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KnuHnyeckuin cnyyaii / Clinical case
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Pesiome

B craTbe npeacTaBneHbl COBPEMEHHbIE B3MNAAbl KNMHWULMCTOB M FEHETUKOB Ha OAHO M3 Hanbonee THXeNblX HacneACTBEHHbIX 3a60-
NeBaHUiA COEAMHUTENBHOW TKaHU U CKeNeTa — HeCOBepLUEHHbIV ocTeoreHes. [peacTaBneHbl JaHHbIe IMTepaTypbl 0 YaCcToTe, reHeTu-
4eCcKoW HeOAHOPOAHOCTU HECOBEPLIEHHOO OCTEOreHe3a U ponu psaa 6enkos, y4acTBYHOLWMX B MOCTPOEHUM KOCTHOM TKaHK, @ TakxKe
[aHa KAMHMYecKas Knaccudumkaums 0CHOBHbIX TMNOB 3a601eBaHUS. ABTOPbI OMUCANU KIMHUYECKUIA CTyYait: Y AEBOYKM C TUMUYHBIMMI
KMHUYECKMMW U PEHTTEHONOMMYECKMMU NPOSIBNEHWAMM Clyqait HaMbonee peaKoro U3 BCEX TUMOB HECOBEPLUEHHOIO OCTeoreHesa —
Il TMR (NnepuHaTanbHO-NETaNbHbIN, BPOXAEHHbIN HECOBEPLLUEHHDIN OCTEOreHes, CMHAPOM Bponuka). AnarHos y peberka sepuduumpo-
BaH C MOMOLLbIO MONEKYNSAPHO-TEHETUYECKOTO aHaNM3a MeTOLOM MapanieNbHOro CEKBEHUPOBAHWS, BbISIBIEHA paHEE He OMUCcaHHas
B /uUTepaType retepo3nrotHas mytaumsa c. 1966G>A B 29-m 3k30He reHa COL1A1, obycnoBuBLIAS 3aMeHy MMUMHA HA CEpPUH
B 656-i no3uumn. OTMeYeHbl pob aHTEHaTaNbHOM AMArHOCTMKM U BAXKHOCTb MELMKO-TEHETUYECKOrO KOHCYAbTMPOBAHMA CEMbM
[0 NNaHUPOBaHMS Cneaytolenn 6epeMeHHOCTM BCIEACTBME UMEIOLLErOCS pUCKA MOBTOPHOIO poxaeHms 6onbHoro pebexka. B cessm
C TeM, 4To 6OMbLIAS YaCTb MNALMEHTOB C Hanbosiee NPOrHOCTMYECKM HebnaronpusTHbIM || TMMOM HECOBEPLIEHHOMO OCTeOreHe3a, Kak
npaBwio, NornMbaeT BHYTPUYTPOOHO, NPMBEAEHHBIN CTy4al HAbNOAEHNS LEBOYKM C TUMUYHBIMU KIMHUYECKMMU U PEHTTEHONOMNYe-
CKMMU Npu3HaKaMu 3ab6oneBaHNs B TEYEHWE MOYTU 3 MeC. MOCTHATANbHOTO NEPMOAA SBASETCS KPalHe peknM M BECbMa NoKa3aTenb-
HbIM. [LONONHUTENbHYIO BaXKHOCTb ONMUCAHHOMY HAabNIOAEHUIO NPUAAET BbISBNEHWE METOAOM NapanienbHOro CEKBEHUPOBAHWUS paHee
He OMUCaHHOW B AnTepaType MyTaumm . 1966G>A B reTepo3nroTHOM COCTOSIHUM B 29-M 3k30He reHa COL1AL.

KnioueBble cnoBa: HecoBepLUEHHbIM OCTEOreHe3, BPOXAEHHbIE NePENOoMbl, aHTEHATaNbHAS AUATHOCTMKA, MEAUKO-TEeHeTUYECKOe
KOHCYNbTMPOBaHWe, peakas mytaums B reHe COL1A1
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Abstract

The article presents the modern views of clinicians and geneticists on one of the most severe genetic disorders of skeletal and
connective tissues — osteogenesis imperfecta. The review provided the literature data that showed the incidence rates, genetic
heterogeneity of osteogenesis imperfecta, as well as the role of some proteins involved in the construction of bone tissue, as
well as a clinical classification of the main types of the disorder. The authors described a clinical case: a girl with typical clinical
and radiological manifestations of the rarest of all types of osteogenesis imperfecta - type Il (perinatal-lethal, congenital
osteogenesis imperfecta, Vrolik's syndrome). The child’s diagnosis was verified by a parallel DNA sequence analysis which showed
a heterozygous mutation in exon 29 (c.1966G> A) of COL1A1 gene not previously described in the literature. It caused the
substitution of glycine for serine at position 656. The role of antenatal diagnostics and the importance of medical genetic
counselling of the family before planning the next pregnancy due to the existing risk of re-birth of a sick child is outlined. Due
to the fact that majority of the patients with the most prognostically unfavourable type Il osteogenesis imperfecta, as a rule, die
in utero, the described case of observation of the girl with typical clinical and X-ray signs of the disorder for almost 3 months of
postpartum period is extremely rare and highly indicative. The detection of the heterozygous mutation in exon 29 (c.1966G > A)
of COL1A1 gene by a parallel DNA sequence analysis which was not previously described in the literature gives an additional

significance to the described observation.

Keywords: osteogenesis imperfecta, congenital fractures, antenatal diagnostics, medical and genetic counselling, rare

mutation in COL1A1 gene

For citation: Klimov L.Ya., Vdovina T.M., Pechenkina V.A., Zhelezniakova TV., Zakharova I.N., Dolbnya S.V., Kuryaninova V.A.,
Kastarnov A.V.,, Shmalko D.A., Tsutsaev R.O., Bykov Yu.V. Osteogenesis imperfecta: a literature review and a clinical case
of a perinatal-lethal type of disease. Meditsinskiy sovet = Medical Council. 2021;(17):226-234. (In Russ.)

https://doi.org/10.21518/2079-701X-2021-17-226-234.

Conflict of interest: the authors declare no conflict of interest.

BBELEHME

HecoseplieHHbI ocTeoreHe3 (osteogenesis imperfecta,
6onesHb SlobwTeltHa — Bponwmka, HecoBeplueHHOe KocTeobpa-
30BaHue, 60Me3Hb «XPYCTaNbHOTO YenoBeKa») — reHeTU4ecKku
reTeporeHHoe HacneaCcTBEHHOe 3aboneBaHne CoeanHNUTENbHOM
TKaHW 1 CKeneTa, XapakTepu3yoLLeecs NaTonorMyeckoi NoMKo-
CTblO KOCTEM M CKMOHHOCTBbIO K MepenomMaM, BO3HMKAOLLMM
B pe3y/ibTaTe TPaBM C HECOOTBETCTBYIOLLEN oW, B 3aBncmnMo-
CTM OT TWNA U TKECTU TeYeHWs Yy MALUMEHTOB HabnoparoTcs
W Apyrve KIMHUMYeckue npu3Haku 3aboneBaHus, Takume Kak
nedopmauma ckeneta, HU3KOPOTIOCTb, ronybble CKnepsbl, Npo-
rpeccupyioLLast TYroyxoCTb, aHOManuu aeHtuHoreresat [1-5].

YacTota HecoBepleHHOro OCTeoreHe3a B Pas/MyHbIX
CTpaHax Mupa B cpefHeM coctaBnseT 6—7 Ha 100 TbiC. HOBO-
poxaeHHbix. B Poccuitickon ®enepauuun, no AaHHBIM
®epepanbHoro pernctpa 2015 r, oHa 3aMeTHO HMxe:
1,08 Ha 100 TbiC. peTel, Npu 3TOM HaubonblMe 3HAYEHUS
[AHHOTO nokasatens BbigBneHbl B Cubupckom -
1,5 u B Mpueomkckom - 1,35, a camble HU3kMe — B CeBepo-
3anagHoM denepansHoM okpyre — 0,28 Ha 100 Tbic.? [1].

MNcTopuyeckn cYmMTanoch, YTo raBHOM MPUYUHON Heco-
BEPLUEHHOrO OCTEOreHes3a CNYXKWUT HapyLUEHUE CUHTE3a KON-
nareHa | Tvna, 9BNSIOLLErOCS OCHOBHbBIM CTPYKTYPHbIM KOM-
MOHEHTOM KOCTHOIO MaTpuKCa, NpW 3TOM HabnAaoTCs
reHeTUYyeCkn LETEPMUHUPOBAHHBLIM AedeKkT B MepPBUYHON
CTpyKType 6enka unm HapyweHue ero akcnpeccun. CornacHo
CYLLECTBYIOLLEN CTAaTUCTMKe, Y MmaumeHToB B 90% cnyuyaes
0TMEeYalTCs HaceLyoWwmecs No ayTOCOMHO-A4OMUHAHTHOMY
Tmny myTaumm B reHax COL1A1 n COL1A2, obecneymBatowmx
CMHTE3 a,- U a,-Lienen Konnarewa [6, 7].

1 9xsaesa [.T. HayyHoe 060cHOBAHUE HOBbIX N0OX0008 K OUAZHOCMUKE U JIEYEHUI0 HECOBEPWEHHO20
ocmeozeHe3a y demeli: asmoped. Ouc. ... KaHO. Med. Hayk. M.; 2016. 24 c.
2Tam xe.

C 2006 r. BblLeneHbl HOBbIe, TaK Ha3blBaeMble Hekosare-
HoBble, MyTauun (CRTAP, LEPREZ1, PPIB), obycnosnvBatowme
peLeccuBHble BapuaHTbl 3aboneBaHus. JKCNpeccupyeMble
3TUMKU reHaMu Benku KpaiHe BaxHbl AN GOpMMPOBAHUS
TPOMHUYHOM CMMPanM KoNNareHoBbIX Lenen. Ha ocHoBaHMM
MONYYeHHbIX B MOC/ELHUE rofbl CBEAEHWI YCTAHOBMEHO, YTO
MpUYMHA HeCOBepLIeHHOro OcCTeoreHesa o06ycnoBneHa
He TO/MbKO MepBMYHbIM AedEeKTOM KOAMareHa, Ho U Hapylue-
HMEM ero MOCTTPaHCISALUMOHHOW MoaMduMKaummn, a Takxke
M3MEHEHMEM XapaKTepucTuK 6enkos, obecneuynBaroWwmx
peMoLenmMpoBaHme KOCTHOM TKaHu [3, 6-9].

B 2012 r. BbigBNeHa ToyeyHas MyTaums B reHe IFITMS5,
00yCcnoBnMBaoLLas aHoManbHy anddepeHLMpoBKY OCTeO-
6nacToB Ha paHHel CTaguMM npouecca MX CO3peBaHMs.
B pe3ynbraTe nponcxoasdT HapyLeHne MMHepanbHOM KOMNO-
3UUMM KOCTM U HOpMMpPOBaHMe AedeKTHbIX KPUCTanioB
rMAapoKcMnanaTuTa, BCIEACTBME Yero pa3BMBAETCS MCTOH-
yeHHas u aedopMMpPOBaHHAsa KOCTb, He CNOCOOHas nepeHo-
CUTb GM3MONOrMYeCKyto Harpysky. Kpome aHoManumit ckeneta,
[aHHag MyTauus urpaet 6oNblyo poib B GYHKLMOHMPOBA-
HUWM UMMYHHOWM CUCTEMDI.

B TeyeHne nocnenHunx net obHapy>eHo CBbille noayTopa
[leCATKOB HOBbIX F€HOB, MyTaLMW B KOTOPbIX OTBETCTBEHHbI
3a pa3BMTME HecoBeplueHHOro octeoreHesa’ [3, 10]. K Hum
OTHOCAT ClefyloLMe reHbl:

BMP1 - obecneyvBaeT cuHTE3 M AndOEpPEHUMPOBKY
ocTeobnacTos;

CREB3L1, UAM® - OTBETCTBEHHbIW 3NEMEHT, perynmpyet
obpasoBaHue npokonnareHa | Tuna;

FKBP10 - B ponu wanepoHa NnpuHUMaeT yyactue B Gop-
MWPOBaHUKM TPOMHOM CMpanu npokonnareHa | tuna;

P4HB - dbepMeHT BHYTPMKNETOYHOIO MPOLECCUHTa;

3 Axsesa [.T. HayuHoe 060cHOBaHUE HOBbIX N0OX0008 K QUAZHOCMUKE U IEYEHUK HECOBEPLIEHHO20
ocmeoeeHe3a y demeli: asmoped. ouc. ... KaHO. Me0. Hayk. M.; 2016. 24 c.
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WMT1 - 6enok curHanbHOro nyTu, akTuBaTop 0cTeob1acTos;

PLOD2 - yuyacTByeT B rMapOKCMAMPOBAHUM IM3UHOBBIX
OKOHYaHMWIM B BONOKHAX KONareHa;

SEC24D - oTBeTCTBEHEH 3a OTAENEHWE BE3UKYN OT 3HA0-
M1a3MaTUYeCKOro peTUKyyma;

SERPINF1 - MHOrodyHKUMOHaNbHbIM 6enok - MHrMbu-
TOp aHrMoreHesa, KPOMe 3TOro yyacTByeT B HUONOrUM KOCT-
HOM TKaHMU;

SERPINH1 - urpaet ponb B 06pa3oBaHMM TPOMHOM Cnu-
panu KonnareHa;

SP7 - urpaet ponb B GOpMMPOBaHMM 0CTe06NaCTOB;

SPARK (0CTEOHEKTUH) — peryaupyeTt npoandepaumto
M B3aMMOLEWCTBME KIETOK U KOCTHOMO MaTpMKCa, y4acTByeT
B MMMNpPErHaunm MOHOB KanbLMs B TMAPOKCMANATUT;

PLS3 - obecneumBaeT 06pa3oBaHMe HUTEBMOHbIX AKTU-
HOBbIX My4YKOB, HEOOXOAMM AN NOLAEPXKAHWUS MPOYHOCTM
KOCTHOM TKaHMU;

TMEM38B - obHapyxeH npu netanbHbix hopMax 3abo-
NeBaHus.

Bce BHOBb O6HapyXeHHble MyTauuu MNOLYEPKMBAKOT
reHeTU4eCKyto reTeporeHHoOCTb 3ab0neBaHns 1 ero KAnHuYe-
CKMI nonumMop®un3M, KOTOpbli 0BYCnoBNEH ele W pasHo-
obpazneM TMNOB MyTaLMii: Aeneumun, MHCepLMKU, CNanCuH-
roBble M HOHCEHC-MyTauuu, obliee KOAMYECTBO KOTOPbIX
Ha CerogHaWwHuin ferb npesbiwaeT 2 000 (mabn. 1).

HecmoTps Ha oOwWyTMMbIA nporpecc B pacwudpoBke
MOJSIEKYNSPHO-TEHETUYECKMX OCHOB HECOBEPLUEHHOIO OCTE0-

reHesa, y KIMHWLMCTOB M FEHETUKOB COXPAHAKOTCSH 3HAUM-
TenbHble 3aTPYAHEHUS B COMOCTaBNEHUM WM MHTEprpeTaumm
pe3ynsTatoB JJHK-aMarHoCTMKM 1 KIMHKMKK 3aboneBaHus.

B 1979 r. aBctpanuiickuin Bpay D. Sillence paspabotan
nepBy paboyyto knaccupurkaumio 3aboneBaHms, B KOTOPOK
B COOTBETCTBMM C XapaKTEPHbIMU KIMHUYECKMMU CUMMITOMA-
MU U PEHTTEHONOMMYECKUMU AAHHBIMU BblAeNeHbl 4 OCHOB-
HbIX TWMa HeCcOBEpLUEHHOro ocTeoreHesa. Ha ocHoBaHuwu
nccneposaHuii F.H. Glorieux u F. Rauch oHa 6bina gononHe-
Ha: Y4YMTbIBAs TMCTONOTMYECKME PA3NYMG, B Hee Bbinn BKIKO-
YyeHbl V ayTOCOMHO-AOMMHAHTHbIA u VI, VIl ayTocomHo-
peueccuBHble TUMbl 3a6onesanms® [11].

B cBS13K C COXpaHAOWMMKUCS OFPaHUYEHUSIMM UCNOb30Ba-
HUS  MONEKYNSpPHO-TEHETUYECKUX METOAOB BepuduKauum
B peanbHOM KIMHUMYECKOW NpaKTUKe, Kak NpaBmio, ynotpebns-
etcs knaccmudumkaumsa D. Sillence, B COOTBETCTBUM C KOTOPOW
BbIAENAIOT NALMEHTOB CO CNEAYIOLMMM TUNAMU HECOBEPLLEH-
HOro octeoreHesa: | — HecoBepLeHHbIN ocTeoreHes JlobLwTenHa,
No34HMIN HEeCOBEpLUEHHbIM ocTeoreHes, |l — BpOXAEHHbIN
HeCoBepLLUEHHbIN OCTeOreHes, NepuHaTanbHO-NeTaNbHbIN, CUH-
npom Bponwka, Il - nporpeccuBHo-gedopmupyowmin u |V,
3aHUMAIOLLMIA NPOMEXYTOYHOE nonoxerue mexay | u Il Tuna-
MW, — CPeLHETSHKENbIN — THKenbl Tun (maba. 2) [4,12-14].

HecoBepleHHbIt ocTeoreHe3 — 3aboneBaHue C Bblpa-
XEHHbIM  NOAUMOPOU3MOM  KIMHUYECKON  KapTUHbI.

“Axaesa I.T. HayyHoe 060cHO8AHUE HOBbIX N0OX0008 K OUAZHOCMUKE U IEYEHUI HECOBEPIEHHO20
ocmeozeHesa y demeli: asmopeq. Ouc. ... KaHO. med. Hayk. M.; 2016. 24 c.

Ta6nuua 1. MonekynsipHO-reHeT4ecKas XxapakTepucTMKa HeCOBEpPLUEHHOIO OCTeoreHe3a
Table 1. Molecular genetic characteristics of osteogenesis imperfecta

:'é igg%gg cgg}_ﬁ;;ﬂg? KosnnareH a.,-Lienb, kosniareH o.,-Lienb A-ll
I1,166210 C%iﬁf;ﬁ%? KonnareH o, -Lierb, KoanareH o,-Lenb A-01
I11,259420 Cgé}_ﬁ;;ﬁ%? KonnareH o, -Lienb, KofnareH o.,-Lienb A-N1
IV, 166220 (OL1A1,17q21.33 KonnareH o -uenb A-Il
V,610967 IFITM5, 11p15.5 WHTepdhepoH-UHAYLMPOBaHHbIY TPaHCMeMOPaHHbIN 6enok-5 A-01
VI, 613982 SERPINF1,17p13.3 CepnuH, UHTMBUTOP CEPUHOBbLIX NPOTEa3 A-P
VII,610682 CRTAP, 3p22.3 XpsiLL-accoLMmpoBaHHbIl NPOTEVH, akTMBATOp NPOAMA-3-TMAPOKCUIasbl-1 A-P
VI, 610915 LEPRE1, 1p34.2 JlenpekaH, akTuBatop Nponun-3-ruapokcunasbl-2 A-P
IX; 259440 PPIB, 15¢22.31 [enTuann-nponun-usomepasa B, konnareH-moanduumpytowmi benok A-P
X,613848 SERPINH1,11q13.5 WHrMbuTop cepnuH nenTuaasbl, KONNAreH-CBA3bIBALLMA HENOK, KONUMUH-2 A-P
X1,610968 FKBP10,17q21.2 FK506-cBa3biBatowmii 6enok, y4acTByeT B CUHTE3E KoNareHa A-P
XIl,613849 SP7,12q13.13 TpaHCKpUNUMOHHbIH hakTop ocTeobnacToB A-P
XIll,614856 BMP1,8p21.3 MopdoreHeTnyeckuit npoTenH Koctu-1 A-P
XIV, 615066 TMEM38B,9q31.1 TpexmepHbliA BHYTPUKNETOUHbIN KaTUOH, kaHan 38B A-P
XV,615220 WMT1,12q13.12 benok curHansHoro nyTw, akTuBaTop octeo6nacTos A-P
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Ta6nuua 2. KnuHnyeckas kKnaccupukaums HeCoBepLIEHHOro
ocTeoreHesa
Table 2. Clinical classification of osteogenesis imperfecta

MporpeccupytoLuas AedopMaLys U MHOXKECTBEHHBIE MEPeoMbl

ANMHHbIX TPyBYaTbIX KOCTEN B AOLIKOABHOM BO3paCTe, ronybble

cknepbl, B 50% cnyyaes - TyroyxocTb. |-A - 3ybbl 63 natonoruu,
|-B - HecoBepLUEHHbI AEHTUHOrEHE3

MHorouucneHHble BHYTpUYTPOOHbIE Nepenombl U aedopMaLmmn
KocTelt ckeneta, rony6ast okpacka cknep, MeMOpaHO3HbIi Yepen,
CYHAPOM [bIXaTeNbHbIX PaCcCTPONCTB, CMEPTb B NEPUHATANIbHOM
nepuoge. lI-A - kopoTkue Wwupokmue 6eapeHHbIe KOCTU C HEPOBHBIMM
I BOJHUCTbIMM KOHTYpaMm U KOCTHble M0O30/M Ha pebpax,
HanomuHatowwme bycunbl. |1-B - nedopmaums bespeHHbIx KocTeld,
HO M3MeHeHus pebep B BULE KOCTHbIX MO30/1eli BbIPXKEHbI B MEHb-
wen crenenu. II-C - Tpybyatble KOCTH, UCTOHYEHHDIE, YANMUHEHHbIE,
npSAMOYroNbHOM (OPMbI M C NePeNoMaMu pasuyHON CTeneHu BbIpa-
XEHHOCTH, pebpa TOHKME U YHU3aHbI KOCTHBIMU MO30NIAMHU

MHOrOKpaTHO NOBTOPSIOLMECS NEPENOMbI AMHHBIX TPY6UaThIX
KOCTeA, 3a4acTyto BO BpeMS po0B, C HeYKNOHHO# AedopMaLmeit
cKeneta, TpeyronibHast hopMa uua, CBA3aHHaA C HEAOpa3BUTUEM
m KOCTeli IULEBOO depena, rMNepMoBMILHOCTb CYCTaBOB, HApyLeH1e

CTPYKTYPbI XPALLEBON MAACTUHBI POCTA, KOTOPOE Bbi3bIBAET MOAU(DHU-
Kaumio GopMbl MeTaM30B U INUGHKU30B KOCTEH B BUAE NONKOPHa,
CKNepbl UMEIOT 06bIYHYH0 OKPACKY, CTyX He U3MEHEH, HeCOBEepLUEH-

Hblii IeHTUHOTEHE3

MocrenerHo pa3suBaloLLMecs AedOpMaLLMK KOCTEH, PELKME NEpENo-
v Mbl, Cknepbl 1 cyx 6e3 natonoruu. [V-A - HopManbHbie 3y6bl,
IV-B - HecoBepLLEHHbIi ieHTUHOTeHE3.

MNepuHaTanbHo-neTanbHbin (I) TMN xapakTepusyeTcs Tsaxe-
NbIMK BHYTPUYTPOBHBIMU NMEpenomMamm U BHyTpUYEepenHbiMu
KPOBOTEYEHMSMM, KOTOpble BbI3bIBAKOT rMbenb Kak B aHTe-
M MHTPaHATaNbHOM, Tak U B HEOHATa/IbHOM Mepuoaax.

B nutepaType BcTpevatoTcs coobLeHNs O MpeHaTanbHOM
YNbTPa3BYKOBOW AMArHOCTMKe HECOBEPLIEHHOMO OCTeoreHe-
3a Il TMna, ooHaKo BBMAY PeAKOCTM 3TOM NAaTONOrMKM B MOMy-
NAUMM [OCTOBEPHOE YCTAHOBNEHWE OKOHYATENbHOrO Ana-
rHO3a Ans CNeuManucToB Y/bTPa3BYKOBOro MCCIeL0BaHMS
(Y3W) octaeTca cnoxHor 3agadent. [peHaTanbHble NpU3Haku
HeCOBepLEHHOr0 OCTeOreHesa OTHIOAb He BCerga cneuu-
®WYHbI, BO MHOMMX CNy4Yasx 3Ty MNaTONOMMI0 MPUXOAMUTCS
AMpPepeHUMpoBaTb C APYrMMU CKENETHbIMU aHOMaNMAMM
W AMCMNA3MSMK, NPOSBASIOWMMUCS fedopMalment, ykopoye-
HWEM, HApPYWEHHOMW MUHepanusauuen KOCTeW U BHYTPU-
yTpobHbIMK Nepenomamu. Bepubuumposats Ha Y3U nnoga
nepeyYyncneHHble OTKIOHEHUS CO CTOPOHbI KOCTHOM CUCTEMBI
BO3MOXHO, KaK MpaBuno, He paHee 18- Henenn bepemeH-
HocTu [15, 16].

Jxorpaduyeckme Mpu3HakM NaTonoruMuM npu HecoBep-
WeHHOM ocTeoreHese |l TMNa oTMeYaTCs BO BCEX OTAenax
KOCTHOW cucTeMsl. Tak, B AMHHBIX TPYBUaTbiX KOCTIX B XO4e
nccnefoBaHMs MOryT 0BHapYXKMBATLCS YKOPOYEHME, U30THY-
TOCTb, Ayroobpa3sHoe WCKpWBAEHWE, MepenoMbl, 04aroBoe
yTO/WeHMe B pe3ynbtate 00pa3oBaHMS KOCTHOW MO30/M
W MpU3HaKuM OeMuHepanusaumun. Hanbonblumne natonormye-
CKMe M3MEeHeHus, Kak NpaBuo, onpenenaoTcs B 6efpeHHon
KOCTW, OQHAKO MOryT HabnofaTbCs M B MieYeBbliX KOCTAX.

MHorpa BCnencTBME BbIPAXKEHHOMO YKOPOYEHUS KOHEYHO-
CTeN UX KparHe TPyLHO MM AaXKe HEBO3MOXHO M3MEepUTb.
Ha Y3M nnoga MoxKeT oTMeyaTbCs CHUXEHME ABUraTeNnbHOM
aKTMBHOCTH, 0BYC/I0BNEHHOE MHOXXECTBEHHbIMU HapyLUeHUs-
MW CTPOEHMS KOCTHOM cuctemsl [15, 16].

BbipaxeHHOe WCTOHYEHME KOCTEM 4Yepenma 3a4yacTyio
BbI3bIBaET UX AedOpMaLMio NOL AABNEHNEM YNbTPA3BYKOBO-
ro garyvka. Mpu Taxenbix dopmax 3abonesaHus Habnona-
t0TCA BOMHWUCTbIE KOHTYPbI CBOAA Yepena, Mpu 3TOM OH Nerko
coaBnuBaeTcs. MHorouncneHHbole nepenomsl pebep Gopmu-
PYHOT KOIOKO006PA3HY0 MK Yy3KYKD GOpPMY rpyaHOM KneT-
KW, MPX 3TOM MOKa3aTenn 3XOreHHOCTU NMO3BOHOYHMKA CHU-
xatoTcs penko [15].

MNpencraBnsieM OnNUCaHuWe KAMHWUYECKOrO Cny4vast Heco-
BepleHHOro ocrteoreHesa |l Tuna (cuHaopoma Bponwka)
y pebeHka.

KNUHUYECKWUIA CNTYYAN

[esouka K. poounace 0T nepBor 6GepeMeHHOCTU.
PoouTenu — pycckue no HalmMOHaNbHOCTM, KPOBHOE POACTBO
nckntoyatot. OTew, (31 rog) comaTMyecku 340p0OB, Y MaTepu
(30 neTt) - CMHAPOM MOMMKMUCTO3HBIX SUYHUKOB, MEPBUYHOE
becnnogue Ha NPOTHKEHUM ABYX N1ET, HOAO3HbIN 306, 3yTHpe-
03, XPOHWYECKMIA racTpUT B CTaAMMU PEMUCCUM, XPOHUYECKMIA
TOH3UNAUT. bepeMeHHOCTb NepBas, HACTyNUAA eCTECTBEHHbIM
nytem. B nepeoi nonosnHe 6epeMeHHOCTM MaTb NepeHecna
OPBM B 16 n 23 Hen., reHUTasbHbIA repnec, MMKOMIa3Mo3
B 18 Hep.

Ha cpoke 28 Hen. Ha Y3W BbigBNEHbl 3HAYUTENBHOE YKO-
poyeHue AJIMHbI TPyBUaTbIX KOCTEN, yMEHbLUEHWE pa3MepoB
rPYyAHOM KNETKM, TONATOK M KNOYULL, aHOMasbHbIA Npodub
nnoaa: yKopoyeHne KOCTHOW YacTu CMMHKM HOCa, runonna-
319 HUXKHEW YentoCTu; NOA03PEHNE Ha AedeKT MexKenynou-
KOBOW Meperoponku, CABMI KOPHS aopTbl BNPaBO; rurnonna-
318 NEerkmx, HeBbIpaXXeHHOe ManoBoaMe.

Ha Y31 nnopa B 36 Hen. 6epeMeHHOCTM NOBTOPHO MoA-
TBEPXAEHO CYWECTBEHHOE YKOPOYeHWe BCeX TpybuaTbix
KOCTEM, TMNOonIasuns rpygHoOM KeTku W IoNatok, aHOMasb-
Hbli Npoduab NNoAA: YMEHbLUEHWE AJIMHBI KOCTHOM 4acTu
CMUHKM  HOCA, MUKPOTHATWUS, TUNOTENOPU3M, LJAMHHBIN
dunbTp; TpUroHouedanua. OCMOTp cepaua KparHe 3aTpya-
HeH, Nof03peHMNe Ha AedeKT MEXOKENYLOYKOBOW Neperopos-
KM, raponepukapa. HeBbipaxxeHHOe MHOroBoaMe.

Ponpl nepsble, cpoyHble, B 40,5 Hepd., OTMEYANUCL KOM-
NeHCMpOBaHHAA NNaLEeHTapHas HeLOCTaTOYHOCTb, MPEeXAeB-
pEMEHHbIV pa3pblB NIOAHbIX 06010YEK.

Macca Tena neBouku npu poxaeHun coctasuna 2 080 T,
pOCT — 36 CM, OKPYXXHOCTb rpyan 28 CM, OKPY>KHOCTb FO/10BbI —
30 cM. PebeHOK Haxoouncs B KpalHe TSXKENOM COCTOSIHUM,
oueHka no wkane Anrap coctaBuna 2 6anna. Mpu ocMoTpe
(dopMa rofnoBbl HeNpaBWbHas, KOCTM Yyepena Markue, noaat-
NMBblE NPW Nanbnaumu, rpyaHas KneTka yMeHblleHa B pas-
Mepax M YNAoLLEeHa, BbIpaXXeHHOE YKOpOUYeHne KOCTeN Bepx-
HUX U HUKHMX KOHEYHOCTeN, beipa B NMONOXKEHWUM OTBeEHMS
W HApYXXHOM poTaumm, roneHn nedopMMpoBaHbl U POTUPOBA-
Hbl BHYTPb, B (M3MON0rMYEeCcKoe MooKEHUE He BbIBOAATCS,
MbILIEYHbIN TOHYC Pe3KO CHWXKEH (puc. 1, 2).
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HemeaneHHo nocne poxaeHUst ObiM OCYLLECTBMEHDI
peaHMMaLMOHHbIE MEPOMNPUSTUS — HauMHas C POAWMIBHOTO

3ana VIBJ1 B pexxume SIMV, kateTepusaums nynovyHOM BeHbI.

Ha peHTreHorpamMme opraHoB rpyfHOM NONOCTM 0BHapyxe-
Hbl CHUXKEHWE NMHEeBMaTM3aumMm nerkux, Kapamomeranus.

Ha 4-e cyTKuM Xun3HU B aHanM3ax KpoBM Habnoaanoch 3Hauu-
TeNbHOE CHWKEHWE YpOBHS reMornobuHa o 94 r/n, Bcnencraune
Yero nNpoBefeHa reMoTpaHCchy3ns 3pUTPOLIMTAPHOM MacChl.

Ha Y3 ronoBHOro Mo3ra 0TMeYanocb Hanuyme napeH-
XMMATO3HOIO KPOBOM3/MSHUS B NIOOHO-TEMeHHOM obnactu
C NPpaBoOW CTOPOHbI, MPU3HAKKU TMNOKCUYECKM-ULLIEMUYECKMUX
NOpaxeHWM B NEpPUBEHTPUKYNSAPHBIX OTAENax, pacumMpeHune
neBoro HOKOBOrO Xenyaoyka B pesynbraTe BHYTPUXKENyLouY-
KOBOr0 KPOBOW3MSHMS, B palOHEe COCYAMCTbIX CNNeTeHu
0TMeYaeTcs Haanymne cybaneHaAMManbHbIX YNIOTHEHWIA.

Ha Y3W cepaua c oonnnepoBCKMM aHANM30M BbISIBIEHDI
rMnonnasus neBblX OTAEN0B, BOCXOAALWEN YacTu, AyrM U HUC-
X0A4LLeN YaCTW rPyAHOrO OTAENA a0PTbl, OTKPLITOE 0BaNbHOE
OKHO 2,9 MM, OTKpbITbIA apTepuanbHbliA NPOTOK 4 MM, yBeNu-
YeHue MbIWEYHOM MaCcChl BCEX OTAENOB CepaLa, Mexkeny-
[LOYKOBOW Meperopoaku, yMepeHHas HefoCTaTOYHOCTb Tpex-
CTBOPYATOro KNanaHa v KnamnaHa fIero4How apTepuun.

KpaHnorpamma: B n06HOM M TEMEHHOM 06MacTaX KOCTU
yeperna OnNpenenslTcs B BUOE OCTPOBKOB TOHKOW KOCTHOWM
NAACTUHBI.

B Bo3pacte 9 pnHelt pebeHOK nepeBefeH B peaHUMMaLu-
OHHOE OTAeNeHMe KpaeBOMW AETCKOM KNMHMYECKON BONbHULLbI

Pucyrok 1. O6wmit BUL AEBOYKM C HECOBEPLLEHHBIM OCTEOre-
He3oM Il TMna

Figure 1. General appearance of the girl with type Il
osteogenesis imperfecta
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,DMCI'IDOI'IOPLLMOHEI'II:HOG TENOCNOXEHUE — MaKpDLlEanI'IMﬂ, KOpOTKas weq, runonnasusa I'py,ELHOﬁ
KNeTKu, pe3koe yKopoyeHue U UCKpuseieHue KOHEYHOCTeM; MPaMOPHOCTb KOXHbIX MOKPOBOB,
Bhlpa)KeHHbll:i aAKpOUMaHO3, AONO/IHUTENbHbIE KOXHbIE CKTaAKK B 061acTV KOHEYHOCTeN U1 LWen;
reHepann3oBaHHan MblleyHasa rMnoTOHUA; LWMPOKUE KUCTU C KOPOTKMMMU, KOHYCOBUAHBIMU

N UCKPUBNEHHbIMK 3a CHET NepesioMOoB NasibLaMu, CTOMbl KOPOTKME C KOPOTKUM U LUMPOKUM
nepBbIM Nanbuem
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r. CtaBponons B KpailHe TSXKEeNOM COCTOSHWMM, 0ByCnoBneH-
HOM [bIXaTeflbHOM HeLoCTaTOMHOCTbIO, HAapYyLWeHWeM KPOBO-
obpalLeHuns, MeTabonnyeckumMm HapyLeHUsIMK, CUHAPOMOM
YrHETeHUS U MHTOKCMKauueln. Bec 3a 9 aoHel yeennumncs
Ha 266 r, napaMeTpbl poCTa, OKPY>XKHOCTM FON0BbI, OKPYXKHO-
CTV FPYAHON KNETKM OCTaNUCh MPEXHUMM.

[laHHble 06BLEKTMBHOIO OCMOTpa pebeHka: YpOBeHb
CO3HaHUA - ornyweHue, apednekcus, agnHammsa. Camo-
CTOATENbHOE AblXaHWe OTCYTCTBYET, BCneacTBMe yero pebe-
HOK HaxoauTtca Ha MBJI. 3pauku: D = S, doTopeakumns nono-
XuTenbHas. KoxHble MoKpoBbl 6negHble, ¢ MPamMOpPHbIM
PUCYHKOM, HabnoaaeTcss akpoumaHos. MoAKOXHO-XXMPOBOM
cnon passuT cnabo, pacnpeneneH paBHoMepHo. Typrop Tka-
Hel coxpaHeH. OTMeyaeTcs 06LLas NacTo3HOCTb, OTEKOB HET.
[onoBa aHOManbHOM GOPMbI, Cy>KEHA B BMCOYHbIX 06NMaCTsX,
pacliMpeHa B 3aTbIOYHOW YaCTW, POAHMYOK pasMepamu
4,5 x 4,5 CM, He HaNpSHXKEHHbIW, NPU NanbnauMm YepenHble
KOCTW MSiITKue, NOAATAMBbIe, LWes KOpOTKas, rpyaHas KneTka
rMnonnasnpoBaHHas. BepxHue 1 HUXHUE KOHEYHOCTU pe3Ko
YyKOpOYeHbl, 6eapa WMPOKO pa3BefeHbl, FofieHU pOTUPOBAHbI
BHYTPb, [0edOPMUPOBAHbI, MbIWEYHbIA TOHYC CHUXKEH.
AyCKynbTaTMBHO: ibixaHWe ocnabneHHoe, NPOBOAMTCS BO BCE
OTLenbl NEerkux, BbICIYWMBAKTCS MPOBOAHbBIE  XPUMbI.
M3 MHTYBAaLMOHHON TPYyOKM BbIAENSETCS MOKPOTA CMU3KUCTO-
ro xapakrepa. [pu ayckynbTaumu TOHbI CepALA PUTMUYHBbIE,
MpUrNyLeHHble, yyalleHHble, B 0061acTM NepBOM M NATOWM
TOYeKk onpenenseTcs HenpoAO/KUTENbHbIN CUCTONUYECKMA

PucyHok 2. JInuo AeBOYKM C HECOBEPLLEHHbBIM OCTEOTEHE30M
Il Tna

Figure 2. The face of the girl with type Il osteogenesis
imperfecta
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WyM, 3a npenensl KapavanbHoi 06nacTv He NpPOBOAMTCS.
Ha 6enpeHHOM apTepuu NynbC He U3MEHEH.

XUBOT MArkuMi, Ha ManbhauMio He pearnpyet, He B3A4yT,
nepucTanbT1Ka coxpaHeHa. MNevyeHb BblaaeTcs Ha 3,0 cM u3-nog,
Kpas pebepHoi oyru, ceneseHka — Ha 2,5 cM. pu akTMBHOM
[IEKOMNPEeCcUn Kenyaka oTaensemMoro Het. KopmneHue ocy-
LLeCTBNSETCS NOCPEACTBOM HA30racTpanbHOro0 30HAA CMECHO
B 0bbeMe 20 mn. CTyn enToBaTo-3eN1eHOro LBETa, CaMoCTos-
TeNbHbIM. MoyencnyckaHue no ypeTpanbHOMy KateTepy.

ConepxaHuve MNpOKaNbUWMTOHMHA W MapaTropMoHa
B KPOBM HAaXo[MTCS B FPaHULIAX HOPMbI.

MNpu B6aKTEPMONOrMYECKOM UCCIeA0BaHMM MOKPOTbI YCTa-
HoBneH pocT Klebsiella pneumonia.

LnToreHeTnyeckoe wccnepoBaHune: 46, XX (KEHCKUM
KapuoTun, HopMa).

Jxorpadus rofoBHOr0 MO3ra: BbIpaXeHHbIe NePUBEHTPU-
KYyNSpHble OTEeKM C NPU3HAKAMMU HEOLHOPOLHOCTU. HauanbHas
[IMNaTaLms XenyaouykoBOW CMCTEMbI FTOSIOBHOMO MO3ra.

PeHTreHorpadus ckeneta: Habno4aOTCS MHOMOYUC/IEH-
Hble KOCTHble TpaBMaTUyeckne M3MeHeHns CkeneTa B CTagum
KoHCONMAaauMn. Rg-npusHakm MHOXECTBEHHbIX MepenoMoB
LAMHHBIX TPYBYaTbiX KOCTEN BEPXHUX KOHEYHOCTEN C 0bemnx
CTOpOH, a Takxke pebep, 6e3 CMeLIeHMS KOCTHbIX OTIOMKOB.
Rg-npu3Haku nepenoma npasoi HGenpeHHOW KOCTM CO CMe-
LeHMEM KOCTHbIX OTIOMKOB Ha LUMPUHY KOPTUKANbHOTO C105
nog yrnom 32° nesovt 6efpeHHOM KOCTUM CO CMELLEHWEM
Ha LWMPWHY KOPTUKANbHOTO C105 6€3 BbIpaXeHHOro yrinoBoro

PucyHok 3. PeHTreHorpamMma yepena LeBOYKM C HeCoBep-
WeHHbIM ocTeoreHe3oM |l Tuna

Figure 3. Cranial X-ray of the girl with type Il osteogenesis
imperfecta

JnueBas 4acTb rMNONNAa3MpoBaHa, WBbI Yepena pacluMpeHbl, KOCTU Yepena B BUE OCTPOBKOB
TOHKO/ KOCTHO/ NNACcTUHbI B NOBHOI M TEMEHHO 06NaCTAX, MHOXKECTBEHHbIE BCTaBOYHbIE
(BOpPMMEBbI) KOCTH

cMeleHuns. Rg-npu3Haku nepenoma KOCTel NpaBoOK roneHu
c yrnoson fedopmauumeit (yron 65°), neBon ronexu c gecdop-
Maumen 79° B obnactm obenx KUCTeH MHOMXKECTBEHHbIe
nepenombl GanaHr nansues (puc. 3, 4).

PeHTreHorpadus opraHoB rpyaHOW MOMOCTU: NMPU3HAKK
MHTEPCTULMANBHOrO-0TEYHOIO CUHAPOMA, KapAWOMEranuu.
TeHb cpenocTeHns He cMelleHa, avadparmMa YeTkas, poBHas.

KT ronosHoro mo3sra: geopmaums u 0CTeonopo3 KocTen
yepena. [pU3HaKM TAXKENOr0 MMMNOKCUYECKU-ULLIEMUYECKN-
remMopparMyeckoro MOPaXeHUs rofIoBHOMO MO3ra C NapeH-
XMMATO3HbIM KPOBOW3USIHMEM B TEMEHHYI0 0baacTb ¢ npa-
BOW CTOPOHbI C TMPWUCYTCTBUEM TUrPOMbl B TEMEHHO-
3aTblIOYHOM 061aCTH Cnesa.

PebeHok obcnenoBaH KapLMONOroM, B pesy/braTe yero
BbISIBNIEHbI: BDOXAEHHbIN NOPOK CEpALA — MMNONAasuns NeBbIx
OTLEeNOB CepalLa, OTKPbITbIA apTepuanbHbld MPOTOK (40
3,0 MM), HeQOCTaTOYHOCTb KpOoBOOBPpaleHns 2A, dyHKLMO-
HanbHbl knacc lll. Pe3ynbtaT 0bcnenoBaHWs HEBPOOTOM:
CMHAPOM YrHETEHUS, TMrpOMa B TEMEHHO-3aTblNOYHON 0bna-
CTV C NEBOW CTOPOHBI, TKEN0E TMMNOKCUYECKU-ULLIEMUYECKU-
reMopparmyeckoe nopaxKeHue LeHTpanabHOM HEPBHOM CuCTe-
Mbl C NAPEHXMMATO3HbIM KDOBOU3NMUSHUEM B TEMEHHYI 30HY
cnpaBa. OCMOTp OKYAUCTOM: MOAO3PEHME HA YACTUYHYIO
aTpoduo 3puTeNbHOrO HepBa 06oux rnas. TpaBmaTonor-
optonen obHapyxun y LeBOYkM B 00MaCTM KOCTEN nneva,
npeanneybsd U roneHn npusHakm KOHCONMAMPYOLWUX nepe-
NIOMOB, BbIpaXXeHHY0 AedopMaLmMi0 KOHEYHOCTEN.

PucyHok 4. PeHTreHorpamma pebeHKa C HeCoBepLUEHHbIM
octeoreHesoM Il Tuna

Figure 4. X-ray diagram of the girl with type |l osteogenesis
imperfecta

MneyeBble KOCTU 1 KOCTU MpeAneyba AeGOpMMPOBaHbI MO TUMY KFapMOLLKU» C MHOXECTBEH-
HbIMW KOHCOMIMAMPOBAHHBIMM MEPENOMAMM U LIMPOKOMETAUCTON NEPECTPONKOM 6ano4HoM
CTPYKTYpbI, 6eApeHHbIe KOCTM Takke XapakTepHO AedOpMUPOBaHbI B BMAE Ayrv C POPMMpPOBaA-
HUMEM Ha BepLUMHAX 30H Jloo3epa, B CpeaHel TpeTn 06enx GeApeHHbIX KOCTEN onpeaensiorcs
KOHCONMANPOBaHHbIE NEPenoMbl C HOPMUPOBAHUEM MMEPMIACTUHECKUX KOCTHBIX MO30NEN;
rUMONAasua rpyaHONM KNETKM, MHOXECTBEHHbIE AECTPYKTUBHO-CKNEPOTUYECKUE U3MEHEHMS

B pe6pax, KounLax, nonarkax.
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C uenblo fOCTOBEPHOM BepUdUKaLMM AMarHosa Ha base
nabopatopuu MonekynspHoi natonorun «lfeHomen» nauu-
eHTKke Obilna nposeneHa [HK-guarHoctka no naHenu
«3ab0oneBaHnsa COEAUHUTENBHOM TKaHW», NpeaHa3HaYeHHOM
Ons aHanu3a 494 reHoB, aCCOUMMPOBAHHbIX C HACNEACTBEH-
HbIMW COEAMHUTENbHOTKAHHBIMKW AMCMNa3naMu. MeToLoM
napannenbHoro CeKBEHMpPOBaHMA B 29-M 3K30HE reHa
COL1A1 6bina BbisBneHa Mytaumsa c. 1966G>A B reteposu-
FOTHOM COCTOSHUM, MPMBOAALLAS K 3aMeHe aMWHOKMCIOT
rMUUMHA Ha CepUH B 656-i MO3ULMK, paHEE HE OMUCAHHas
B LOCTYMHOM nutepatype.

B Bo3pacte 2 Mec. feBoyka bbina nepesefeHa B ropof-
CKYK AETCKYH KIMHMYeckyto 6onbHuuy umenn K. Guannn-
ckoro r. CraBpononsi. CocTtosHMe MNO-MpeXHeMy 0CTaBanoCh
KpaviHe TsxenbiM, NpebbiBana B CO3HaHWKU, HA OCMOTP pearu-
poBana CTpafanbyeckoi rpUMaACoOM, XapaKTepHa BblpaXKeHHas
rmnoguHamus. 3paukun wupokue, D = S, GoTopeakums oTcyT-
cTByeT. KoxkHble MOKpOBbl 6iefHble, C MPaMOPHOCTbIO, pe3Kuii
nepuopanbHbIi M AUCTANbHBIA aKpoLMaHO3. Buammble cimsm-
cTble 0bonoyku bnenHble, XxapakTepHo ronyboe npokpallumBa-
Hue cknep. MoaKOXHO-XMPOBas KieTyaTka passuTa cnabo,
pacnpeneneHa paBHOMEPHO, TYprop TKaHen CHWXKEH, OTeKM
He OnpeaenstoTcs, OAHAKO Habnoganacb NACTO3HOCTb MU,
BEPXHMX U HMXKHUX KOHeYHoCTei. [0/10Ba MMeeT HenpaBwb-
HYK GopMy, 6OMBLION POAHUYOK HEHAMPSKEHHbIN, Pa3MepPOM
4,5 x 4,5 cM. Hap nerkumu gpixaHue annapaTHOe, Haf BCER
MOBEPXHOCTbIO BbICTYLIMBAKOTCS 0OUNbHBIE BAAXKHBIE U CyXMe
xpunbl. TOHbI cepaua NpUIyLWeHHble, PUTMUYHbIE, BO BCEX
TOYKaxX OTMEYaeTcs Hanmume rpyboro CMCTONMYECKOro LWyMma.
lemoauHamuka crtabunbHag, YCC - 146 B ™MuH, Al -
80/35 MM pT. cT. )KMBOT MArKMIA, Ha Nanbnaumio He pearupyer,
nepucTanbTMka COXpaHeHa. JHTepasbHOe NMWUTaHWe YCBaWBa-
etcs. CTyn 1 onypes He HapyLUeHbI.

K naTorHOMOHWYHBIM N1 HECOBEPLUEHHOIO OCTEOreHe3a
Il TMNa 0cO6eHHOCTAM GeHOTMNA Y NALMEHTKM TakKe MOXHO
OTHECTM QHOMAasIbHY KOHMWIypauuio yepena C YnioleH-
HbIMWU BMCOYHBIMM 006NACTAMM, BbIAAIOLMMMCS TEMEHHbBIMM
M nobHbIMM Byrpamu, pacxoXAeHWeM KOCTern depena
Mo CaruTTaNbHOMY M BEHEYHOMY LBaM, KpYMHbIMK pa3mepa-
MW BONbWOro poAHMuKa. ManbnaTtopHo KOCTU Yyepena Mmar-
Kue, noaatnueble. JIo6 BbICOKMIA C HW3KMM POCTOM BOJOC.
OnpenenstoTcs nepuopOUTanbHbIN OTeK TKaHew, 3K30PTaNbM,

KOpOTKas M yM/OLEeHHas CMMHKA HOCa, HOCOBbIE XOAbl CMO-
TPAT Bnepea, NosHble LWeKU, GUNbTP KOPOTKMI, YMEpPEHHas
MWKPOCTOMMS, MAKPOINOCCUS, 3HAUMTENbHAS MWKPOTEHMS,
OCTPbI pa3aBOEHHbIM NoA60POaO0K, MATKME, HU3KO pacmnono-
YXEHHbIEe YLHbIE PAaKOBUHbI, YKOPOYEHHAs Wes C M3ObITKOM
KOXW, Yy3Kasg W KOPOTKasg rpyaHas KieTka, COCKOBbIM
rMNepTenopusMm.

B Bo3pacte 2 mec. 22 nHen obuiee COCTOSIHME OEBOYKM
BHE3aMNHO YXYALIMNOCh, 3aperncTpMpoBaHa OCTaHOBKA cep-
[EeYHON fesTenbHOCTU. B pe3ynbTtate ycnewHo npoBefeHHbIX
pPEeaHUMMALMOHHBIX MEpONpUSTUIA CepAeYHbIA pUTM BOCCTa-
HOB/IEH, TOHbl CEpALA PUTMWYHbIE, MPUIAYLLEHbI, MYIbC
Ha /ly4eBOM apTepuu YOOBMETBOPUTENBHOTO HAMOAHEHMS,
4YCC 100 B MuH.

B Bospacte 2 mec. 25 gHel BHOBb 3aperMcTpMpoBaHa
OCTaHOBKa cepaeyvHon pesatenbHocT. COCTOSHWE KAMHMYe-
ckoi cmepTu. Mo 3agBneHuto poauteneit pebeHka BCKpbITUE
He 6blN10 NpoBEAEHO.

3AKNIOYEHUE

B cBs3m c TeM, yTo 66nbLWANA YacTb NALMEHTOB C Hanbo-
Nee NporHocTMyeckn HebnaronpusTHbIM |l TMNOM HecoBep-
LWEeHHOro ocCTeoreHesa, Kak MNpaBMaO, MorMbaeT BHYTPU-
yTpO6HO, MpPMBEAEHHbIA CnydYalt HabnoaeHWs OEeBOYKM
C TUNUYHBIMU KIIMHUYECKMMU U PEHTTEHONOTMYECKMMU MpU-
3HakamMu 3aboneBaHUs B TeYEHME MOYTU 3 MeC. MOCTHATaNb-
HOro nepuofa $SBNSETCA KpaWHe peakMM W BecbMa
MOKa3aTenbHbIM.

[ONONHWTENbHYI0 BAXXHOCTb OMMCAaHHOMY HabAeHW0
NpUOAeT BbiSBNEHWE METOAOM MAPANNENbHOIO CEKBEHUPO-
BaHWS paHee He OMNUCAHHOW B /uUTepaType MyTauuu
C. 1966G>A B retepo3nroTHOM COCTOSHUM B 29-M 3K30He
reHa COL1A1.

KnMHWYeCcKkn 300pOBbIM POAMTENSM, UMEOLWMM pebeHka
C 3TMM [OCTAaTOYHO PefKMM M Yalle BCEero neTanbHbIM 3360-
NeBaHMEM, B C/ly4ae NNaHWpPOBaHWUA creayrouen bepemer-
HOCTM HeobXxo4MMO NPOBOAMTb MELMKO-FreHETUYECKOe KOH-
CYNbTUPOBaHMUe.
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