Beka Ha 10-oi Hexene GepeMEHHOCTH U O-(eTonpoTenHa — Ha
17-0ii Henesie GEPEMEHHOCTH; MPH YIBTPAa3BYKOBOM HCCIIEI0-
BaHHUHU JIHaTHOCTHPOBAHBI MHOKE€CTBEHHBIC MTOPOKH PA3BUTHS
Ol'[OpHO—lIBI/IFaTCJ'l])HOI\/'I CHCTCMBI. BepeMeHHaﬂ OT NPOBEACHUSA
MHBA3MBHOTO MCCIICOBAHUS U IIPEPHIBAHMS OEPEMEHHOCTH Ha
BCEX ATamax 00CIe0BaHNUS ¥ KOHCYIbTHPOBAHUS OTKA3alach.
Menuko-reHeTuyeckoe odcnenoBanue pebeHka He MTPOBEAEHO
B CBSI3U CO 3HAUUTEIBHBIM HapyLIEHHEM OOIIEro COCTOSHUS.
O06cyxaeHa He0OXOIUMOCTh OKa3aHHs HEOHATAIbHOW MaJlln-
aTUBHOM IMOMOIIU HOBOPOXIACHHBIM AETAM C KPUTHYCCKUMU
BPOJKACHHBIMH [TOPOKAMH Pa3BUTHUSI.

KamoueBble caoBa:  axomgpommasus — Ilappo;
BPOXACHHBIC NOPOKU PA3BUTUA; ONOPHO-ABUTATEIIbHAA CUC-
TeMa; NaJIHaTHBHAS OMOIIb.

LETHAL CASE OF PARROT ACHONDROPLASIA
IN ANEWBORN BOY

LV. Lastivka, Yu.D. Hodovanets, A.G. Babintseva,
L.V. Agafonova, V.V. Antsupova

Higher State Educational Establishment of Ukraine
«Bukovinian State Medical University»
(Chernivtsi, Ukraine)

Summary

Achondroplasia is an inherited 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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