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BHnapoK RIarHOCTHKH HEeTHNOBOI POAMHHOI
(hOPMH He10CKOHANOoro KiCTKOYTBOPGHHA

O.l. ConosrioB*, §1.0. loH4apoBa, B.4. 3ykiH
Kninika penpoaykrusHoi meauimunu <Hagisi», M. KuiB

Pestome. Y cmammi nasooumvcs. npuxiad 00nonozo6oi diaz-
HoCmuKYU nid 4ac yasmpassyrosozo docrioxcenns niooa y Il
mpumecmpi 6azimmocmi, sskuti mag o3naxu cmepmenvioi (IIA)
popmu nedockonanozo xicmxoymeopenns. Ilpu oznsdi 6amo-
Ki6 NOMiueHO 306HiwHI 03HaKU Ousembpiozenesy y Gamvka.
Ilodanviue susuents 03601UL0 3pOOUMI BUCHOBOK NPO HASIE-
HiCMb POOUHHOI (hopMU HEDOCKOHATI020 KICMKOYMBOPEHHS,
xonu 6amvxo mas ey (IV) popmy saxeoprosanus, a y 1i0zo
oumunu 6Us6IEHO 03HaKu OUlbw Hebe3neurozo muny uiel
namonozii.

Kmouosi caosa: dusembpiozenes, ynvmpassykosa, 0ononozo-
a, npenamanvha diaznocmuka, osteogenesis imperfecta.

Beryn

enockonase KictkoytBopeHHsa (HK) e wuiniuno,
6ioximiuHo, pagiorpahiuyHo Ta TeHETHIHO HEOHO-
PiZTHOIO TPyTOI0 3aXBOPIOBAHb, B OCHOBI SIKUX
JIeKATh MOPYHNIEHHST TEPBUHHOI MOOYA0BU, YTBOPEHHS Ta
dbynKuii mpokonareny 1-ro Tumy, HaliBaKIMBIIIOTO GiNKa AT5T
HOPMaJIbHOTO PO3BUTKY HMIKIPU Ta KiCTOK (SIK HACJI/IOK MyTa-
ii reriB COL1A1 ta COL1A2 i a-11i a-2 1-ro tury npoko-
nareny) [10]. Ilsa marosorist mposiBASIETbCS Y BUTJISALI OCTEO-
neHii, mepesamiB KiCTOK, OJaKWUTHUX CKjep. IIpumKuTTEBi
(bopmu TaKOK MOKYTh OYTH MOB'SI3aHi 3 MOTIPIIEHHSIM CIIYXY,
HOPYIIEHHSIM OKPUTTSE 3y6iB IEHTHHOM, HAIMIPHOIO PYXJIU-
BicTio cyrno6is. CHHOHIMEU 3aXBOPIOBaHHS: Osteogenesis
imperfecta, cungpom Van der Hoeve, cunapom Eddowe, xBo-
poba Lobstein'a, xBopo6a mamMkux KicTok, xBopoba Vrolik'a.
CpOro/iti BiZIoOMO /IeKiJibKa COTEeHb FeHeTUUHIX MYyTallii, 1 B
GiIBIIIOCTI BUMA/KIB MOBa iijie Ha TJI 3MiH MPUPOIHOT 6a30BOI
MIOCJIIOBHOCTI IIPO TOYKOBI MyTallil, IPOTE TaKOXK CriocTepira-
foThed 1 fenertii Ta incepitii [10]. Taxi myTarii mpu3BoaATh 10
YTBOPEHHs XBOpoO6/mBoi KinbkocTi konareny (HK I tury) abo
BUpOGJIeHHsT KoJarery 3miteHol sikocti (HK II-1V tumis) [7].
Hepockonasne KicTKOyTBOPEHHS € CIIQJIKOBUM 3aXBOPIO-
BAaHHAM CIIOJIYYHOI TKaHWHH, sSKe TTePBUHHO BPa’Ka€ KICTKY,
MIPOTe TaKi HOTo TPOSIBH, SIK 30POBi YCKJIAHEHHST, HEJIOCKOHA-
Jie eHTHHOYTBOPEHHS, BTpPaTa CIyXy, CHaOKICTh CyriobiB,

PecTpUKTHBHE 3aXBOPIOBAHHS JIETEHiB, HU3bKA cTaTypa Mij-
TBEP/UKYIOTH HOTO CCTeMHMIT XapakTep [8].

HK € ckmamoBoro Takux criagikoBux cunapomis: HK, mikpo-
nedasid i katapakra; cunzapom bpyka (HK 3 Bpokennmu koH-
tpakrypamu cyriao6is), HK Jlesina. 3arajibHa yactora BUSIB-
JIeHHsI 3aXBOpioBaHHst craHoBuTh 1:25 000—1:28 500 [2, 11].

3a eTioJIoTi€l0, MATOTEHe30M Ta KJIIHIYHUMU TPOSIBAMU
HK pospisHsieTbes 3a ThaMu i migrunamu. IcHye gekisbka
kacupikaliiil 11boro 3aXBOPIOBAHHS, ajie HalbiIbIe BUKOPH-
CTOBYIOTh po3pobJieny Ha dhenoTui i sanpononosany Sillence
Ta criBaBTopamu 1e y 1979 pomi [18]. [lepsurnaO BoHA HaIi-
uyysasa 4 dpenorumnu (I-IV), mo Briiovyanyu myTaiiii rena KoJa-
reny 1-ro tumry (COL1A1 Ta COL1A2), ane y nedKkux XBOpUX
Taki MyTaIlii He BUSBJSAINCH. 3TOZIOM 1iie 3 (DeHoTHIIN 6le1/|
nofaHi 1o i€l kaacudikarii, cepen skux oxus (VII) € pesyib-
TaToM MyTarlii reHa 6ijka, moB's3aHoTo 3 XpsiiieM (cartilage-
associated protein (CRTAP) gene) [16] (ziuB. Tabauiiio).

Jlocnimxenns periecupanx ¢hopm HK cepen yopHotkipo-
ro HacesneHHs liBmenHoi Adpukn BUABMIN MyTallii K TeHa
Ginka, 1oB's3aHoro 3 xpsiieM (cartilage-associated protein
(CRTAP) gene), tax i rena nporeoryikany (leucine proline-
enriched proteoglycan-1 (LEPRE1) gene), koxkeH 3 SIKHMX
TTOB'I3aHUII 13 TiZIPOKCUIIATIIET0 Komareny [8].

Kniniuna kapruna HK 3aneskuth Bif Ty 3aXBopioBaHHs,
BIKY JIFOJTMTHY TIPH HOTO TIPOSIBAX, TSKKOCTI YpaskeHHS KiCTsAKa
Ta IHIIMX OPraHiB.

[Tpu HK I tumy, 1110 € ayTocoMHO-ZIOMiHAaHTHUM 3aXBOPIO-
BAHHSM i3 4acTOTOI0 BrsiByennst 6;m3bko 1:30000, BimvivacTbest
TT/IBUIIIEHA JIAMKICTD KiCTOK, GJIAKUTHI CKJIEPH Ta IIPOrpecytoya
[JIyXOTa, IPOTE TPUBAJIICTD JKUTTS € 3BU4aiitolo. [[iTn HapouKy-
I0TbCS 3 HOPMAJTBHOIO MAacolo Tijla Ta JOBXKUHOIO, MHOKUHHI
nepesioMu y HUX BificyTHi. [Ipu yiibTpasBykoBoMy JOCI/KEHHL
B II ta III TpumecTpax iHO/I MOKHA BUSIBUTH OKPEMi TIepesioMu
JIOBIUX KiCTOK. 3MillleHHs XPeOIliB Ta BUKPUBJIEHHS TPYOUaCTHX
KICTOK BITHOCATBLCS 710 piiknX yekaaanenp. et Tun HK poszi-
JIsoTh Ha 2 Ha opMu — A i B B 3as1eKHOCTI Biji HastBHOCTI 60
BIZICYyTHOCTI TATOJIOTIYHOTO JIeHTHHOYTBOpeHH:. JlomosioroBa
MIIarHOCTHKA CTa€ MOKIMBOIO i yac aramisy JHK.

1T tun HK € sretanbunm pisHOBUIOM 3aXBOPIOBAHHS, TOMY
BKpaii BAJKJIMBUM € TOIIYK 03HAK caMe I[bOTO TUITY 3aXBOPIO-

Knacudikauist Herockonanoro kicrkoyrsopenns (3a Sillence D. i cnisar., 1979)

i T Henockonane CryniHp TSKKOCTI
@opma | Tun cnaakysanns | Yacrora mnepenamiB KiC’ll‘)ﬂKa JIEHTHHO- Iopyumenns ciyxy Cxiepu nepeGiry
YTBOPEHHS 3aXBOPIOBAHHS
1A AD + i - +++ CHHi JIeTKHit
1B AD + -/+ + + cuni JIETKHIT
11 AD, AR +++ ++++ +/- + CcHHi JleTasIbHIIL
111 AD, AR +++ AR +/- A 6i1i abo 6igo-cuni TSOKKHI
IVA AD +/++ +/++ - + Giati Jlerkuii abo cepejimiit
VB AD 7 Al A fArr A i Gioti JlerKuii abo cepeHiil
\% AD +/++ ++ - - Giati cepejHiii
VI AR +/++ ++ - - 6isi abo Gaijo-cuHi cepe/Hiil

Ilpumimia. A — sopmaisii 3you, B — negockonaie genrunoyrsopens; AD — ayrocomuo-gominamarauii tui, AR — ayrocomio-perecisuuii tui (BKpaii piako).

* st kouraktis: Ozekciii Cosositos, 050 3115835, e-nowrra: o.solovyov@ivf.com.ua
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BanHd. Ila dopma marosorii 3ycrpivaerbes i3 4acTtoToio
6/mspko 1:60000. Bpaxkamocs, 1o ycrmaakoByBaHHsA Big0y-
BAETHCSI 32 Ay TOCOMHO-PEIIECUBHUM TUIIOM, TIPOTE Bi/ICYTHICTb
XBOPHX CHOJIHTIB B PI3HUX CepisiX JOCHIKEHD JT03BOJIMIA
MPUIYCTUTH HOBI MyTaIlii IOMiHAHTHOTO TeHa a60 HEreHeTHY-
HY €TiOJIOTiI0 3aXBOPIOBAHHA. Y 3B'SI3KYy 3 IIUM €MIIipUYHII
PH3HK MOBTOPEHHSI CKJIA/Ia€ MeHIe 25% BUIIA/IKIB, a 32 [aHu-
mu FMF, 1ieil nokasiuk cTaHoBUTD 6113bK0 6%.

binpmiicts Bumazakis HK 1T turmy Bumagkosi i 06yMoBiieni
AyTOCOMHO-/IOMIHAHTHUMM MYTAI[isIMH, 1[0 3aHOBO BIHUKAIOTD
B MEPBUHHUX CTATEBUX KITHHAX 6aThKiB. Came TOMY TIPOSIBH
1poro setambioro tuity HK, stk npasuiio, Hernepenbadysani i
OTPeGYIOTH IysKe YBAKHOTO TIPOBEICHHS TIPOCIBHUX JIOTIOJIOTO-
Bux Y3Jl A1 BYACHOTO 3HAXOMKEHHS BIANOBIAHMX XBOPOO-
JMBHX o3HaK. MyTarii npu 1iit opmi 3aXBOpIOBaHHS ITPU3BO-
JIATD JI0 CUHTE3Y T1aTOJIOTTYHUX JIAHITIOTIB ITPOKOJIareHy, SKi 3B'51-
3YIOTBCST 3 HOPMAJIBHIMU JIAHITIOTAMH, 10 CHHTE3YIOThCS TUMHU
K KJTITUHAMM 1 OPYIIYIOTH iX 6iosoridiy akTuBHicTH [5]. Cho-
TOJTHI B TIPOTIECi PO3POOKY 3HAXOIMUTHCS CTPATETIST 3HETTKOKEH-
HST MyTaHTHUX ajiesiiB [4].

Henockonase KicTKOYTBOPEHHST XapaKTePU3YEThCS PAaHHI-
MU [IpeHaTaJIbHUMU IIPOSABaAMU Yy BVII‘JIH]Li BUPA3HOTO BKOPO-
YeHHS Ta BUKPUBJIEHHS KiCTOK BHACTI/IOK MHOKHHHUX TIepe-
JIaMiB JIOBIUX TPyGUacTHX KicTOK Ta pebep, a TaKoXK CIabKoI0
MiHepasi3aIliero KicToK yeperna.

XBOpi IOMUPAIOTD B JIOTOJIOTOBOMY a0 B PAHHBOMY MAJIIOKO-
BOMY T€piOJIi BHACJIIOK JMXAJIbHOT HEIOCTATHOCTI 1/a60 ypaskeH-
Hs1 TIEHTPAIbHOI HEPBOBOI CHCTEMH. Y IUIO/Ia BU3HAYAIOTH MHO-
SKUHHI TIepeJiaMi; JIOBTI KiCTKU BKOPOYEHI, IMTPOKi Ta BUKPUBJIE-
ni. I'pyznna kiitka BKopodeHa, y BULJISL /I3BOHY, i3 HAsBHICTIO
MHOKMHHUX TepesiaManix pebep. KicTku yeperia Hez0CTATHBO
ocudikosani. Crepyt GIAKUTHOTO KOJIBOPY. YacTo BiaMidaioTh
CUMeTpUYHY 3aTpuMKy po3sutKy mioma. D. Sillence Ta criiBasTo-
pu 3anporionyBasm BupisssTy ipy 11 trmi HK 3 pisHoBuam npo-
SIBIB 3aXBOPIOBAHHS B 3QJIEXKHOCTI B/l PEHTTEHOJIOTTYHIX KPUTEPi-
iB. /Lyt repiioro (A) pi3HOBHJLY TUTIOBUMH € KOPOTKI, IIIMPOKI Ta
BUKPUBJIEHI TPyOUacTi KicTku, 4oTKONomiOHi pebpa, 715t IPyroro
(B) pisHoBHIy XapakTepHi IMPOKi, BUTHYTI CTETHOBI KiCTKH i
MiHiMasbHI iepesamu pebep abo iX BiZCYTHICTD, a ISt TPETHOTO
(C) pisHOBUY — BY3bKi CTETHOBI KiCTKH 3 O3HAKAMU TIEPETIAMIiB i
YOTKONOIOHNME pebpamu [2].

Henockonane xictkoyrBopenns III Tumy moske maru sk
ayTOCOMHO-/IOMIHAHTHUH, Tak 1 ayTOCOMHO-PelleCUBHUI
XapakTep YCIaJKOBYBAHHS. Y XBOPOTO B AUTSIOMY Billi CKJle-
pu 3abapBiieHi y 6IaKUTHUIN KOJTIp, 2 y OiJIbII Mi3HLOMY Billi —
y 6tito-6makuTHuiL. JloBTi KiCTKYM BKOPOUYEH] Ta BUTHYTI, MHO-
JKUHHI TIepelaMi BUABJISIOTHCSA TIPU HAPOIUKEHHI y OiTbIIocTi
xBopux miteit. Ocucikaris KicTok depera mocrabaeHa. 3axBo-
P1OBaHHA XapaKTEPU3YETHCA TIOCTYIIOBUM 36i]lblllell[l$lM BU-
KPUBJIEHHS TOBTUX KiCTOK Ta XpeOTa, Mo CIPUIIHIE KOCO60-
KiCTb Ta HEBUCOKUII 3piCT.

Henockonase xictkoytBoperns [V Tumy mae ayTocoMHO-
JIOMiHAHTHY [IPUPOJLY 3 Pi3HOIO BUPa3HicTIo 1possiB. Lleil Tumn
HK HamesxuTh 10 HalbiIbIn 1erkoi (hopMHU 3aXBOPIOBaHHS. Y
HOBOHAPOJ/KEHOTO CKJIEPU MAlOTh OJIAKUTHUN KOJIip, axe 3
BIKOM BOHU cTatoTh OismiMu. TpyGuacti KicTku 3BUYaiiHOT 10B-
SKMHU, CTETHOBA KicTKa MOKe OyTH Jenio BUrHYTOoI. XBOpi 3
TSOKKUME TTPOSIBAMU MOKYTDh MaTH JieopMartii I0BTUX KiCTOK
BHACJIIJIOK TIepesiaMiB. Y 3a/IeKHOCTI BiJl HeIOCKOHAIOTO JIeH-
THHOYTBOPeHH#A abo 3a iioro sincyrrocti IV tur HK noaina-
10Th Ha A i B hopmu BizrosiHo.

[penatasnpHa aiarnocruka 111 ta IV tunis HK mozxe 6ytn
3iificHeHa 1UIIXOM 6iorcii TOPOYKOBOI 0OOJIOHKH Ta uepes
ananiz /IHK abo npu niaTBepasKeHH MaToMOrYHOl MPOLYKIL
KoslareHy B KyJbTypi (hibpobiiacris (FMF).

CTOCOBHO JIeTaIbHOI (hOPMU 3aXBOPIOBAHHS, B MeTUIHIT
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JIiTepaTypi € JeKibKa I10BiZIOMJIEHD 1IPO IIPeHATAIbHY YJIbT-
pasBykoBy miarHoctuky HK II tumy. Exorpadiuni osmaku
1aToJIOTil MOKYTb BHU3HAYaTHCA y BCIX BiJylijlaX KiCTKOBOI
cucremu. IIpu AOCTiKEHHI JOBrUX TPyOUACTHUX KiCTOK
MOXKYTh BiJIMiYaTHCs TIepeslaMu, OKPYYEHiCTh, BKOPOYEHH:,
BOTHUIIEBI TIOTOBIICHHS BHACTIOK (hOPMYBAHHS KiCTKOBUX
MO30J1iB, JIyKOTIOZIiGHE BUKPUBJICHHS 1 O3HAKH JleMiHepatiza-
wii. Taxi ssBwIIA, 3a3BM49aii, GLIBII BUPasKEHi y CTETHOBUX KiCT-
Kax, [IPOTe 3yCTPiYaloThes 1 B KICTKaX pyK. Y AeaKUX BUIIA/IKAX
KIHITIBKM HACTLIBKA BKOPOYEHI, M0 iX HEMOKJIMBO BIUMIipSTH.
Kictky yepena MoKyTh GYyTH HACTIILKUA TOHKMMH, 10 THCK
YABTPA3BYKOBOTO IATUYNKA JIETKO MPU3BOANTH /0 iX TPOTHHAH-
ne. IIpn Tsokkux opmax 3axBOPIOBaHHS KOHTYPH dYeperna
XBUJISICT, BiH JIETKO CTHCKAEThCst. MHOKHMHHI riepesiaMu pebep
PU3BOAATH 10 (GOPMYBaHHs JA3BIHOMOAIGHOT ab0 BY3bKOI
rpyaHoi kaiTku. ExoreHHicTs xpeOGTa 3HUKYETHCS PIKO.
PyxoBa akTuBHICTb 11710712 3HUKEHA.

HK pizko cynpoBomKyeTbCs iHIIMMU BaZlaMid PO3BUTKY.
Ornucani MOOMHOKI BUTIA/IKK Mikpoliedaltii, BpO/PKEHUX Bajl
cepiid, aneHnedarii Ta iHmux [14]; icHyI0Tb BUTIAAKHU [iar-
Hoctrku HK, moeananoro 3 iHImMy BalaMyt pO3BUTKY, BXKE Y
I Tpumectpi Baritnocti [17].

Besmnepeuro, HK € HaitGipir mommpeHoio TeHeTHIHOO
(opmoIo cxuIbHOCTI 10 TIepesiaMiB. B 3a1esKHOCTI Bijt CTPOKY
MIPOSIBIB  3aXBOPIOBAHHS, MOKYTh BHHUKATH TPY/IHOII IIpH
nudepenIialii AiarHo3y moa0 HasgBHOCTI 1HIIUX IIaTOJIOTIu-
HUX CTaHIB Ta JIEIKNX IHMINX T€HeTHYHUX I HeTeHeTUIHUX
[IPUYHH TIepesamis [ 3].

IcHy€e MOKJIMBICTH TPOBEJEHHS MOJIEKYJISIPHO-0i0JI0TiY-
HOI IIPeHATAJIbHOI IIarHOCTUKH, ITPOTE YJIbTPa3BYKOBE JI0CJIi/1-
SKEHHSI 3aJTUIITaEThest MeTooM Bubopy npu HK y moza [12].
Kpim Toro, ais sailicnennst 1abopaTopHOi 0IOJ0TOBOI [iarHo-
CTUKM CJIJ MaTH B POJMHI TIPOSIBU TaKOTO 3aXBOPIOBAHHSI.
Ticromopdororiune (cBiTIOONTHYHE, €/IEKTPOHHO-MIKPOCKO-
myHe) JOCII/KEeHHST KICTOK JI03BOJISIE OIJIBIIT TOYHO JIIarHOC-
tyBatu Tuni HK, a 0co6mMBOCTI yaIbTPaCTPYKTYPU KiCTKOBOI
TKaHWHU TOSCHIOITH MPUYUHY i1 KpUXKOCTi [1].

Hemockonase KicTKOyTBOpeHHsI — Iie 3aXBOPIOBAaHHS 3
ITIPOKUM CHEKTPOM KJIIHIYHUX TPOsiBiB. MHOXKWHHI TIepesia-
MU i BHYTpPillTHbOUEPEITHA KPOBOTEYA MOXKYTh TPU3BOJUTH /10
3arubesti INTUHY B aHTe-, iHTpa- ab0 HeOHATATLHOMY TEPIO/i.
CroronHi iHdopMaIrist 1o/10 MPOrHO3y 3aXBOPIOBAHHS, Jiar-
HOCTOBAaHOTO BHYTPINIHBOYTPOGHO, IOCUTH 0OMEKEHA, OCKITb-
KU BariTHICTb 1€PEPUBAETHCSL.

CraH 3/10poB'st XBOPUX 0Ci0, sIKi BUKWJIM, BKPall Pi3HMiA.
MHOKUHHI TTepeIaMu MOKYTh Oy TH MTPUBOIOM JIJIsT TOBTOPHO-
TO OTIEPATHBHOTO JiKyBaHHS Ta CyIPOBOJXKYBATUCDH TSKKUMU
YCKJTaTHEHHIM.

Henockonase kictkoyrBopenus Il tumy BimHOCHTBCS 10
setanbHOi hopmy, a I i I1I Timm — cymicHi 3 sKUTTAM, TIpoTe y
XBOPHUX MOKYTb BUHUKHYTH Pi3Hi yCKJIQJHEHHH, OB sA3aHi 3
MHOKUHHUME Tepenamamu i gedopmartisimu. Hait6imbi
ITPOTHOCTUYHO CHPUATIUBUM € Tunl [V, mpu sxomy nepesamu
i medpopMartii 3ycTpiqaoTbest HEIacTo.

¥ Bumnazkax, ko (axisili 3BepHYJIN yBary Ha BiJIXUJICH-
HS B paMKaX MPOBEIEHUX AOCJiKEeHb IIiJi 9ac BaTiTHOCTI,
Teparisi MOYMHAETHCS BKe IIpeHatasbHO. BejeHHs 10JI10TiB
MOBUHHE BiIOYBaTHCS TIPU YiTKiiT JJOMOBJIEHOCTI MK mejiiar-
paMM Ta TiHEKOoJIOraMU 1 BU3HAYATHUCS OYIKYBAHOIO TSXKKICTIO
mepebiry 3aXBOPIOBAHTS, TEPEIOAYEHOTO TAHUMHU YIbTPA3BY-
KOBOTO JIOCJIi[[PKEHHSI.

JlocuTh HaMIIHUM CIIOCOOOM TIPEHATAIBHOI [[IaTHOCTHKHI
setanpioro I tumy HK e yiaprpasBykoBi mociijpkeHHsT B
I rpumectpi mics 17—18-Tu THZKHIB BaTiTHOCTI, X04a 3yCTpi-
YaI0ThCS TTOO/ITHOKI ITOBI/IOMJIEHHSI 10/I0 BUSIBJICHHST JIeTaJlb-
nux opm HK Bxe 6m3bpK0 15-TH THOKHIB i HaBiTh Ha 13-My
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2007 {)I&‘S.i_\' Solovyov,
YanaGoncharova

Puc. 6. 2B norepeune 300paeHHs 3aMaHux pebep
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Puc. 8. 2B 300paxkeHHss BUKPUBJIEHOrO MPOGLIIO 06IMYYs 1171073, 3MEHIIEHa MiHe-
paJtizartis HOCOBUX KiCTOK

Puc.9.3B 306])217‘(9][][5] O(’)ﬂl’[qq?{ TL10/1a 31 BMEHTIEHOI0 HIKHBOIO HIeJernon (]'l().'i]la'—leﬂﬂ

CTpiJIKamm)

LMP 12072007 Estab. Due Dare.

GALMP) 20wod Average US GA 17wid

LEDD{L MP) 17-04-2008 EDD{Average US GA) 05.05.2008

EFW Hadlock? 1899 GA(EFW) 17wid

Percentief EFW) 008" SD{EFW) L

{Petl Crinoria GALMPE)

Fatal Biometry 1 2 3 avp GA Parcentile
BPD Jeanty 5270 5270 mm Hwodt1sd  #128

HC Hadiock 17500 17500 mm  20w0dt10d 4567

AC Hadiock 12510 12510 mm TBwldt15d 026"

FTA Osaka 12539 mo'  17wdd 087

FL Jeanty 1560 1730 1830 170 mm  fdwscs 10d

Fatal Long Bones 1 Fl 3 Avp GA Parcantis
HUM Jeanty 17.20 1720 mm tdwldt20d 001

ULNA Juanty 1170 1170 mm  tewidt2dd 008

T8 Joanyy 1250 11.20 1185 mm tdwide2td 001

Fatal Cranium 1 2 3 A GA Parcentie
CEREB Hill 2260 .80 2220 mm  20widt 13d aor

000 Joanty 000 000 mm  VBwidt 24d

o0 250 250 mm

oM 150 150 mm

NF 180 180 mm

Lateral Ventricle 520 520 mm

Puc. 10. Qetomerpruna TabIuIL i3 JAHIME BUMIDIB U102

173



[EPUHATO/I0MNA

B0 cmjs

2007 Oleksiy Solovyov,
Yana Goncharova M0
Puc. 11. CuekrpansHuii jonmiep aprepii NyNnoBUHM i3 3BUYAHHUMU ITOKA3HHUKaMI
KPOBOILTHHY

Puc. 14. [Tocmeptie GoTo M10/a 3 MHOKIHHIMI [epesiaMaMi Tpy0uacTix KicTok

Pric. 13. Batbio i (pik 2,5-3 pokin) Puc. 17. TTocmepriie oTo Mm10/1a 3 MHOKHHHIMI TEpeiaMaMit Tpy0uacTix KicTok
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THJKHI, ajle B pa3i HasBHOCTI JI0/IaTKOBUX BaJl PO3BUTKY [6, 9].
Hanifine Buxmrouenns ycix ¢dopm HK 3a momomororo Y 3/]
3[IaETHCSI HEMOKJIMBKMM, TOMY IO CIAOKOBHPaKeHi (hopMmu
HEZIOCKOHAJIOTO KiCTKOYTBOPEHHSI HE XapaKTepu3yoThCs
TaKUMU 3MiHaMU, SKi 6 6e33arnepedHo BUSBJSIINCS BHYTPIII-
HBOYTPOOHO. SIKIIO TIepeTaMu KiHIIIBOK CIIOCTEPIraloThCs BiKe
y Il TpumecTpi BariTHOCTI, TO PO3POKEHH IIOBUHHE IIPOBO/IU-
THUCh TIJISXOM KecapeBOro po3TuHy. [IpuitHAaTTS pimenns
II0/I0 TIPOBEJEHHS TaKOTO BTPYYAHHS IOJIETTIYEThCS Yepe3
YyacTi BUTAJKN Ta30BOTO Nepeieskanus mioza [12].

[Tporuos ams 11 tumy HK € smetanpnmm, mepir 3a Bce, BHA-
CJIIOK HeJOPO3BUHEHOCTI JiereHiB. OCKilIbKY OLIBIICTD IIPH-
YIH BUHWKHEHHS IIi€l (hOpMH 3aXBOPIOBAHHS € HACHIKOM
HOBHUX ayTOCOMHO-ZIOMIiHAHTHUX MYTallili, 4aCTOTa MOBTOPIO-
BAHOCTi TaKWX BPOJKEHNUX BaJl PO3BUTKY JIONOBIZAJIOCH Bij
IysKe HU3bKOI 10 6% Bunaxis [15]. OgikyBannii pusnk 1mos-
TOPIOBAHOCTI JIIST PiIKICHUX ayTOCOMHO-PEIeCBHUX BHJIiB
HK II tuny csarae 10-25% [13, 19]. Bianosiano, BpaxoByioun
JIETAJTBHICTH TIPU TaKiit (hopMi 3aXBOPIOBAHHS, B Pasi 0MOJIO-
TOBOTO BUSIBJIEHHSI CJIJI PEKOMEH/1yBaTH GaTbKaM MepepruBaH-
Hs1 BariTHOCTI B OY/Ib-IKOMY Billi BariTHOCTI.

Marepiai i METOAM JOCJI/I3KEHHS

Jlo kniniku perrpoaykruBHoi Mequtmnu « Hazis»> (M. Kuis)
3BepHyJacs 35-piuHa BariTHA JKiHKA JUIST [IJIAHOBOTO JIOCJI/I-
SKEHHsI JIPYTroi PUPOHOT BariTHOCTI Biji 4oJI0BiKa, B HLI00I 3
SKUM B:Ke MaJjia CIIJIbHY 37I0pOBY nuTuHy. Poannnnii anamHes
SKIHKHM Ta i1 4osioBiKa He OyB OOTSIKEHNUM.

Sk BUMarae MeTOMOJIOTISA, T/l Yac TIAHOBOTO TIPOCIBHOTO
nocaipkennss | tpumectpy 3a meromom KOJA (Kninika
Omnoro /lus 3 ontinkn AHOMaUTii) y Tepmini 12 TikHIB 1 2 aHi
poauHi GyJ0 HANAHO NOKJTAAHI TOSCHEHHS IOA0 CEHCY Ta
3MICTy MOEHAHOTO JOCHTIKeHHA. barbku mamm noingopmo-
BaHY 3T0/Iy Ha IIPOBE/ICHHS JIOCIi/[PKEHHSI.

VY kpoBi narientkn mabopaTropuum anamizatopom Kryptor
Bupo6GHUITBA HiMelbKoi hipmt «BRAHMS» 6yB Bu3Have-
HUI BMICT Tak 3BaHUX Gi0XIMIUHMX O3HAK XPOMOCOMHUX aHO-
mariit I tpumectpa PAPP-A (Pregnancy Associated Plasma
Protein A — 10B'sI3aHMit i3 BariTHICTIO CMPOBATKOBUI OLIOK
A), atakox B-hCG (free B-subunit of human Chorionic Gona-
dotropin — BisibHa B-cy6OAMHKIA XOPIOHIYHOTO TOHAAOTPOTIi-
Hy Jsonaunan). [IpoBeseHo moksazHe yJabTPa3BYKOBE JOCIIi-
JUKEHHS Ha yJIbTPa3BYKOBOMY CKaHepi eKCIepTHOTO KJiacy 3a
Bcima Bumoramu FMF (Fetal Medicine Foundation — MDowz
Memuuunu Ilnopa). Ha migcraBi  y/iabTpa3ByKOBHX i
O10XIMIUHMX TOCJII/KEHD, a TAKOK OCOOMCTHX JaHUX ITAII€HT-
K1 6le1/| po3paxoBaHi 0COOMCTI PU3UKHM TIAIIEHTKU IIOA0
MOJKJIMBUX XPOMOCOMHUX aHOMAJTI i TIJI0/1a 32 JIOTIOMOTOIO CIie-
miasbHOI porpamu Astraia, BUSHAHOI JUIsI IIMX PO3PaxXyHKiB
FME 3arasbri pospaxoBaHi ocobucti pusuku tpucomii 21
nopisuioBau 1:6402, T06T0 He 6yJIH TABUIIIEHUMH.

SIKUXOCh XBOPOOJIMBUX YJIBTPA3BYKOBMX O3HAK IIijl Yac
npocigHoro Y3/ 1T Tpumectpy BuUSIBIEHO He OyJio, TOMY
MAIIEHTII PEKOMEHZIOBAHO OOCTEKEHHS TIoAa y TepMiHi
20—21 THIKHIB 3 METOIO OIIHKM TIOOYI0BH TiJia r1oa. YJibTpa-
3BYKOBe gmocaipkeHHst 11 Tpumectpy OyJio 3iilicHeHe B
19,5-20 TuxkHiB recrariii.

PesyibTaTi A0CTIIZKEHDb Ta iX 00OTOBOPEHHS

ITix yac nmanosoro mpocisHoro Y3/ y 19,5-20 TkHiB
BaritHOCTI GyJI0 3HAWeHO Taki XBOPOOIUBI yJIbTPa3BYKOBI
O3HAKM: 3HAYHE BUKPUBJEHHS Ta BKOPOUYEHHST TPyOUYacTux
KIiCTOK YCiX KiHIIIBOK, TUTIOBI LISl BHYTPILTHBOYTPOOHUX TIepe-
naMmiB kictok (puc. 1-4) Ta MHOKMHHUX Tepenamis pebep 3
060x 60KiB (puc. 5, 6).

[Ipu orssai ToTiBKM BHACIIOK HEZOCTATHBOI MiHepaJisa-
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1ii KiCTOK 4eperna Bu3HaueHO JedopMaliito royiBku (puc. 7),
SKa JIETKO 3MiHIOBasa CBOIO (hOpMY TIPU HATUCKAHHI JaT4n-
KOM; BHCOKe («6aIiToBe») 4oJio, HiC i3 BUAMMUMHU, ajie HEI0-
CTaTHbO MiHEpaTi30BaHUMU HOCOBUMH KicTkamu (puc. 8);
3MeHIIeHi po3mipu HIkHBOI mmesen (puc. 9). Ilpn ormsami
exorpam CJIijl 3BEPHYTH yBary Ha 4iTKe 300pasKeHHsT MO3KOBUX
Gy/I0B Y HAMGIMKIOMY [I0 IATIMKA MO, 10 TAKOXK € HACII/I-
KOM TinoMinepatizaitii (puc. 7). SIKMxXoch iHIMNX BaJl PO3BUTKY
mrozia 260 XBOPOOINBIX O3HAK BUSIBJICHO He GYJIO.

CriBBiIHOIIIEHHS PO3MIPIB IJI0/Ia MAJTHM BiZIXUJIEHHS: PO3-
MipU MO304Ka, TOJIiBKM OyJiM TakKUMM, IO BiANOBIIAOTH
ouikyBaHUM 20-TH TVKHAM BariTHOCTH, TTIOIIEPEYHUI PO3MIP
JKUBOTA — 18-TH TIDKHAM, IOBKMHA MOKPYIEHIX, TIOJTaMaHIX
i, BiAmOBiAHO, BKOpOYEHHX TPyOUACTHX KIiCTOK BiANOBizasa
14—15-tu Twxkusim Baritaocti (puc. 10).

[lommiepoMeTpuyHi TOKA3HUKN KPOBOIIMHY B aprepii
MYHOBMHU Ta B MATKOBUX apTepisix Oy B MPUILYCTUMUX
MEKax, 10 BKa3yBajlo Ha 3arajibHuUii J0OPUil cTaH MaTKOBO-
IIJT0/IOBOTO KpoBOIIMHY (puc. 11).

Ha mizcrasi sHaiiieHNX yJIbTpa3ByKOBUX O3HAK BHCTaBJIE-
HO J[iarHO3 JIETAIbHOI (hOPMU HETOCKOHAIOTO KiCTKOYTBOPEH-
us IIA tumy, y 3B'13Ky 3 4YMM POJMHA BUPIIINJIA [lepepBaTh
BariTHicTh. TIpu MOC/IZKEHHI XPOMOCOMHOTO HaboOpy ILI0/1a,
SK 1 O4YiKyBaJIOCh, XPOMOCOMHHUX aHOMAJiHi He 3HAWJEHO —
3BUYAHWI 4oJsioBiuMii Kapiotutl. [icromarosoriune moci-
JUKEHHS T1J10/1a TIOBHICTIO MiZITBEP/INIIO MTOTIEPEe/IHIH /IiarHo3.

TTpu orssai GarbkiB OyJI0 3BEPHEHO yBary Ha HasiBHICTb
MEBHUX 03HAK MOPYIIEHHS KiCTKOYTBOPEHHS FOJIOBU Y GaTbKa
i 3arampHOI OAIGHOCTI prc 06amaus y Gatbka i mroma. [Ticms
OIJISILY IUTSYUX CBITJIMH GaThbKa, a TAKOXK IO/ MHCIst epe-
pUBaHHS BariTHOCTI MiATBEP/KEHO 3HAYHY CXOXKICTb PHUC
oOyI0BY TOJIOBK B 000X Buniagikax (puc. 12—17).

Ockisnbku y GaTbKa JUTUHHU TIPOTSTOM KUTTS He OYyJI0
[MOMIY€HO SKOICh IMiJBUIIEHOI CXUJIBHOCTI /10 TepesiaMiB i BiH
BiB 3BMYaliHUii c1IOCiO KUTTSA, OyJI0 3POOTEHO NMPUITYIEHHST
po HasgBHicTh y Hboro Jerkoi hopmu HK IV tumy. Binnosiz-
HO, BUTIA/IOK I010710T0BOI fAiarHocTrkyn HK B 11i#i ciM'T positi-
HeHo 5K Hetunoy poanuuy dopmy HK, Tomy mo IV tun HK
3a3BMYAll € HACJIZIKOM JIOMiHaHTHOI MyTattii. Poanni Hamano
TOPaJIN TIO/I0 MPOBEACHHS OAATKOBOI AIarHOCTHKY HaThKa, a
TaKOK BJKe HAPOUKEHOI B IMiH ciM'T 3710poBoi auTnHu. Tomy B
pasi baxkaHHs POJAMHU MaTH IIle CITLJIbHUX JiTell PEKOMeH/10Ba-
Ho nposenenns [IHK-TumyBanus ujeHiB poanHu 3 MeTOIO
BIPOTiIHOrO TMOPIBHSAHHS 3 MaWOyTHIM IJIOJZOM i yac
MOEIHAHOT TIPEHATATILHOI JIIarHOCTUKH.

BucuoBkn

1. HaBezienuit BUMaok CBOEYACHOI IIaTHOCTUKU PiIKiCHO-
IO CUCTEMHOTO 3aXBOPIOBAHHS — HEJOCKOHAJIOTO KiCTKOYTBO-
peHHd, 70 TOTOo X, jetanmbHOro IIA Tumy — € mpukiazom
e(PeKTUBHOCTI CHUCTEMHOTO Ta IOCJiZIOBHOTO MiIXOAY IO
MOEMHAHUX TPOCIBHUX JOMOJOTOBUX JOCTiKeHb | Ta
II Tpumecrpis.

2. JliarHocTuKa TOMIOHUX JIETATTbHUX Bajl PO3BUTKY TTiCJIst
22-X TUKHIB BariTHOCTI, 32 BITYM3HSIHUM YUHHUM 3aKOHO/[AB-
CTBOM, Ha KaJb, B)Ke He BILJIMBAE HA MOKA3HUKH TIePUHATAIID-
HOI CMEPTHOCTI, TOMY 11eli BUIIAJIOK 3aiiBUI pa3 Harajye 1po-
(dbecifinuM JKapCHKUM TOBapUCTBaM TIPO HEOOXiAHICTDL Bij-
KPUTOTO CITIJIBHOTO /IiaJIoTy 3 MOJITHKAMU Ta 3aKOHO/IABIISIMU
IO/I0 BIIOCKOHAJICHHS iCHYIOUNX B IEPUHATOJIOTIi IPUTINCIB.

3. baxxaHuM i KOpUCHUM BUJAETHCS TMPOBENCHHS YCiX
MPOCIBHUX TIPEHATAIBHUX MOCTIIKEHb y MPUCYTHOCTI 000X
6aThKiB HEHAPOJKEHOT IUTUHU: TIe Y JAeSKUX BUIAJKaX J0MO0-
Marae Jiikapesi y fiarHocTuaHiil poboTi, a B pasi BUABJIEHHS y
[JI0/1a Bajl PO3BUTKY UM IHIIMX XBOPOOJUBUX CTAHIB BariTHa
MO’KE OTPUMATH IICUXOJIOTIUHY IMiZATPUMKY CBOTO YOJIOBIKA.
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A case of diagnostics of untupical
domestic form of imperfect formation of hones
0.1. Solovyov, J.O. Goncharova, V.D. Zukin

Resume. The case of before-borning diagnostics at ultrasonic
research of baby in the II trimester of pregnancy, which had
the signs of mortal (IIA) form of imperfect formation of
bones, is described in the article. During examination of par-
ents the external displays of disembriogenesis at a father were
marked. The further study allowed to do a conclusion about
the presence of the inherited form of disease, when a father
had an easy (IV) form, and at his child the signs of type of this
pathology more dangerous for life are exposed.

Kantouesvie cnosa: ousembpuozenes, yiompassyxosas, 00po-
0oeast, npenamanvias duaznocmuxa, osteogenesis imperfecta.

176

Key words: disembriogenesis, ultrasonic, before-borning, pre-
natal diagnostics.

340POBLE MEHILUMWHDBI 1(33)/2008



