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Cmamabs nocssujeHa cpasHumesribHoMy aHasnu3y cemeUlHbIX U cnopaduquKux Cl/iyd4aee HecoeepuweHHO20 ocmeoeceHesa I muna Ha
6bI60pKe u3 35 nayuenmos. B pe3ynbmame coriocmaesieHuUsa KIuHU4YecKux cumMrnmomoe U rpu3Hakos, a makxe HeKOmopbIX KITuHU-
KO-r1rabopamopHbIx 0aHHbIX He bblio 8bIS8IIEHO CywecmeeHHbIX pasnuyud Me)Kdy cemelHbIMU U criopaduyeckumu CriydasmMu Heco-
8epweHHO020 ocmeozeHe3a Hu o obuwjel KIuHUKo-nabopamopHoU KapmuHe, HU Mo CriekKmpy OCHO8HbIX CUMITIMOMO8 3abornesaHus. B
mo Xe epeMsd pas3siudusda 8 HaCmOMmHbIX XapakKkmepucmuKax HeKOmMopbIX KINUHU4YeCKU 3Ha4uMbIX CUMITIMOMO8 (GpeMFI MaHughecmayuu
3abornesaHusi, Yacmoma dedJopmauuU HUWXHUX KOHeYHocmel U USMeHeHuUe pocma) Mocym paccmampuseamhbCs 8 Kadyecmee 00HO20 U3
B803MOXXHbIX qbaKmopoe OUEHKU ms>xecmu HecosepuweHHO20 ocmeoeceHesa.
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The article describes a comparative analysis of family and sporadic cases of osteogenesis imperfect type | in a sample of 35
patients. A comparative analysis of the clinical signs and symptoms, as well as some clinical and laboratory data, showed no significant
differences between family and sporadic cases of osteogenesis imperfecta neither in general clinical presentation nor in the symptoms
variety. At the same time, the differences in the frequency characteristics of some clinically significant symptoms (time of onset,
frequency of deformities of the lower extremities and altered height) can be considered as one of the possible factors of assessing the

severity of osteogenesis imperfecta.
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HecoBepweHHbIi ocTeoreHe3 (HO) npeactasnser
cobol reHeTMYeCKWN reTeporeHHyto rpynny 3abonesa-
HWIA, 06beaAnHEHHYIO B 06LYI0 HO30/1I0MMYECKY0 rpyn-
ny no BeAyLeMY NMpu3HaKy — MOBbILWEHHOM JIOMKOCTH
kKocTten [1-5]. MNonaratoT, YTO WINpPOKOE pa3Hoobpasme
KNMHWn4Yecknx nposisneHnin HO obycnosneHo, rnaBHbIM
obpasom, cneundunYHOCTbIO reHeTnyeckoro aedekTa,
CBSI3@aHHOr0 C OAHMM M3 TMNOB 3aboneBaHusa. Bmecrte
C TEM O4YEeBUAHO, YTO OCOHEHHOCTM FreHeTUYECKON KOH-
CTUTYLMN KOHKPETHOro YesoBeKa M pas3sinyHbie napa-
Tunmnyeckme dakTopbl BHOCAT onpeaeneHHbl BKag B
dhopMmnpoBaHme KAMHUYECKOro noauMopdusma 3abo-
neBaHus faxe B paMmkax KoHKpeTHoro tvna HO [2, 6].

Llenb pa6boTbl — npoBefeHMe CpaBHUTENbHOMO CO-
NMOCTaB/IEHMS U @aHaNU3 KIIMHMKO-NabopaTopHbIX NokKa-
3aTefniel U MHCTPYMeHTaslbHbIX XapakKTepPUCTUK ceMel-
HbIX U crnopagnyeckmnx cnyyaes HO I tuna.

MaTtepuanbl 4151 NpOBEeAEHUS CPABHUTENIbHOIO aHa-
nmsa ocobeHHOCTelr KAMHWMYeCcKon KapTuHbl 3abone-
BaHWs nosnydeHbl npu obcnegosaHmm 35 6onbHbix (10
MY>CKOIro U 25 XeHCKOro nona) n3 KIMHUK MOCKBbI U
CaHnkT-lMeTepbypra. AnarHo3z HO I Tuna y 12 60nbHbIX,
OTHECEeHHbIX K crnopaaunyeckum cnydyasm 3abonesaHus,
NMOCTaB/IeH Ha OCHOBaHWW pe3y/ibTaTOB KJINMHUYECKUX
n nabopaTopHO-UHCTPYMEHTaNIbHbIX MeToAoB obcne-
AOBaHUS U OTCYTCTBUS CXOXUX MO KJIMHUYECKUM Mpo-
aBneHnaMm 3aboneBaHMn B HECKOSIbKMX MOKONEHUAX
ponocnoBHon; rnybuHa reHeanormyeckoro noucka B
cpegHeM coctasuna 3-4 nokoneHus. K ceMenHbIiM cny-
YasM OTHeceHbl 23 60MbHbIX, Y KOTOPbIX B POAOC/IOB-
HOM OTMeuYeHbl NOBTOPHble cny4van 3abonesaHus. Qua-
rHo3 HO I TMna y 5 nHAMBMAOB, OTHECEHHbIX K CEMEN-
HbIM CnyyasM (4Be CeMbW), NOATBEPXAEH pe3ynbTaTa-
MW MPSIMOro CeKBEHMpPOBaHMS reHa al uenu konnareHa
I Tvna (COL1A1).

KnuHuyeckme faHHble BKAOYanM: xanobbl naumeH-
Ta, ceMelHbI aHaMHe3 C CoCTaB/IeHMeM pOAOC/OBHOMN,
aHamHe3 6onesHn n nogpobHoe onucaHuve deHoTMna.
NMommMo npobaHpga 6blAM TwaTenbHO 06CnenoBaHbl

OOCTYMNHble ANna BpayebHOro KOHTPONS POACTBEHHMU-
Kn 60NbHOro, 4TO MO3BONSANO MNOATBEPAWUTb Hacnen-
CTBEHHYIO npupoay obHapyXeHHoM naTtonoruun. Ans
opMUpPOBaHUA MOMHOIO onucaHua deHoTMna naun-
€HTa MCMoJb30BannUCh 3aK/OYEHUS Y3KUX crieyuanu-
CTOB: opToneja, Kapawonora, OKynucra, CTOMaToso-
ra, cypgonora un ap. U3 MHCTpyMeHTanbHbIX MeTOA0B
uccnenoBaHuns Havbonee BaXHbIMKM MeToAaMu 6binu:
peHTreHorpadus, MarHUTHO-pe3OoHaHCHas ToMmorpa-
dna NO3BOHOYHMKA, MOoKasaTenn AEHCUTOMETpUU AN
BbISIB/IEHUS OCTEOrnopo3a M KakK nokasaTesb AUMHaMu-
KW naTonormyeckoro npouecca. KomnnekcHas oueHka
BK/IlOUA@Na TakXe [AaHHbleé O COCTOSAHWU BHYTPEHHUX
OpraHoB WMAW CUCTeM: aXokapauorpadus, ynbTpasBy-
KOBOE WccnefoBaHWeE opraHoB OprOWHON MOAOCTU U
noyek u Ap. MeToAbl, NOATBEpPXAAlLMe comaTude-
CKYI0 NaTosiorunio.

OueHka noflydyeHHbIX AaHHbIX 6blna nposedeHa Mo
€AMHOM ANarHOCTUYECKOW nporpaMMme, YTo MO3BONUIIO
pa3spaboTaTbh CTaHAAPTM30BaHHYK aHKETY, BK/OYaB-
WY CTPYKTYpPUPOBaHHbIE 3N1EMEHTbLI, B TOM 4Yucne no
cucTtemam n opraHam.

Pesynbtatbl nccneposaHma

Bce naumeHTbl 66111 pasgeneHbl Ha 2 rpynnbl: B Nep-
BYIO rpynny Bowu 60/5bHbIe CO CNOpaAnNYeCcKMMn ciy-
yasmMu 3aboneBaHuem (NepBbli U €ANHCTBEHHBLIA CNy-
yan B poAocnoBHON) — 28,6%; BTOpasa rpynna npea-
CTaBfieHa NauneHTaMum ceMelHbix cnydaeB (71,4%).
deHoTUNMyeckme (KNIMHUYECKNE CMMNTOMbI U NPU3Ha-
KW, @ TaK)Xe HeKOTOpble KINMHMKO-abopaTopHbie AaH-
Hble NaUMeHTOB) NpeacTaB/ieHbl B Tabnuue.

[aHHble, npuBeaeHHble B Tabnnue, CBUAETENbCTBY-
0T O Ype3Bbl4anHOM pa3Ho06pasmmn KIMHNYECKMX NMpo-
aBneHuin HO, nNposiBASIOWMXCSA KaK CKesIeTHbIMKU, Tak
W BHeckeneTHbiMn cumntomamu. K Hambonee yacTtbiM
nposiBfieHMsM 3a6oneBaHMs MOXXHO OTHECTU MOBbILLIEH-
HYK JIOMKOCTb KOCTEM, KOTopasl BCTpedaeTcs y Bcex
obcneayeMbix NaUMEHTOB M Apyrue CKeNeTHO-CyCTaB-
Hble aHOManuu, ycromdmeas roaybas okpacka cknep.
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Ta6bnuua.
Oco6eHHOCTM (PEeHOTUNOB WU pe3ynbTaTbl MHCTPYMEHTaJIbHbIX WUCCNefoBaHMW AByX rpynn
naymeHToB ¢ HO

1-4 rpynna nauneHToB 2-9 rpynna nawuueHToB

HOTUMUYECKUA NPU3HAK 9
VLD ec pusHa (cnopaanyeckme cny4dan) (cemeiHble cnyyan)

KoCTHO-cycTaBHasa cucrteMa

JlomkocTb KoCTeNn 100% 100%
KunesuaHas aedopmauns rpyaHon KNeTku 20% 4%

BopoHkoobpa3Has gedopMaunsa rpyaHon KneTku 20% 24%
Ckonuotuyeckas gedbopmaums no3BoOHOYHUKA 60% 96%
Kudos n kndockonnos 10% 16%
JedopMauns HUKHUX KOHEYHOCTEN 70% 16%
M'MNepMobuNbHOCTb CYCTaBOB 50% 40%
BbiBUXM, NoaBbIBMXM 6onee YeM B 1 cycTaBe unm 40% 16%
NoBTOPSItOLLMECS B OAHOM CyCTaBe

Mnockocronue 90% 92%

YenCcTHO-NnueBbIE NPU3HAKKU

HapyweHunsa aeHTMHOreHesa 60% 36%

KoXHble, MbIlLEeYHbIE MPOSAB/IEHUS

Fony6bie cknepel 70% 92%
MoBbIWEHHas pacTIXMMOCTb KOXM (6onee 3 cm) - 24%
ToHKaa nerkopaHmMmas Koxa 10% -

KenongHble pybubl - 4%
MblWweyHas rMnoToHNs U/ unu rmnoTpodms 40% 12%

rpr)KVI M nponancel opraHoB n/vnn nocneonepa-

0] o,
LUMOHHbIE TpbiXu 10% 20%

JononHuTenbHble KIIMHUYECKUE NPU3HaKU

BpoxaeHHas runotpodus 40% 24%
P poaenan n 0 1 roga 40% 200
— c 1roga Ao 5 net 300/2 160/2
— ¢ 5 net n crapuwe

Hu3kuin pocT (Ha MOMEHT ocMoTpa) 50% 28%
Mponanc MUTpasabHOro KnanaHa - 8%
Opyrvue mansle aHoManuun cepaua 20% 12%
MTo3 opraHos 20% 4%
Mwuonusa 10% 12%
AcCTUrMaTusm 10% 24%
OTOCKNEepO3, CHUXKEHME cnyxa - 28%
OcTteonopo3 (No AaHHbIM AEHCUTOMETPUN) 80% 40%

AKYLWIEPCTBO. TMHEKOJIOIUA. 3HAO0KPWUHOJ10I A
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BmecTe c TeM cpaBHeHWe (EHOTUNUUYECKUX NposiBne-
HMI B rpynnax 60/ibHbIX BbISABU/IO Pa3inyms B 4acToT-
HbIX XapaKTepucTukax psga CMMNTOMOB M MPU3HAKOB.

Mepenombl KOCTEN BCTpeYarTcs Y BCeX 60/bHbIX U
ABMSAOTCA MNAaTOrHOMOHUYHbLIM CMMNTOMOM 3abonesa-
Hua. OZHaKO Mpu OUEeHKe BpeMeHu MaHudecTaumm
3aboneBaHus 6onee paHHee Hayano (C poXaeHus Ao
roga >XW3HW) XapaKTepHo Ans nepBoi rpynnbl 60nb-
HbIX N cocTtaBmno 40% B CpaBHEHUN C BPEMEHEM Ha-
yana 3abonesaHus Bo BTopown rpynne (24%).

Obpalwaer BHMMaHME BbiCOKasi YyacTtoTa aedopMaumnil
HWXKHUX KOHeuHocTer (70%) B nepBoW rpynne naumneH-
TOB B CPABHEHWW C 4YaCTOTON, NOyYeHHOM Ans 60/bHbIX
BTOpoM rpynnbl (16%). HecmMoTpsa Ha TO, YTo B 06eunx
rpynnax oTMeYeHbl 1 Apyrue cnyvan BOBIEYEHUS KOCT-
HO-CYCTaBHOW cucTeMbl (Ckonmos, kndos, KunesmaHas
nnm 6o4koobpasHas rpyaHas knetka, cabnesmaHble ae-
dopMaumm ANNHHBIX TpybYaTbiX KOCTEN), UX YacCTOTHble
XapaKTepUCTUKN OTNNYAIOT KIMHUYECKYO KapTUHY Cro-
paguyeckmx n CeMenHbIX cny4vaes 3aboneBaHus.

Mo AaHHbLIM NUTepaTypbl, MOYTM Y BCEX NALMEHTOB C
HO Habniogaetca nameHeHue pocta — 60/bHbIE HUXE
CBOUX 340pOBbIX POBECHWKOB. O4HAKO B HacToslLeM
uccnefoBaHMM 3TOT MNPU3HAK BCTpevaeTcs uvauwe y
nauneHToB MNepBON rpynnbl (CNopaguyeckue cnydawm,
50%), uem BTOpOW (CemenHble cnyyan, 28%).

AHOManuu AeHTrHa (onanecumpytlowme, «sHTapHble»
3y6bl), paspyLleHHble NONOCTU MynbMbl, N CYy>XEHHbIE
KOPOHapHO-KOPELUKOBblE CTbIKM paccMaTpuBaeTcs B
KayecTBe OT/IMYUTENIbHbIX TFEeHEeTUYECKMX MpPU3HAKOB
HO [2, 7, 8]. B HaweM wuccnenoBaHuM HapylleHUs
OeHTUHoreHesa 3aperncrtpuposaHo B 60% cny4vaeB B
nepson n B 36% BO BTOPOW Fpynne COOTBETCTBEHHO.
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