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HECOBEPIIIEHHBINI OCTEOT'EHE3:
BHYTPVCEMEVHBIN KAMHUYECKUU TTOAUMOP®U3IM
STUOAOTUYECKU EAMTHOHN ®OPMbBI 3ABOAEBAHUS
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Hecosepmiennsiit octeorenes (HO) (osteogenesis
imperfecta; MKB 10 — Q78.0.) — remeTudyecKu rerTepo-
reHHas Trpymna 3a0oJieBaHUI, B OCHOBE KOTOPBIX JIEKUT
HapyIenre GopMUPOBaHUA KOCTHOH TKaHu. HO aBiseT-
cs, IO COBPEMEHHBIM IIPE[CTABIEHUAM, OMHUM U3 CAMBIX
YacThIX HACJIeJICTBEHHBIX 3a00JieBaHUI KOCTHOI cucTe-
MBI, BCTPEUAIOIIMMCS B PAa3JUUYHBIX CTPaHAX MHpa C
yacroroit mpumepro or 1 ma 20 000 mo 1 ma 50 000
HOBOPOJKJEHHBIX. K OCHOBHBIM KJIWMHUYECKUM IIPOSAB-
neausaM HO oTHOCSTCS MOBBIIIEHHAS JIOMKOCTH KOCTE
(kak mpaBmJIO, TPYOUATHIX), AedopMarus KocTei cKeJe-
Ta, HUBKUH POCT, «TOoJy0as» OKpacKa CKJEp, CHUMKeHUe
OCTPOTHI CJyXa 3a CUET Pa3BUBAIOIIETrOCS OTOCKJepos3a
U aHoOMaJuu JeHTuHAa. [IoBBIIIIEHHAS JJOMKOCTH KOCTEH
U «Toaybasg» OKpacCKa CKJIep SABISIOTCS OOJUTraTHBI-
MU CHUMIOTOMaMu 3abojieBaHmus, (OPMUDPYS TaK Ha3bI-
BaeMble «MHUHUMAJIbHBIE» NUATHOCTUYECKUE KPUTEPUU.
ITIpumepro 90% Bcex cemMeWHBIX ciaydyaeB 3abojeBaHUSA
COOTBETCTBYIOT ayTOCOMHO-IOMUHAHTHOMY THUIYy HacJje-
IOBaHUsA; OCTAJbHBIE caydyan 3a60eBaHUS HACIEAYIOTCS
b0 MO0 ayTOCOMHO-PEIeCCUBHOMY THIY, JUOO IIpej-
CTaBJI€HBI CIIOPAAMUYECKMMHU cayuadmu. Hecmorpsa Ha
TO, UTO K HACTOSAIIEMY BPeMeHU UAeHTUDUIMPOBAHO
6osee 10 pasIWUYHBIX T'€HOB, BOBJIEUEHHBLIX B Pa3BUTUE
pasaunuubix TumoB HO, y a6cosoTHOro GOJIBIITHHCTBA
OONMBHBIX C KJIWHUYECKUM IUATHO30M «HECOBEpPIIeH-
HBIZI ocTeoreHes» HalmeHbl myranuu B reme COLIAI
unu B reie COL1A2. 9Tu reHbI OTBETCTBEHHBLI COOTBET-
CTBEHHO 3a CUHTE3 aMUHOKHUCJIOTHBIX IIOCJIEJOBATENb-
HOCTeH o- U Og-Ielell koJlareHa tun I, aBisaiomero-
cA TJIABHBIM CTPYKTYPHBIM 0O€JIKOM KOCTHOW TKaHW U
Ba’KHBIM KOMIIOHEHTOM COEIMHUTEIbHONU TKAHU APYTUX
oprauoB.I'en COLI1AI, mpoTsAXeHHOCThI0O B 18 T.I.H.,
coZep:KuUT 51 9K30H, B KOTOPHIX BepuUGUIMPOBAHO OoJiee

600 pasmuunbix myranuii. 'ew COLIA2 cocrour us 38
T.I.H., COAEPKUT 52 9K30HA, B KOTOPHIX OOHAPYKEHO
6osmee 400 myramuii. ITosararmoTr, 4TO 9TH TeHbI JIUIIIE-
HBI «MYTAI[MOHHBIX I'OPSAYUX TOUEK» U OOJbIIIAA YaCTh
00HAPYIKUBAEMBIX MYTaIUi, KaK I[IPABUJIO, SABJISIOTCS
VHUKAJIbHBIMU IS KayKaA0i cembu. OOHAPYKeHUe «IIpU-
ynHHBIX» MyTanuii B renax COL1IAI1/COL1A2 sBnsercsa
noaTBep:kgennem auartosa HO. OgHaxko coBpeMeHHBIE
MOJIEKYJISIPHO-TeHeTHUYeCKe MeToAbl auarmoctTuku HO
B OOJIBIIIMHCTBE CJIy4aeB MAaJjo AOCTYIHBI B IpPaKTHUe-
CKOM 3JpaBOOXpaHeHnr. VIMEHHO B 9TOH CBSA3U 3HAHUE
KJINHUKO-TEHEAJOTUUYECKUX U (PEeHOTUINUUYECKUX IIPHU-
3HAKOB 3a00JIeBaHUSA SABJIAIOTCA OCHOBOI [JIsA BbIAeJe-
HuA cpeau auddepeHIInalbHO-IUAarHOCTUYECKOr0 pALa
3a00JIeBAHUI OMOPHO-IBUraTEJILHOTO alllapaTra CJIydaeB
HO. Bmecre ¢ TeM CHEKTp KJIMHUYECKUX MPOSBICHUNA
HO xapakrepusyeTcs 3HAUUTEJIbHBIM pasHOOOpasumeM
CHUMII-TOMOB ¥ CTEIeHM WHX BBIPAYKEHHOCTH HE TOJIBKO
cpeau IMAIMeHTOB, CTpajaroiux pasHeiMu tunavmu HO,
HO ¥ Cpeay MAIleHTOB C OJHUM U TeM »Ke TUIIOM 3aboJie-
BaHUA.

B macrosiei nyoIuKaIuy MbI IPABOAUM OIIMCAHNE
POOCTIOBHOM, B TpPeX IMOKOJEHUSAX KOTOPOH MUATrHOCTH-
poBaHO 5 cayuaeB 3aboJsieBanus (mpobaHm:, ABOe IeTeid,
6pat u orer mpobanga). 113 5 60IbHBIX HAMU JUYHO OBLIN
ob6cenoBaHbI TPoe. [IBoe GOMBHBIX OBLIN HEJLOCTYITHBI IS
o0cJieoBaHus, MHPOPMAIUSI O HUX IIOJydYeHa M3 OIpPO-
ca POACTBEHHMKOB. K mpusHaxkaM, KOTOPbIe BBIABJIEHBI
y Bcex 5 0OJbHBIX, OTHOCATCSA: OAWH U TOT K€ BO3pacT
Havasia 3a6oseBanus (B 3—4 roja), mepesoMbl KOHEUHO-
creit, 001 B KOHEUHOCTAX, CKOJINO3, T'OJy0Oble CKJIEPHI,
miaockoctonue. C Apyroi CcTOPOHbI, KINHAYECKAS KapTU-
HA ¥ KaXJI0ro 00JbHOIO OTJIMYAIACH MHAUBUAYAIbHBIMU
0COOEHHOCTSIMMU.



