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Henmockonamuii  ocreorene3  (HO), (imar.  osteogenesis  imperfecta) "memockonaie
KICTKOYTBOpeHHA", xBopoba Jloomrelina-dposiika, XBopoOa "KpHUIlITaIeBOi JOAUHUA", - PIIKICHE
T€HETUYHO OMOCEPEKOBAHE 3aXBOPIOBAHHS CIIOJIYYHOI TKAHWHHU, IO XapaKTEPU3YETHCSI YaCTUMMU
nepesoMaMu, 110 BUHMKAIOTh SIK Yy JITE€M, Tak 1 B JOPOCIUX YHACIIJIOK IIJIBUIIEHOI KPUXKOCTI
kictok. Hapa3si BijoMoO, 1110 TEHETUYHOIO OCHOBOIO 3axBOpioBaHHA € Mmytalli y 20 reHax, 3 HUX

COL1Al 1 COL1AZ2 BianosiganbHi 3a 90% BuNaakiB pO3BUTKY IATOJOT1].



Yacrora 3ycrpivaiabHocTi 1:10000-20000 HOBOHApOKEHUX.

CniBBigHOIeHHs crared - M1 @ K1.

Myrariis B reni kosareny | tuny Ha 17921.31-922.051 1a 17¢921.3-922.1

Kox MKX Q78. 0 | HezaBepmieruii octeorenes | MixkaapoaHa kinacudikaris xeopoo (MKX-10)
OMIM: 162200; 162210; 162220; 259420



4 ocvoBHi Tunu HO (kiaacugikais 3a Sillence)
I Tun (ayrocomHo-gomMiHaHTHHI) CuHApOM XEBe
II Tun (ayrocomHo-penecuBHui) Jleranpauit HO ®poinika

[I Tin (ayroCOMHO-AOMIHAHTHHUM, ayTOCOMHO-PEIECUBHUN )
[monarnyHuil ocreoncarupo3 JloOmreHa

IV tun (ayrocoMHo-aoMmiHaHTHHI) Jlerka ¢popma



I Tun-HO ycnaakoByerbes 3a A/Jl Tunom (¢c-M Xese):

-IligBuIlIeHA JIAaMKICTh KICTOK

-Jledopmarris KicTOK Ha MICIII IEPEIOMY

-bnakutHi ckiepu

-I'myxora (ciMeiiHui aHaMmHe3), O11b y ByXax

-Y HOBOHApOIKEHNUX HOpPMaJIbHA Bara 1 3pICT

-ITomipHuii ckoimo3 (20% y roHOMY BiI1)

-Kuibkicts niepeniomiB Outbie 20 (1o 18-20 pokiB)

-Y BariTHUX, TOOKAJIbIEMIS], YACTI MEPEJOMHU II1]T YA€ BariTHOCTI, pO3POIKEHHS HIISIXOM KECAPEBOTO PO3TUHY

II Tun - Jleraasauiit HO ®@podtika: "moM'ATi KicTKU'"' - nepuHATAJBHO JieTaJdbHU 3 A/P

THIIOM YCIIAAKYBAHHSA

-Y m10/1a MHOKMHHI NEPEIOMU KICTOK

-JIOBT'1 KICTKM-KOPOTKI1 (1IHO/II iX HE MOKHA BUMIPATH 1111 yac Y 3/1), mHUpoK1, BUKPUBIICH]

-KopoTtka rpynHa kinitka (Moxe OyTH, 13BOHOMNO/110HA), YITKOTIOA10H1 pedpa

-Tonki KicTKM yeperna mioja (mia aiero Y 3-aarduka Moxe MPU3BOAUTH J10 AedopMallii uepena);
XBWJICTIOA10HE CKIICTIIHHS Yyeperia

-bnakuTHi ckiepu



|1l Tum HO- Imionarnunui ocreoncarupos Jloomrenna, 3 A/Jl ado 3

A/P THIIOM yCIIaAKYBAHHS.

-baakuTHI ckiaepy B JUTUHCTBI, HOpMaJibH1 a00 0/11710-01aKMTHOTO KOJIBOPY B JIOPOCITUX
-Ocnabnena ocudikallisi KICTOK yepena

-JIOBT'1 KICTKM BKOPOUYEHI1 Ta 31THYTI

-IIpu HapomKeHHI MHOXKMHHI MIEPETIOMU

-IIporpecye nedopmairist JOBrux KiCTOK 1 XpeOTa, 110 IPU3BOJIUTH 10 HU3BKOPOCIOCTI

IV tun HO- Jlerka ¢popma, A/l TUIl yCIaAKYBAHHSA.
-bakuTHI CKIIepy Y HOBOHAPOKEHHUX

-TpyOuacTi KICTKM HOPMaJIbHOI JOBKHHU

-beapeHHi KICTKM TPOXHU BUTHYTI



MixkHapoaHa HOMeHKIaTypa KOHCTUTYLIiOHalNIbHUX NOpPYLUEeHb CKeneTa

(MixknapoaHUi KoHrpec reHeTuku noauiHun, ICHG; 2009)

MixkHapoaHa HOMeHKIaTypa KOHCTUTYUiOHarnbHUX nopyweHb ckeneta (International Congress of Human
Genetics, ICHG; 2009)

1) INerknn, HepedopmupyoLLn

2 (1) Baxxknn, nepnHaTanbHo-netanbHa popma

3 (I, VI, VIII, IX, X, cuHgpom bpyka tmn 1) [TOMiIpHO TSXKKNW, NPOrpeCcUBHO 4edopMyHnm
4 (IV, VI, XI, XII, XII) CepeaHbOoBaXKKN

5 (V, cMHOpOM oCcTeONOpO3y-nNceBaoriomm, CepeaHbOTSKKNN, KanbLuikauis Mi>KKICTKOBOT
igionaTUYHMN IOBEHINbHUIA OCTEOMNOPO3, CUHOPOM MemMOpaHu nepeannivys

bpyka Tvn 11 2)



KiiHiyHO BUALIAIOTH 13 THIIIB HEJOCKOHAJIOI0 OCTEOreHe3Y:

|-V Thnu MaroTh NEPEBAKHO ayTOCOMHO-/IOMIHAHTHUN TUN yCHaAKyBaHHA. [[e(eKT MICTUTBCS B reHax
COLTAI Ta/abo COLIA2.

HO I tuny xapakrepusyerbcs HasiBHICTIO AedekTy B reHl COL1A1, 110 npu3BoAUTh 10 3HUKEHHS KIJIBKOCTI
BUPOOIIOBAHOTO KojlareHy I tumy.

[Tpu 11-1V tunax npuzBoasath mytaiii B reHax COL1A1 1 COL1A2.

3a V tuny myraiis B reni IFITMS 3a HO npu3zBoauTh 10 NOPYILIEHB PEryIsiiii MiHEpasi3aliii KiICTOK.
VI-XIII - ayrocoMHO-perieCUBHUM

3a VI tuny Bunukae mytaitisi B reHi SERPINF1, mo npu3Boauth 10 1edeKkTy MiHepati3ailii KICTKOBO1
TKaHWHU.

3a VII (ren CRTAP), VIII (ren LEPRE1) i IX (ren PPIB) - pesynbrar gedekry npouecy 3-riipOKCUIIOBAHHS
KOJIareHy.

3a X i XI tuniB € myraiis B reHax SERPINH1 1 FKBP10.

3a XIHI tuny myrariist B redi SP7, nopyimienHst gudepeHiiroBaHHsS 0CTe001acTiB.



KainiuHi 0co0JIMBOCTI

1) CnagkoBuii aHaMHe3.

2) IlepenomMu KiCTOK 3a MiHIMaJIbHOI TpaBMHU a00 0€3 Hei 3a BiJICYTHOCTI.

3) HeBucokwuii 3picT.

4) bnakuTHI CKIIEpH.

5) Henockonanuii J€HTUHOTEHES.

6) [Iporpecyroua BTpara ciyxy (4acTilie B OCTIyOepTaTHOMY TIEPIOI1).

7) CnaOKiCcTh 3B'SI30K Ta 1HII NPOSABU JUCIUIA31i CIIOJYYHOI TKAHWHHU.

8) MHOXHMHHI NEPEJIOMH MPOTITOM TPUBAJIOTO MEPI0Ty Yacy Ta PI13HOI CTa/Ii1 3aTrOE€HHS.

9) "Pub'su1" xpeb11l Ik HAC/I1JOK KOMIIPECIMHUX TIEPEIOMIB XpeOTa.

10) BopmieBi (10/1aTKOB1) KICTKH, 1110 BU3HAYAIOTHCS B AUISHII IIBIB Yepera, po3mMipoM 10 4-6 MM y
niamMeTpi abo Oijblile, 3 TEHACHIIIEI /10 PO3TalllyBaHHS Yy BUIISAII MO3aiku, npucyTH1 y 60% aiteit 3
HEJIOCKOHAINUM OCTEOTEHE30M.

11) AueraOynsapHi npoTpy3ii, 3a SIKUX 3aMaJuHa KyJIbIIIOBOTO CYII00a € HaATO NIMOOKOI0, 1 KYJIbIIIOBA
3amajiiHa BUIMMHAETHCS B TOPOKHUHY Ta3a, CIIPUYUHSIIOUM BHYTPIITHOUECPEBHE BUITMHAHHS KYJIbIIIOBOT
3aMaguHU Ta TOPYILICHHS XOIH.

12) Hu3bka miiibHICTh KICTKOBOI TKAHUHU, 1110 BUSBJISAETHCA MiJ] YaC PEHTTCHOTrpadpIuHOTO JI0CIIIKEHHS,
0CO0IMBO JICHCUTOMETPIi. Bi3Haue€HO KOPEIISIIII0 MK MiHEpaIbHOIO IIIBHICTIO KICTKOBO1 TKAHUHHU 1
PH3UKOM PO3BUTKY MEPETOMIB.



I HenockoHauil 1eHTUHOTCHE3 baakuTHi ckiepu




ETionmarorenes HO

» Quantitative defects of
type 1 collagen : mutations
on COL1A gene, production
of premature stop codon or
a microsense frame
shift, which leads to mutant
messenger RNA (mRNA) in
the nucleus

» Cytoplasm contains normal
alpha, mRNA; reduced
amounts of structurally
normal collagen produced

» Mild form of disease
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. ETionmatrorenes

Monekyna konareny I TUITy CKIaa€eThbCs 3 TPhOX MOJINENTUIHUX JaHIIOTIB (BOX al 1 ogHOro a2), siki
YTBOPIOIOTH MOTPIAHY CIIpalIbHY CTPYKTYpy. st mpaBUiibHOro popMyBaHHS MOTPIMHOT cripati

JIAHITFOTH KOJIAr€HY IMTOBUHHI MaTH Y CBOEMY CKJIAJIi 3aJIMIIOK TIIMHY B KOXKHIN TpeTik mo3utii (X-Y-Gly).
Haii0ub1il TUIIOBOIO MPUYKMHOKO PO3BUTKY HEIOCKOHAJIOTO OCTEOTEHE3Y, 1110 TPU3BOJIUTH 10 aHOMAJIIi B
MOCJIIJJOBHOCTI JIAHI[IOTa KOJIAreHy, € TOYKOBa MyTallis, sSika BIUIMBA€E Ha 3ainuinok minuHy B reHax Coll Al abo
Coll1 A2. 3a HassBHOCTI TaKoi MyTallli KJIITUHU BUPOOJISIOTH CyMIIll HOPMAJILHOTO Ta aHOMaJIbHOTO

KOJIareHy, BHACIIIOK 4Oro (PeHOTUI XBOPOOU MOXKE BapitOBaTH BiJI JIETKOTO JO JIETAJIBHOTO 3aJIe’KHO BiJ TOTO,
SKOTO 3 JIBOX JaHIIOTIB (al abo a2) TopKHyJIOCS, BiJl pO3TalllyBaHHs AUISHKH, B K1 BUHUKA€E 3aMiIlICHHS, B
NOTPIHIN cIipatl, 1 BiJ] TOT0, Ha IKY aMIHOKHCIIOTY B1JI0YBa€ThCS 3aMiHa IIILUHY. BOJIOKHA KOJIareny
3a0€3MeuyIOTh €JIACTUYHICTh KICTOK 1 OpIEHTOBAH1 B IEBHOMY HAMPSIMKY 3 PO3TAIlIOBAHUMU MIXK HUMH
KpHUCTaJIaMH T1IPOKCHUANATUTY, sIK1 3a0€311€UyI0Th MEXaHIYHY PUTIIHICTh 1 MIIIHICTb.



KicTkoBa TKaAaHNHA

Normal R —— CrragkoBe 3aXBOPIOBAHHS, 3a SIKOTO
Cortical
(01 Tveour onpormen ) NOPYIIYEThCS (POPMYBaHHS KICTKOBOI TKAaHUHH.
Q—ﬂ

B ocHOBI JIeXXuTh 1eeKT KonareHy 1-ro Tuiy -
CTPYKTYPHOTO O1JIKa KICTKOBOI TKAaHUHHU. XBOPi 3
ITUM 3aXBOPIOBAaHHSM MAarOTh HEJOCTATHIO
KIJIBKICTH 1ILOT'0 Ol/IKa, 00 HOro AKICTH HE
B1AIIOB1JIa€ HOPML.
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bypoBa KonareHy (Tpu noninenTUAHI
naHumru, asa a1 i oouH a2, siki yTBOpIOKOTb
NOTPINHY crniiparibHy CTPYKTYpY)
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KJIHIYHAUA PO3BIP

Baritna C. 26 pokiB: yrepiiie 3BepHYJIacs B HAIll [IEHTP y TepMiH1 rectaiii 24 THXHI1 3 MA03POI0 Ha CKEJIETHY
JWCIUIA3it0 y Mio/1a, BUsBIIeHY M1 yac Y3/1.
Ckapru: Ha nepioJJUYHO TATHYY1 001 B IUISIHIII HU3Y )KUBOTA 1 ITOMEPEKOBOTO BiAALTY XpeOTa, Ha IIBUAKY
CTOMJIFOBAHICTb.
Jlana BaritHicTs II, HacTana 0e3 npekoHIEeNnIadbHO1 MIAroTOBKH. [IpoTikana Ha i1 paHHBOTO T€CTO3Y Y BUIIISII
HYJOTH Ta OJIFOBaHHS.
3 anamHe3y : BIJIOMO, 1110 HApOAWIACs B1J APYroi JOHOIIEHOT BariTHOCTI B 39-40 THKHIB, (p1310JIOTYHUX MOJIOT1B
13 Baroto 2900 r.
VY Bi1i 3 pokiB MepeHeca MEPEIOM MPaBoi TPyOoUaCTOI BETUKOTOMIIKOBOT KICTKH O€3 3MIIICHHS.

VY Bi11 4 pokiB MepeHecIa MEPEIOM JIIBOT BEJIMKOTOMUJIKOBOI KICTKH 0€3 3MIIIICHHS.

VY Bi1i 4,5 pokiB - IEepeIOM MPaBOi KIIOYHIIL.

VY Bi1i 4 poku 11 Mics1iB - mepeaoM J1BO1 KIIFOUYHIII.

VY BiIl 5 pokiB - onepaliisi Ha MPaBoOMY KOJIIHHOMY CYIJIO01 BHACIIIIOK TPABMHU.

VY Bi11 9 pokiB - onepartiisi 3 IPUBOAY MYNMKOBO1 rpuxKi, BctaHoBieHuit [IMK I cT.,

VY Bii 1 2 pokiB - nepenom 4 najblis Ha MpaBiid BEpXHIA KIHITIBIII.

VY Biti 14 pokiB - mepesoM JIiBOi BEIUKOTOMIJIKOBOT KICTKH.



Y ¢enoTumi xkiHKU: HU3BKUHM 3picT 158 cM, Bara 49 kr,

pycsiBE€ TOHKE JIAMKE BOJOCCS, OJAKUTHI CKJIEpHU, BUKPUBICHHS HOCOBOI IIEPETOPOJIKH,
BUCOKE IMAHEOIHHS, JOBra Imus, OJiJl IMIKIpHI IIOKPHUBH IIIJIBUIIEHOI €IaCTHYHOCTI,
rinepMOOUIBHICTh CYTJI001B, By3bKa I'pydHa KJITKa, CKOJI03, MyNKOBa rpuka (CTaH MICIA
OTNIEPaTUBHOTO JIKYBaHHs ), KIIMHOAAKTEe1s |V naablisi BEpXHBO1 MPABOi KIHIIBKH.
OOTsi>keHMil PoAOBIA: y pigHOI cecTpu 1 Oarbka B aHaMHE31 4YacTl MEPEJOMH JIOBTUX

TpyO4aCTUX KICTOK.



Pe3ybTarn 00CTEKEHHS

Y3J1 () ckpuniar OyB npoBeaeHn y 12 THIKHIB BariTHOCTI, BUCHOBOK: TATOJOTIi HE
BUSIBJICHO.

Pesynbrar | 610XiMIiYHOTO CKpHHIHTY - IMoka3Huku PAPP-A-1,05 MOM (0,5-2,0), B-
XI7JI-1,07 MOM (0,5-2,0) B Mmexxax HOpMH, 1HAUBIAyadbHHN pU3HK Tpucomii 13,18,
21 - HU3bKUH.

ITpu mposenenni Y31 (II) ckpuniary. B tepmini 19 TwkHIB recramii Big3HAYaBCS
rinepexoreHHuit pokyc (I'ED) - 2,4 MM B TOPOXKHHUHI JIIBOIO IITYHOUYKA CEPIIS.

Y TepMmiHi 24 THXHI BariTHOCTI MPOBOJAWIIOCA MOBTOpHE Y3/, ne Big3Haudanacs
CKeJIeTHA AWCIIa3ig y Iroma. Posmipm romoBu 1mioma Ha 23-24 tmwkHI (61MM),
xuBoTa Ha 24 TwxHI (OXK-181MM), MOBKHHA CTETHOBUX KiCTOK Ha 21-22 TmxHi (35),
JOBKHMHA TUICU0BOI KicTkH Ha 22-23 TmwxkHi. (37Mm), TED-2,7MMm.



IIpoeneno Y3/I ex. consilio B MCMMI'T] -IIP(O)3: BaritHicTb 24,4 ThX. 3a aHaMHe30M, 23-24 Tk 3a Y3/1. Y mioaa
3BEpPTAJIM Ha c€0€ yBary BKOPOYEHHS JJOBIUX TPYyOUaCTUX KICTOK, OUIBIIOI0 MIpOIO cTerHOBUX -21,4 Tk, (Busasneno
3MIHU: pO301’)KHOCTI B TEpMIHAX Ha 2 THXKHI1 (TOJI0BA, )KUBIT - 23 THUKHI1), BKOPOUCHHS JJOBIUX TPyOUACTUX KICTOK
O1IBIIIOI0 MIPOIO CTETHOBHMX, BOHU BUKPUBJIEHI, HEOJTHOP1AHOT OCU]iKallli, HE MOKHA BUKITIOUUTH
BHYTPIIIHLOYTPOOHUH MEPEJIOM OHI€T CTErHOBOI KICTKH Y T10/a. byso 3amiio3peHo CUCTEMHY CKEJIETHY JUCILIA3I0 Y
roaa. MIILL
3 onsiay Ha (DEHOTHIT BariTHO1, HASIBHICTH OUIBII HIXK 5 TIEPEIOMIB B aHAMHE31, YaCT1 MEPEJIOMH B ii CECTpH 1 OaThbKa,
MOKHA JTymMaTH Mpo HexockoHanui octeorenes I tuny (AJl-tun ycnaakyBaHHs) BariTHOI Ta y II0JA.
Judepenuiiauii psaa Bkitodae: rimodocdarasiro, KaMIoMeIyHy JUCIIa3ito, TyOyI0Iarii Ta 1H. CHCTEMHI CKEJIETHI
JTUCILIA31].
JI1s1 yTOUHEHHS 11arHO3Y K1HII OyJI0 PEKOMEH0BAHO OOCTEKECHHS.
- Koncynprats npodecopa I'pedaninoi O.41., 3 MeTO yTOUHEHHS iarHO3Y.
- Y3JI B nuHaMiIi,
- V3]1 HUpOK BariTHOI,
- Hocmimxkenus ¢pochopHO-KaabIIEBOTO OOMIHY,
- T'AT, oxcurnponiH,
- 25 (OH) I,
- Bitaminu: B9, B12,
- bioxiMiyHuii aHai3 KPOBI,
- HocmimxenHst noniMop(pHUX BapiaHTIB T€HIB CUCTEMU

(ostaTHOTO NUKITY 1 (PaKTOPIB 3rOPTAHHS.
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Pe3yiibTaTH 00CTEKEeHHS

Busipiieno noxiMopdizm y reHax ¢ostarHoro nukiay: reH MTRR66GG (rereposurora); reH MTHFR677 CC
(HOpM. ToMo3uroTta), reH MTR2756 AA (HopM. romo3urora).

-Anam3 noaimMop@13MiB, acoliiioBanui 13 TpoMoogunuHuMu craHamu: TeH FI 20210 GG (HopM. romo3urora),
reH FV 506 RR (HopM. roMo3urora).

-BusiBieno nommopdizm, acoiiioBaHui 3 apTeplajibHOIO TINepTEH31€r0 Ta IHGapkToM Miokapjaa: reH AGT 1
174TM (rerepo3urora), reH AGT II 235MT (rerepo3urota).

-I'omonucTein-7,51 MKMoIb/11 (111 TPETHOrO TpuMecTpy 4,3).

-dDomieBa kucnora (Bitamid B9) -52,98 mmons/in| (52,55-119,59).

-Ilianoko6amamin (Bitramin B12) -0,125 amoins/i | (0,148-0,443).

-25 (OH) J1-54,33 umonw/a| (51-75).

-IHdexTonoriune oocrexxenns: Hociit BIIT 72 Tumy.

- Excripec-TecT cedi: BC1 MOKa3HUKUA B MEXaX HOPMH.

-bioximiuHuii aHami3 KpoBi: miroko3a 4,17 mmonw/n (4,22-6,11), cedoBuna | 1,8mmons/n (2,1-7,1); ny>kHa
docdarasza, xonecrepud 3aranbauii, ACT, AJIT, tpurninepunu, kanbiii, Gpocdop, kpeaturid, ['TT -nmokazHuku
B MEXaX HOPMH.

-Excrnipec-TecT cedi: ycl MOKa3HUKU B MEKaX HOPMHU.

-JIoOoBUit aHami3 cedl: ceuoBa kuciaoTa 175 [Mmons/nody (333-583), I'AI" ceui-50 ox LIIIX (10 50).



IIpoBeneno koHcyabTalio npodecopa I'peuaninoi O.51.

3 omsay Ha CKapTW, aHAMHECTHYHI JaHl, JaHl (PEHOTUNY, POAOBOY, PE3yJIbTaTh OOCTEKEHHS, OYB BCTAHOBJICHHUI
aiarao3: BaritHicTs 25-26 TwxHIB (Bl Y3/]), deTanpHi mapaMeTpH IJI0/1a BIAMOBIIAOThH. roJoBa Ha 25-20 THXKHIB,
KUBIT-24-25 THXKHIB, CTETHOB1 KiCTKH 23-24 THXKHIB).

Y moaa 1y BaritHoi Hegockonanmit octeorenes, |l tum (Al Tunn ycmagkyBanHus).

byno npu3HadeHo KoMILIeKCHY Tepamito: Bitamin C, Metadomnin (B9), Omera3, metninkobdanamin (B12), dexpucros.
JlieToTeparnis (MOJIOKO, YepBOHA 1Kpa, MPOAYKTH 30aradeHi BitamiHoM C).

JlonatkoB1l MeToIM oOcTexkeHHs (nocuimkeHHs Al 3a ¢ppaxiisiMu, OaKTep10I0TIYHUAM aHaI3 ceyl).

I1ig yac MOBTOPHOI KOHCYJIBTAIIIT:

- Biramin B12 -0,127 umons/n| (0,148-0,443)

- 25(OH)/1-54,31 amons/a | (51-75)

- Biramin C-9,754 umons/n (5,1-9,17)

- Biramin B5 -6,21 mxomns/n (5,1-9,17)

- Bitamin B6 (nmipunokcun) -16,01 ar/ma (8,6-27,2)

- Kir.anami3 kpogi: Hb-112 r/n

- l'omorucrein -7,48 mxmonw/i 1 (IH-rpumectp 3,3)

- [HdexTOoNIOTIUHE 0OCTEKEHHS: BariHaIbHUN KaHIU]103.

- 'AT" kpoBi: Baxkko po3uunHi cyabdormikanu 1 dpakmii 11171- 13.01 Ox ( 1.17-2.75)

3aranbHi cynbdormikaan - 23.19 Ox 1 (8.12-15.64)

PozuunHi cynsdormikanu (XoHApoiTHH-6-cymbdar) 9,19 Ox (4.93-9.87)-1 dpakiis

CepenHbopo3unHHI cyibdormkanu (XoHapoiTuH-4-cynbdar)-11 ¢ppakmis-0,99 Ox (0,59-4,57).



IIponoB:xeHHsI: MOBTOPHOI KOHCYAbTaLIl npogecopa I'peuaninoi O.4.

VY3/1, BucHoBok: BaritHicTe 34-35 THXk. 3a JaTor0 MeHcTpyalii. detanbHl MapaMeTpu MioAa BiAMOBIAAIOTH: TOJIIBKA
34-35 TUXKHIB, CTETHOBI KICTKH BKOpoueHi (BianosigatoTh 30-31 THKHIO), BUTHYTI, 1e(OPMOBaHI B MICISX MEPEIOMY
3 O3HaKaMH JIeMIHepaizaiii.

VY mmona 1y BariTHO1 HeoCKOHaIM# octeoreHes, |1l tun (AJl-Tun ycraakyBaHHS).

Bucoxkuii pu3uk TpaBMaTUYHUX YCKJIAHEHD I11]1 4ac MOJIOTIB, SIK MaTepl, TaK 1 JUTHUHH.

AHaN3yroun OTpUMaH1 JiaHi, BIAMIYAETHCS TEHJCHINS 10 BUKPUBIICHHS KICTOK KIHI[IBOK, HOBUX IE€PEIOMIB HEMAE,
CTapl BIIHOBIIOIOTHCS, TOMY PEKOMEHYETHCS MPOJOBKEHHS PO3MOYATOl TEparii, ToMy 10 BiTaMmiH /[ 3anuiaeTbest B
1,5 paza HUKYUM 32 BEPXHIO MEXY HOPMU, MIABUILICHUMH 3JIMIIAIOTHCS PIBEHb TOMOIIUCTEIHY. J[1ETHUHNX 0OMEKEHB
y OUIKOBIM 13K1 HE MOTPIOHO, ajie CJIJ MIATPUMYBAaTH PEMITHIIFOBAaHHSI TOMOILIMCTETHY B METIOHIH npu3HadeHHsIM TMG
(TpuMeTWIDINIIKH), MeTadoiiny, BiTamiH /I3, Bitamin C, Omera3.

Jlomosiorosa rocmitanizalis Ta po3pojikeHHs B [lepuHaTanibHOMY LIEHTPI.
Big pexoMeHJ0BaHOTO MOJICKYJISPHO-TEHETUYHOIO JOCIIKEHHSI 3 METOI MIATBEpAXeHHs aiarHo3dy HO- BariTHa
BIJIMOBUJIACS.



IIpeHaTajibHA JIAarHOCTUKA:

Henockonanuii octeorenes Il 1 III TumB Moxe Oyt A1arHOCTOBAaHUM MPEHATAIBHO.

VY3]1 niarnoctrka: Bizyasizaiiisi BHyTPIIIHBOYTPOOHUX MEPEIOMIB, 30UIBIICHHS TPO30POCTI IMMHHOTO MPOCTOPY 1
TOBIIMHM KOMIp1eBoi ckiiaaku (I Tvm); 3HUXKEHOT €XOT€HHOCTI KICTOK IJ10/1a 3 MOJAJIBIIAM BUSBICHHSIM MHOKHUHHUX
nepesioMiB, Aedopmarriii (14-i TUKIECHB).

3 18 TrkHA aedopMarlis JOBrUX TPyoOuacTUX KICTOK 3/0€3 IXHbOIO BKOPOUEHHS, O3HAK MepesioMiB, ocTeorneHii (3a 111
TUmny), 3piaka micas 20 twxkHs 3a [V tumy 113

biomcisi BOpCHHOK XOpiOHa 3 KYJIbTUBYBAaHHSM KIIITHUH (HasBHICTh KOJIareHy | Ty y BUINISII TOCTTPAHCIISIINHOT
cynepMoaudikallii mpoKoJiareHy Ha elaekTpodopesi, a00 BOPCUHOK XOpi0OHA/aMHIOIIEHTE3Yy 3 METOI OTPUMAaHHS
deranbHOo1 JJHK 11151 MOJIeKyIsIpHOTO aHalli3y I'eHiB, sIKi OEpyTh Y4acTh Y PO3BUTKY HEAOCKOHAJIOIO OCTEOTeHERY).

3rigHo 3 KIIMHIYHUMM PEKOMEHIAIiIMU €BPOIIEMCHKOT OpraHi3allii KOHTPOI MOJCKYIsipHOro TectyBanusa (European
Molecular Genetics Quality Network, EMQN), nepiiuM KpoOKOM JI0 paHHBO1 J1arHOCTHUKH HEJI0CKOHAJIOTO
ocTeoreHesy € MojiekyasspHuid anani3 reHiB COL1A1/2, a micis BTOpMHHOI OLIIHKY Ta MiATBEPXKSHHS J1arHO3y -
anam3 JIHK iamux npuunHHux rediB. [IpeHaranbHa abo nepeaiMiuianTalliiHa TeHeTUYHa J1arHOCTHKA 3
MOKJIMBICTIO TIEpEPUBAHHS BariTHOCTI 400 YHEMOXKJIMBJICHHSI IMIUIaHTAIlli eMOpIOHa, 1110 Ma€ MaTOTE€HHY MYTallilo,
MO>KJIMBA B pa3i BUSIBJICHHS BXXE BIJOMUX MATOJOTTYHUX BaplaHTIB MyTalliil TEHIB.
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Pe3yabTar BariTHOCTI: MUIBHUYHUEN TE1aTp MOBIJIOMUJIA JIaHi, MOJIOTH BIIOYJIHCS B TEPMiHI
38 TwxkHiB y XI'TIL, nuisixoM kecapeBoro po3tuny. Hapoawnacs aiBuunka 3 Baroto 2800r.

[Ipy Bumwmcioi ngiarHo3: Y HOBOHAPOKEHOI, Jedopmailisi CTErHOBUX KICTOK. BuBux
Ta30CTErHOBHUX CYTJIO0IB.

CiM's Ha koHcyapTaniio B MCMI'L-LIP(O)3-He 3'aBuinacs.

31 ciiB Jikaps, ciM'a nepeixana xxutu B [lonraBy 10 0aTbKiB.

MonekynsipHO-TeHETUYHE JOCTIHKEHHS TOCTHATAJbHO 3 METOH IMMIATBEPIKCHHS J11arHO3Y:

Henockonanoro ocreorenesy Il tuny nuisixom iaeHTr(IKaLT MyTaHTHOTO reHa B Mosekym JIHK

COL 1A1 ta COL1AZ2 - He npoBOAMIIOCS.



JlabopaTropHo-iHCcTpyMeHTaIbHA AiarHocTuka HO:

-JlocnipkeHHs: KonareHy, oanaHc Kaibliiro, pocdopy, ayxHoi ¢pocdarazu, BitTaminy D y kpoBi, ['Al" kpoBi
Ta C€4l, TOMOIIUCTEIHY, BITaM1HM Ipynu B.

-IToniMopdHI BapiaHTH IeHiB CUCTEMHU (DOJIATHOTO LMKITY 1 (PAKTOP1B 3ropTaHHS.

- Y3]1

-Pentrenorpadis.

-JIeHcuToMeTpito (OlIHKA MiHEPAJIBHOI IIIJIBHOCT1 KICTOK).

-biomnciro KICTKOBOiI TKAHUHU 3 MOJAAJIBIINAM JOCIIKEHHSIM OTPUMAHOTrO 3pa3Ka.



JAndepeHuiajbHa JIarHOCTHKA

Axonaporenes I Tuny (ren SLC26A2) - HaitTsiokua (hopMa BPOIKEHOT XOHAPOAUCILIA311 (Bajla pO3BUTKY
KICTKOBOI Ta XPSIIIIOBOI TKaHWH). XapaKTE€PU3YETHCS 3MEHILICHUMHU PO3MIpaMu T11a, KOPOTKMUMU KiHI[IBKAMU,
OpaxiakTWII€0 (KOPOTKI TOBCTI Majblli), By3bKOIO IPYIHOIO KIITKOIO Ta IHITUMH CKEJIETHUMHU aHOMAJisIMHU,
301JIBIIIEHUM KHUBOTOM.

HeonaranbHuil rinepnaparupeos - 3aXBOPIOBaHHS, 10 MPOTIKAE 3 TIIIEPKaIbIIEMIEI0, HOPMAJILHUM 200
1ABUIIIEHUM BMICTOM JIyKHO1 hocaTaszu, 3 BUCOKMM MMapaTrOPMOHOM y KPOBI Ta OCTCOIICHIEIO 3
MEPI0CTAIIBHOIO €JICBAII€O.

IndanTuabHa rimogocdarasis - ayToCOMHO-PEIECUBHE 3aXBOPIOBAHHS, 110 MaHIPECTY€E B AUTAUOMY Billl 3
ne(eKTiB KICTKOYTBOPEHHSI, 1[0 XapaKTEPU3yIOThCS BUPAKEHUM OCTEONOPO30M, MIKpOMEi€0, nedhopMalliero
KIHIIIBOK 1 IIEPEIOMaMH.

Hacnigku )KopCcTOKOro moBOIKEHHS 3 JIThbMU a00 HEBHUIIaKOBOI TPaBMH.



Koya-Kapnentep cunapom (reaun P4AHB, SEC24D) xapakrepusyeTbest 1eopmaiiisiMi KiCTOK,
MHO>KUHHUMHU TIepesioMaMu (KICTKOBUM (PEHOTHUIT CXOXKHUI HA HEJOCKOHANMK ocTeorenes IV tumy 3
pPELMAMBYIOUMMU AladizapHUMH NiepeoMaMu), OYHUM €K30()TaIbMOM (3aBISKH HasIBHOCTI HETTTHOOKHUX
op0IT), NITO30M, KPaHIOCHHOCTO30M, BUPAKEHUMH JTIOOOBUMHU ropOaMu Ta Tiapoiedaiero.

Cunapom bpyka (renu FKBP10, PLOD2) - ayrocoMHOpELIECHBHHUM CTaH, IO XapaKTEPU3YEThCS
KPUXKICTIO KICTOK, BPOJI)KEHUMH KOHTPaKTypaMu Cyriio01B, KIMIIOHOTOCTICTIO, HOPMaJbHUMH a00
OJTaKUTHUMU CKJIEpaMU 1 HasIBHICTIO BOPMIEBUX (BCTaBHUX) KiCTOK.

Cunapom Egepca-/lanno (ren PLOD1, COL3A1, COL5A1, COLSA2 i nesiki inmi) - pigKiCHE CIIaJIKOBE
3aXBOPIOBAHHS CITOJIYYHOI TKAHUHU, SIKE KJITHIYHO XapaKTePU3YETHCS TIIMOTOHIEO 1 K1POCKOII030M i 4ac
HAPOJKEHHS, TIEPMOOUIBHICTIO CYITI001B, HAJETACTUYHICTIO 1 KPUXKICTIO IIKIPH.



Xaiay-Yeiini cunapom (ren NOTCH?2) - ayTocOMHO/IOMIHAHTHE 3aXBOPIOBAHHS KICTKOBO1
TKaHWHM, JIJIS SIKOTO XapaKTepHI HU3bKOPOCIICTh YHACIIIOK 3aTPUMKHU POCTY, KOHIYKTHBHA
MPUIIIYXyBaTICTh, TUCMOP(DIUHI 0COOIMBOCTI 00JMYYS Ta TOJI0BU (MIKPOTHATISI, MPCYTU3M, HU3BKO
pPO3TaIllOBaH1 ByXa, MaJICHbKUW POT), paHHs BTpara 3y0iB, OCTEONEHIs1/0CTEONOPO3, AaTOJIOTUHI
nepesoMy, BOpMi€eBI (BCTaBH1) KICTKH, HECIIPOMOXHICTD IIBIB OKOCTEHIHHS.

Ocreonucniiactuuna repoaepmisi (red SCYL1BP1) - pinkicHe ayTOCOMHO-pPEIIECUBHE
3aXBOPIOBAHHSI, 1110 MOEIHYE KICTKOBY MATOJIOTIIO (KApPJIMKOBICTh, MOIIUPEHUN OCTEONOPO3,
KOMIIPECIHI IepeIoMu XpeOIliB, JOBIMX TPyOUaCTUX KICTOK, PIAKO - BUNAJKH Ki03y/CKOII03Y,
BOPMIi€BI1 KICTKH, TIIOIJIa31s1 BEPXHbBOI MIEJENU Ta MPOTHATH3M HUXKHBOI 111eJIenn) 3 ¢haciiiaabHO0
(medopMallisi ByIIIHUX PAKOBHH), @ TAKOXK 13 HEJOCKOHAIMM JICHTUHOTE€HE30M, TATOJIOTTYHUM
CTAHOM IIKIPHUX MOKPHUBIB Y BUIVISA/II B'SJIOCT1 Ta BUPAXKEHOI 3MOPIIEHOCTI IIKIPU 00414 3
MPOBUCAIOYMMHU IIIOKaMHU (TIALIIEHTH MAKOTh CTapEUMil BUITIS).

AYTOCOMHO-pPelleCUBHUN 0CTEONeTPo3, ado ""MapmypoBa' xBopo06a KICTOK (HAUYACTIIIMNA I'eH
TCIRG1), - kIiHIYHAA CHHAPOM, IO XapaKTepU3YETHCS HE3MATHICTIO OCTEOKIIACTIB pe30pOyBaTh
KICTKOBY TKaHWHY Ta, K HACJIJIOK, MOPYIICHHSIM MPOLIECY PEMOACITIOBAHHS KICTKOBOT TKAHUHHU
(CUHII1, IIT0 BUHUKAIOTh, Ta KPOBOTOUYMBICTh TKAaHUH).



Birtamin D-nedinuTHuii paxit npu3BoauTh 10 1ePEKTy KICTKOBOT MiHEpasi3allii Ta MOPYIIEHHS B I03piBaHH1
XOHJIPOLIMTIB Ha KIHIAX MUIACTUHOK POCTY, Y 3B'SI3Ky 3 UMM KICTKH CTalOTh M'SIKUMU (OCTEOMAJIALLisA).

InionaTuYHU BEHIJIBbHUI 0CTEONOPO3, SK MPABUIO, IPOSBISIETHCS B MPEITyOSpTaTHOMY IIE€Pi0/il 1 BKIIIOYAE B
cebe ocTeonopos 1 nepenomMu. HemockoHanuii IEHTUHOTEHE3 MOKE€ BUHMKATH OKPEMO B1J HEJIOCKOHAJIOTO
OCTEOTEHE3Y SIK 130JIbOBAHE CIAJIKOBE 3aXBOPIOBAHHS 3 AyTOCOMHO-IOMIHAHTHUM THUIIOM YCITaJIKyBaHHS BHACIIIIOK
myTaiiii y reni DSPP na xpomocowmi 4.

Cunapom Makk'tona-Oaopaiita (ren GNASI) nporikae 13 BTOpHHHOIO Tinodocdaremiero, 110 BUHUKAE Ha T
BTpatu Gocdopy 13 ceuero (rinepdocdarypis), 1110 TPU3BOAUTD 10 PO3BUTKY OCTCOMAIIAIIII.

Cungpom DaHKOHI - 1[e YPAKEHHS TPOKCUMAIBHUX HUPKOBUX KaHAJIBIIIB.

IyxnuHO1HIyKOBaHa OCTEOMAJISIIIS - TAPAHEOTIACTUYHUI CUHAPOM 13 BTOPUHHOIO rinodocdaremiero BHACTII0K
3HUKEHHS HUPKOBOi peadbcopOiiii pocdopy 3a HopMaibHOT a00 HU3bKO1 KOHIeHTpalii 1,25-nurigpokciBitTaminy D y
CUPOBATIIl KPOB1, OCTEOMAJISIIIEI0 Ta MIOTIATIELO, 110 € AHAJIOTTYHUMH JI0 THX, [0 CLIOCTEPITalOThCs MPU CTIAAKOBIN
rinogocdaremii.



JlikyBannss HO:

KomruiekcCHUM miaxi;
-JlieTorepanis (y paiioHi Mmae OyTu Kaibiii, pocdop 1 BiTamin D, puba, MOJIOYHI IPOIYKTH, UL 1 TOPIXHU).

-Xipypriudi MeToau (3a Baxkux GopM JyIs 3an1001raHHs TIepeioMaM HUKHIX KIHIIIBOK, BCEPEINHY KICTOK TEJIECKOMIYHI
CTPWKHI, IITU(TH), BUIIPABICHHS CKATIO03Y.

-BripaBu (criemiagbHUN KOMIUIEKC PyXiB, SIK1 JIOTIOMAraroTh 3MIITHUTH M's131, OTIOPHO-PYXOBHH amapar).
-KoHcynprartis ncuxorepanenta (y pas3l cTpaxy OTpUMaHHs 4YeproBoi TPaBMHU ITij] 4ac XOJb0u).

-Jliku: 6ipochonaru (BIIMBaIOTh HA KICTKOBUM METa00J113M; 10MIOMAaraloTh 3ylTMHUTH PYHHYBaHHS KICTKH, 30LIbIIYIOTH 11
MIHEpAJIbHY IIUIbHICTh, 3MEHITYIOTh O1J1b 1 3HWXKYIOTh KUIBKICTh TIEPEIOMIB).

-KnitunHa 1 renHa Tepanis (nepelyBatoTh y pazi po3poOku). s gikyBaHHS JIHOAWHI IJIAHYIOTh BBOJUTH CTOBOYPOBI
KJIITUHM, SIK1 € MONEPETHUKAMHA OCTEO0ACTIB, 1110 (POPMYIOTh KICTKOBY TKAaHUHY 1 CHHTE3YIOTh KOJIareH.

Takox TPOBOJATE JOCHIIKEHHS, 3a IKUX HaMararoThCsl IEPECaPKyBaTH B KICTKY Malli€eHTa HOro BIacH1 KIIITHHU-
0CT€00IaCTH 31 3MIHEHOIO T€HETUYHOIO CTPYKTYpOr0. BOHM MarOTh CHHTE3yBaTH KOJIAreH 13 HOPMaJIbHOIO OyI0BOIO
MOJICKYJIH.



Yekaaagnenusa HO:

-YacTi pecnipaTopHi 3aXBOPIOBAHHS.

-C3PII

-BIIP, MBIIP

-BigmapyBaHHs IJ1allEHTH

-IlepequacHi nonoru

-Makpornedanis (YCKJIaIHEHHS 1111 Yac IMOJIOTIB, SIK 3 00Ky MaTepl, Tak 13 OOKY JTUTUHU).
-I'ineptpodis mmoaa (aediuut macu Tina).






JIAKYI0 32 yBary!



