KINMHNYECKAA SITUJIEMUOJIOT YA CUCTEMHBIX CKEJIETHBIX
JINCILJIABUHI B PECIIYBJIMKE BEJIAPYCh

A.A. JlazapeBuu
'Y «Pecnybaukanckuii Hayuno-npaxmuyeckutl yenmp Mams u oumsy, Munck,
Pecnybnuxa benapyco

Pe3rome: OmnurcaHa 3nUAEMUOJIOTHS CHUCTEMHBIX CKEJIETHBIX IHUCIUIA3HI B
PecriyOnuke benapycs. Ilo manHbiM benopycckoro perucrtpa BpOXKIACHHBIX
NIOPOKOB PA3BUTHs YCTAHOBJIEHA MOIYJSIMUOHHAS YacTOTa JAHHOW NAaTOJOTHH,
cocraBuBmas 2,2 cinydas Ha 10000 ponoB. BBISBIEHBI CHEKTP W YacTOTHI
OTJEIbHBIX HO30JIOTUH CKEIETHBIX AUCIUIA3UM KaK Yy JKUBOPOXKIEHHBIX TaK U Y
IUIOAOB, aOOPTUPOBAHHBIX IO MEIUKO-TEHETHYECKHM IMoKazaHusaM. Hambonee
YacThIMHU SIBUJIMCh HECOBEPILIEHHBIM OCTEOreHe3, aXOHJAPOIIa3us, TaHaTohopHas
JUCIIIa3Us.

KiroueBble cjIOBaI CHCTEMHBIE CKEJETHbIE JUCIUIA3WH, 4YacTOTa,
HECOBEpIICHHBI  OCTEOTEHE3, axOHJpPOIUIa3us, TaHaTopopHas AUCIIIA3USA,
YKUBOPOKIEHHBIE, IJIO/IbI, OTLIOBCKHII BO3PACT.
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Summary: We describe clinical epidemiology of skeletal dysplasias in
Belarus. According to the Belarusian register of congenital malformations
determined birth prevalence (2.2 cases per 10,000 births). Revealed the range and
frequency of individual nosology skeletal dysplasias as in livebirths and in fetuses,
aborted by medical and genetic reasons. The most frequent were osteogenesis
imperfecta, achondroplasia, thanatophoric dysplasia.

Key words: skeletal dysplasias, birth prevalence, osteogenesis imperfecta,
achondroplasia, thanatophoric dysplasia, livebirths, fetuses, paternal age.

BBenenne. Cucremnnie ckenetHble quctuiazun (CCJI) mpeacTaBistoT coooi
T€HETUYECKH TE€TEPOreHHYI0 TIpPyINIly OCTEOXOHAPOAMCIUIA3UM, BKJIIOYAOIIYIO,
corjiacHo MeXIyHapOIHOW HOMEHKJIAType KOHCTUTYI[MOHAIbHBIX HApYIICHUN
pazButus kocteir 2010, 400 3aGoneBanmii [1]. Tlo cymMmapHBIM JTaHHBIM
nonynsuronHas yactora CCJl B cpennem cocrasisiet 2-3 ciayyas Ha 10000, B Tom
gucine JetanbHbix CCJl — 1 ma 10000 [2]. Yactota CCJ] moxer OBITH
HEJOOLICHEHHON M3-32 OTCYTCTBUSI MAaTOJOr0aHATOMHUYECKON BepuuUKanuu
nuar”osa. JlaHHas maTtoJorus y 4YacTH IUIOJIOB PACLIEHUBAETCS KakK 3aepiKKa
BHYTPHYTPOOHOTO Pa3BUTHS WM MHOKECTBEHHBIC BPOXKICHHBIC TIOPOKU Pa3BUTHUS
(BITP). B cBsa3u c OonpmMM pa3HOOOpa3WeM HO30JOTHYECKUX (QopM U
CXOAHOCTBIO (DEHOTUNUYECKUX TPOSIBICHUN AuddepeHnranbHas IUarHOCTHKA
CCJ nocrarouno mpoOieMatuyHa. Yame Bcero JIuMarHo3 3BYYHMT Kak
«HEYTOUYHEHHAs]  OCTEOXOHJAPOJMCIUIA3HSI», YTO 3aTPyAHSET  ONpeNesiCeHUue
T€HETUYECKOr0 MPOrHO3a NPH MEIUKO-T€HETUYECKOM KOHCYyJIbTHupoBanun (MI'K).
C y4eToM U3JI0)KEHHOT0, 0YeBUIHA AKTYAJIBHOCTh ITPOBEJAECHHOIO HCCIEIOBAHUS.

Martepuaasl u wmeroabl. Ilonymsumonnas wwacrora (IT4) CC/,
ompenensiach Mo 0a3ze MaHHBIX bemopycckoro perucrpa BpPOXKICHHBIX MOPOKOB
paszsutus (bP BIIP), xotopeii dyrakumonupyer ¢ 1979 roma u oxBaThIBaeT BCIO
TEPPUTOPHIO PECTTYOTHKH.

KonuyecTBO pofaoB M HOBOPOXKIECHHBIX 33 HCCIEAYEMBIA IEpUOA
YTOUYHSJIUCh 1O JaHHBIM MUHUCTEpPCTBA CTATUCTUKH M aHanu3a PecmyOmmku
benapycs (PB).

Cnextp CC/, BoisiBIsieMbiX B 1 1 2 TpuMecTpax 0€pEeMEHHOCTH YTOUYHSIICS
0 TEHEeTHYeCKMM KapTaM OepemeHHBIX ¢ BbisiBiIeHHbIMH CCJl y mmomoB mpu
yIbTpa3BykoBoM ucciemaoBanuu (Y3UM) u 1Mo mpoToKojgaM BCKPBITHS IIOJO0B C
BepudunmpoBanubiMu auarnozamu CCJ] Ha ocHOBaHMHM MaTOMOP(OIOTHYECKHUX,
PEHTI€HOJIOTUYECKUX W / WIM THUCTOJIOTMUECKHX JaHHBIX B JabopaTopuu
UTOTE€HETUYECKUX, MOJIEKYISIPHO-TEHETUYECKUX u MOP(OIOTUUECKUX
ncciaenoBanuii PHIILL «Mate u auts».

CpenHuii BO3pacT OTLIOB OMNPEIENSICSA MyTeM ciiyyaiiHoi BeIOOpku 1o 100
UCTOpUN poAoB 3a Kaxapld roxg B mepuona ¢ 2009 mo 2013 roasl B apxuse
ponwibHOro nomMa PHIILL «Matb u nuts».
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JUIs CTaTUCTUYECKOrO aHaliu3a MOJYyYEHHBIX JaHHBIX HMCHOJb30BAIHCH
CIEeNyIOIIME METOAbl: U1 T[POBEPKHM XapakTepa MOJYYEHHBIX JaHHBIX
UCII0JIB30BAIIN KpUTEpUN HOPMaJIbHOCTHU Koamoroposa-CmupHOBa.
KonuyecTBeHHbIE JaHHBIE NPEICTABIECHbl B BHJE CPEOHEro + CTaHJApPTHOE
OTKJIOHEHHE WJIM MPOLEHTWIBHOM Juarna3oHe. J[isi cpaBHEHUS! KOJUYECTBEHHBIX
JAHHBIX HUCHoNb30BaIM Kputepuil CtbrogeHTa, ManHa-Yutau. JlocToBepHas
CTAaTUCTUYECKAask 3HAYMMOCTh cuuTaiack mpu p < 0,05.

PesyabTratel M oOcy:xkgenme. 3a 10 mnernuit nepuong B Pb  Obin
3apeructpupoBano 237 ciayuaeB CCJl. ITH xoTopbix, (MCKIOUYas PeayKIHMOHHbBIC
nopoku) B Pb cocraBuia 2,2 ma 10000 HoBOpoxkaeHHbIX. {unamuka 114 B Pb
MpPECTaBJICHA HA PUCYHKE 1.

4,0

3,5

3,0
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1,0 4
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Pucynok 1 — /lunamuka nonyasininoHHoi yactorsl (Ha 10 000
HOBOPO’K/I€HHBIX) CHCTEMHBIX CKeJIeTHbIX AUCILIa3uil B PecnyOinke
Benapycs B nepuoa ¢ 2004 mo 2013 roas!l.

B 2009 u 2010 rr. B Pb 3apeructpuposan poct ciayuaeB CC/ ¢ 1,8 B 2008 1.
10 3,4 Ha 10 000 HoBOpOXkAEHHBIX B 2010 T.

B nenom, naunbosee Boicokast yactota CCJl, mpeacraBiieHHasi Ha PUCYHKE 2,
otmeueHa B r. Muncke (3,3 Ha 10 000 HOBOPOXIEHHBIX), UYTO MOJTBEPKIAET
TUIOTE3Y O CYIIECTBEHHOM BJIMSHUM MaTepHAIbHO-TEXHUYECKON 0a3bl HA YPOBEHb

PEruCTPUPYEMBIX YaCTOT.
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Pucynok 2 — Ilonyasimuonnast yacrora (Ha 10 000 HoBOpOKIeHHBIX)
CHCTEMHBIX CKeJIETHBIX Auciuiazuid mo odJiactsam Pb 3a nepuoa ¢ 2004 mo 2013
roabl

[Ipu uccnenoBaHMM MCXOJOB OEPEMEHHOCTEW, MOKAa3aHHBIX HAa PUCYHKE 3,
3aperucTpupoBaH poct noiuu npepsaHHbix ciydaeB CCJl ¢ 26,3% B 2004 r. 1o
78,6% B 2013 1. JlanHbll (DaKT CBUAETENHCTBYET O 3HAUUTEIHHOM YIIyUILIEHUU
Ka4yecTBa MPEHATaIbHON TUArHOCTHKU U YMEHBIIEHUU CPOKA FeCTallii HA MOMEHT
BesiBrieHuss CCJl (mo 22 nenens) y moaa B Ph.
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Pucynok 3 — IIpouenTHOe pacnpenejieHne UCX0A0B OepeMeHHOCTel ¢
CHCTEMHBIMH CKeJIETHBIMH JUCIIaZusiMu 1o odsaactam Pb 3a nepuon ¢ 2004
no 2013 roasl.

[Ipu ananuze nozomoruueckoit crTpyktypel CCJl B PBb nHeobxoaumo
OTMETHUTh, YTO MO AaHHBIM benopycckoro peructpa BIIP 3a mepuox ¢ 2004 mo
2013 romer B 40% cioyyaeB OuarHo3 3BYYMT KAk  «HEYTOYHEHHas
OCTEOXOHAPOJUCIUIA3U», YTO 3aTPyIHSAET MPOBEIECHHE MOHUTOPUHTA YacTOT
OTJICIbHBIX HO30JIOTMYECKUX (OPM M OIpeielIeHHe TeHETUYECKOTO MPOTrHO3a IpU
MEAMKO-TEHETUYECKOM KOHCYJIBTUPOBAHUU. DTO OOBSICHSIETCS HU3KUM YPOBHEM
3HaHUW Bpayeil 0 TaHHOW Tpymie 3a00JeBaHU B CBS3U C PEIKOCTHIO U B TO K€
BpeMsi  OOJBIIMM  PAa3HOOOpa3HMeM  HO30JIOTMYECKUX  (POpPM, CXOAHOCTHIO
¢denotunmyeckux nposisiuernii CC/l. Ito noguépkuBaeT HEOOXOAUMOCTh JAHHOTO
aHaJIM3a JJIsl OPUEHTAlMU B 3TOM MHOI000pa3uu MaToJOTUH.

B paspese oGnacreit Pb, nokasanHoi Ha pucyHke 4, HAaMOOJBIINI MPOLIEHT
HEYTOYHEHHBIX OCTEOXOHIPOUCIIazuii Habmomancs B ['pomnenckoit (65%) u
Morunesckoii (60%) o6iacTsix, a HauMeHbIni — B T. MuHcke (22,6%).

Morunnesckasn
MwuHcKas
MWUHCK
poaHeHcKan 65,0
lfomenbckas

Butebckasa

bpecTcKas 33,3

0,0 10,0 20,0 30,0 40,0 50,0 60,0 70,0

B NPOLEHT HEeYTOYHEHHbIX OCTEOXOHAPOANCNNA3NIA




Pucynok 4 — IIpoueHT 1Maruo3a «HeyTOYHEeHHAsl 0CTEOXOHAPOANCILIAZU 10
obaactam Pb 3a nepuon ¢ 2004 no 2013 roasl.

I[Ipy  cpaBHEeHMHM  TpPOIEHTa  HEYTOYHEHHBIX  JUArHO30B  Cpeau
KUBOPOXKICHHBIX ¥ IUJIOJIOB, aOOPTHPOBAHHBIX II0 MEIUKO-TEHETHYECKUM
MOKa3aHUsM, MPEACTAaBICHHOIO HAa PUCYHKE 5, Habmonanach HEOJHO3HAYHas
KapTHUHA.

Bcero no Pb — 57,0 b 38,7 e sd

Morunesckas 33,3 e —— 66,7 —
MwuHckan 71,4 p s SUN 28,6

MWUHCK 84,0 pu s 8,0
lpoaHeHCcKan 15,4 i 69,2 —w s

lomenbcKas 100,0 | — 0,0
Butebckan 54,5 mssssssdinsss sy 15,5 —‘
BpecTckas | 55,6 M 44,4 s

0,0 10,0 20,0 30,0 40,0 50,0 60,0 70,0 80,0 90,0 100,0

M npoueHT HeyTouHeHHbIx CCL, cpeaun KUBOPOXKAEHHbIX

H npoueHT HeyTo4HeHHbIx CCL cpeamn abopTUpoBaHHbIX N1040B

PucyHnok 5 — IIpoueHT 1Mar103a «<HEyTOYHECHHAs! OCTEOXOHAPOIUCILIAZUDY 11O
o0aactam Pb 3a mepuoa ¢ 2004 o 2013 roasl cpeau ;KUBOPOKIECHHBIX U
IUI0JI0B, A00PTHPOBAHHBIX 110 MEANKO-TEeHETHYECCKUM MOKA3AHUSM.

Tak, B MoruneBckoidi u I'pojHeHCckor o6OmacTsx HeyrouHeHHbIXx CCJ|
3HAQUYUTENLHO OOJbIIE Cpelu MPEHATaJbHO BBISBICHHBIX W a0OPTUPOBAHHBIX
ciyqaeB (66,7 u 69,2% cootBeTcTBeHHO). B npyrux obnactsax u no Pb B nenom,
HEYTOYHEHHBIE IUarHO3bI MPE00IaaloT CPeaH )KUBOPOKICHHBIX, YTO MOXKET OBITh
CBSI3aHO ¢ oOcoOeHHOocTsAMH BeneHus benopycckoro peructpa BIIP, tme
pErucTpanvy IMOJIEKAT, B CIydae BPOXKICHHOMW aHOMAaiuu, IeTH 10 1 roma, a
KJIIMHAYECKasi KapThHA JErkux, He jJeTalbHbiXx Gopm CCJI, BKIIOYAIOUIUX OKOJO
400 3aboneBaHMil XapaKTEPHU3YETCsS IITUPOKUM TMOJIUMOPPU3MOM, U OOJBIIUM
JIMAIa30HOM B BO3PACTHOM IPOSIBICHUU.

Jlns  mpeHaTaabHOM  JUArHOCTUKM  OCOOBIM  NPaKTUYECKUW  HHTEpeC
MPEACTABISIOT TSKEIbIE, JIETAJIbHBIE CKEJETHBIE AUCIUIA3UH. MEHBIIE BCETO
HeyTouHeHHBIX CCJ] cpeau abopTUPOBaHHBIX IJI0/I0B B ['OMeNbCcKkOi 00J1acTH U T.
MuHCKEe, 4YTO CBHMJETEIBCTBYET O CTOMPOIEHTHOM MaToMOP(OIOrHYEeCKOM
UCCJIC/IOBAHUM IUIO/IOB, a0OPTUPOBAHHBIX HE TOJILKO BO 2-OM, HO M B l-oM
TpUMECTpax OEPEMEHHOCTH.

CooTHorieHre MojoB cpear Bcex ciydaeB auarHoctuku CCJl (Bkimrouas
HEYTOYHEHHBIE OCTCOXOHAPO AU CILIa3uu) coctaBuiio 1:1 (p=0,032).

Anamu3 crnektpa u 4dactoT Hozosioruid CCJ] mpoBeneH Ha OCHOBE

YTOYHCHHBIX JHAIrHO30B OTACIIBLHO CPCAU KHBOPOKIACHHBIX H a60pTI/IpOBaHHBIX
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wiogoB. B  Tabmuume 1 mpuBeAeHbl  HO30JOTMH, YCTAHOBJICHHBIE Y
XKUBOpOXKIeHHBIX. IIpencraBiensl wacrtoTel (B mnpoueHtax u  Ha 10000
HOBOPO>KJCHHBIX ), TUI HACJIEJJOBAHUS M COOTHOIIEHHE 1osIoB. Hanbosee yacteiMu
CCJl cpemu >KHBOPOXKIEHHBIX SIBUINCh HECOBEPIICHHBI oOcTeoreHes (6e3
yrouneHus tuna) (20,6%) u axonapomazus (15,6%). Ouenena yactora MyTaluii
G1138A, G1138C B rene FGFR3 penentopa dakropa pocrta dhudpobdaactoB 3
TUIIAa y NAUUMEHTOB C axoHapormazue. B 75% ciydaeB ¢ mono3peHueM Ha
axoHaporiazuio BeisiBieHa mytanus G1138A B rene pernenTtopa (hakTopa pocra
¢bubpodmacroB 3 tuma (FGFR3). Myramms G1138C B reme FGFR3 B Pb ne
BBISIBJICHA.
Tabnuma 1 — Cnextp u yactorsl CCJl, yCTaHOBIEHHBIX Y )KHBOPOXKICHHBIX.

<
5 s | 25F & 2 | g
g g = | 5”8 & 5 | EZ
& = S o SO = v 2
5 3 g < § S I © % % %
=] 2 > 5 & E 2 5 o & T x
S = S = & Q & £ O O 5 o
o o = E o Q 8 S 0O S & o =
o O ) S s O F E 0| 8 o o S o
anipich A =T B O R &8 | 5B a £ O E
AXOHApOIIIa3Us 16 AJT* 15,6 0,2 1:1
HecoseprieHHbIi 20 AJl 20,6 0,2 2:1
OCTEOrEHE3 AP*
AKpOIM30CTO3 3 AJl 3,2 0,03 1:2
XouaposkTonepmanbpHas | 1 AP M
IUCILIA3US
Cnonmunosmuduzapuas | 1 Al M
IUCILIA3US
Tanarodopnas 1 ALl xK
MUACIIIA3US
Cungpom Kopotkue | 1 AP M
pebpa — Mo IaKTUITHH

HpI/IMe‘{aHHeZ Aﬂ* - ayTOCOMHO-Z[OMHHaHTHbIﬁ THII HACJICAOBAaHM A, AP* - ayTOCOMHO-peHeCCHBHbIﬁ THUIT HACJICAOBaHUA

bepemennocts Obima moHomeHHOW B 77% ciydaeB (CpeAHMil BeC IpuU
poxnaenuu 3026,234+450,0), npexaeBpeMEHHbIE poOJbl mnpouszouum y 23%
YKEHILMH, U3 HHUX IUIOJOM C YPE3BbIUAMHO HU3KOM Maccou Tejla B Cpoke ;10 32
Henens — y 30,4% poxxkeHull. 3 HOBOPOXKICHHBIX YMEpJIU, MEPTBOPOKICHUE
OTMEYEHO B 5 HEYTOUHCHHBIX CITyJasX.

Cnektp CCJI, nMarHOCTHPOBAHHBIX Y TUIOJOB, a0OPTUPOBAHHBIX TIO
MEUKO-TCHETHYECKIM TIOKa3aHUsIM, TPEJICTaBJICH B TaOJMIle 2 U HA PUCYHKE 6.

Ta6nuna 2 — Cnektp 1 yactotsl CCJI, IMarHOCTUPOBAHHBIX Y IIOJIOB,
a0OPTUPOBAHHBIX TI0 METUKO-TEHETUIECKUM TTOKA3aHUSIM
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S = ° o — E o
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5 2| 5 c & E| EB s
é § S < Z 3 £ < = CE) =
2 s o < = < T T =5 Q =

= & = = O =)
g & S | 8 202 %5 88 g 3
T S = 50 B8 2 5 82 o £
HecoBeprieHHbIi 37 | AII*AP* | 27,4 0,4 2:1
OCTEOreHes3 2 TUIT *
TanaTodopHas 23 | Al 17,0 0,24 1:1
IACIIIA3US
Huactpodudaeckast 4 ALl 3,0 0,04 1:2
TIACTIIA3US
Kammomenunueckast 4 AP 3,0 0,04 2:1
IACTIIA3US
CHUHAPOM «KOPOTKHX 3 AP 2,2 0,03 M
pebdep — MOIUIAK T
CHooHIMIOKOCTaIbHAS 2 AP 15 0,02 XK
TIACTIIA3US
AXxoHAporeHe3 4 AP, A/l 3,0 0,04 3:1
Acdukcuueckas 3 AP 2,2 0,03 3:0
TOpaKaJbHas TUCILIA3US
CHUHIpOM Armepa 2 AJl 1,5 0,02 1:1
cunapom Jlapcena AJl, AP 0,7 0,01 -
CnonnunosnuduzapHas AJl 0,7 0,01 -

IUCILIA3US

[Mpumeuanue: AJl* - ayToCOMHO-OMUHAHTHBII THIT HacaeqoBaHus, AP** - ayToCOMHO-peIeCCHBHBIN THI HACIEIOBAHHS

269




CnoHamnoanudusapHaa aucnnasma

cuHgpom JlapceHa

cnHgpom Anepa

AcduKcnueckan TopakanbHaa gucnaasus KeHe
AxoHaporeHes

CnoHauNoKoCTanbHasA Aucnnasma

CUHAPOM «KOPOTKUX pebep — NoANAaKTUANN»

Kamnomenuyeckaa aucnnasma

Onactpoduueckaa aucnnasma

TaHaTtodopHana gucnnasms

HecoBeplieHHbI ocTeoreHes 2 Tmn 27,4

0,0 5,0 10,0 15,0 20,0 25,0 30,0

Pucynok 6 — Cnexktp 1 9actorsl (%) CCJl 1MarHoCTHPOBAaHHBIX Y IJI0/I0B,
a0O0pPTHPOBAHHBIX M0 MeIMKO-TeHETUYECKUM MOKA3aHUSAM
B Pb naumbonee wacteiMu CCJ] sSBUINCH HECOBEPIICHHBIA OCTEOTCHE3,
aXOHAPOILIA3HS, aXOHAPOTEHE3, TaHaTo(opHas, aucTpoduueckas,
KaMIIOMEJIWYEeCKass MAUCIUIa3Ud W CHHAPOMBI TPYIIBI «KOPOTKHE pebdpa -
noMuAaKTIIA». B Tabnuie 3 mpencraBieH aHalu3 BKJaJa CPEAHETO BO3pacTta
OTLIOB B CPAaBHEHUU C MOMYJISIIMOHHBIMHU JaHHBIMUA. CpeHUN OTIOBCKUN BO3pPAcT
B rpynne CCJl cocraBun 31,13+6,12, 4TO CTaTUCTUYECKU HE OTJIMYAETCS OT
nonymsuuonHoro (p=0,23 U=4700,2). B rpynne CC/] ¢ A/l Tunom Haciea0BaHus,
Ky/Ja ObUIM BKIIOYEHBI aKpOAM30CTO3, aXOHIPOIUIa3us, aXOHAPOTeHe3 2 THIIA,
TaHaTO(OpHAs AUCIUIA3Us, CHHAPOM Armepa, CHOHAWIONHU(U3apHas AUCILIA3US
CpelHMM OTHOBCKMU Bo3pacT 32,2+6,72 NOCTOBEPHO BBILNIE MOMYJSLIHOHHOTO
(p=0,0069). B rpynmne HECOBEPIICHHOTO OCTEOr€HEe3a OTIIOBCKHII BO3pacT HE
OTJIMYAJICS OT NONYJSIUOHHBIX JaHHbIX (p=0,96, U=1189,6), yto MOXer
CBUJICTENILCTBOBAThL O 3HAUYMUTEIHHOM BKJIQJ€ PELECCUBHBIX THUIIOB JaHHOU
naroJioruu B Pb.
Tabnuma 3 — Cpeanuii otroBckuii Bo3pact B rpymnie CCJl B cpaBHEHUH €
HOMYJISIIIMOHHBIMUA JTaHHBIMU

OTHOBCKUI BO3pACT I'pynma CCJ] KonTpons 3HayeHue p
Cpennss 31,13 30,1 p=0,23 U=4700,2
N 201 500

CCH ¢ AJl Ttumom p=0,0069
HacCJIEIOBaHUSA*

Cpennee 32,2 30,1

N 49 500

CCI c¢ AP tumom p=0,87, U=4134,5
HacJIeMOBaHUA* *
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Cpennee 30,12 30,1

N 17 500

HecoBeprieHHbIi p=0,96, U=1189,6
OCTEOTCHE3

Cpennee 30,33 30,1

N 17 500

AXOoHApOIIIa3Us p=0,24
Cpennee 30,8 30,1

N 17 500

TanaTodopHas p=0,13, U=4000
JTUCTUTA3HS

Cpennee 32,5 30,1

N 20 500

AxoHApOreHe3 p=0,004, U=230
Cpennee 39,0 30,1

N 4 500

Kamnomennueckast p=0,45, U=551
JTUCTUTA3HS

Cpennee 32,3 30,1

N 3 500

Huactpodudaeckast p=0,9, U=962
JAUCIIIIa3us

Cpennee 31 30,1

N 4 500

* - aKpOJaU30CTO3, aXOHJAPOIUIA3Us, aXOHIPOreHe3 2 THUMa, TaHaTOGOpHAs TUCIUIA3HS,

CHUHIIpOM Arepa,COHIUIO3NU(U3apHas AUCTUTa3HS
** - numactpoduueckas,  KaMIOMEIMYecKas, acQHUKCHUecKas  TOpakajbHasd,
XOHAPOSKTOACPpMAJIbHAA, CIHOHAMWJIOKOCTAJIbHAA AUCIIIa3uKU, CHUHIAPOMBI «KOPOTKHUC pe6pa -
MOJIUJAKTHINNY, Jlapcena
BbiBO/IbI.
. [Honmynsiuuonnas yactora CCJl B Pb coctaBuia 2,2 cinyuyas va 10000 ponos, B T.
Muncke — 3,3 Ha 10 000 poaos.
. 3aperucTpupoBaH pocT A0k npepBaHHbIX ciaydaeB CCJl, 4To CBUIETEIBCTBYET O
3HAYUTEIHHOM YIYUYIICHUU Ka4eCTBa MPEHATAIIbHOW JUArHOCTUKHU U YMEHBIIEHUH
cpoka rectanuu Ha MoMeHT BbisiBiieHust CCJ] (1o 22 nenens) y mona B Pb.
. B 0Oonee 40% Bcex cmyuaeB CCJI auarHo3 3BYYHT Kak «HEYTOYHEHHas
OCTEOXOH/IPOIUCILIAZUS.
. Hambonee uacteimu CCJ] cpenu >XKMBOPOXKIECHHBIX SBHJIMCh HECOBEPIICHHBIN
octeoreHes (6e3 yrounenus tuna) (20,6%) u axonaporaswus (15,6%).
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. B 75% cnyuaeB ¢ mojgo3peHneM Ha axOHAPOIUIa3uio BbisiBiieHa MyTaus G1138A B
reHe penenrtopa dakropa pocrta ¢udpodractoB 3 tuma (FGFR3). Myramnus
G1138C B rene FGFR3 B Pb He BhIsiBIICHA.

. IIpu CCJ] y mioxa BBICOKA YacTOTa MpEeXJIeBpeMeHHBIX pojoB (23%), u3 HHUX
IJIOJIOM C Ype3BbIYAiHO HU3KOW Maccoil Tena B cpoke 10 32 Henenb — y 30,4%
poxxeHull. CMEPTHOCTh HOBOPOXIEHHBIX TaK JK€ OKa3alach BBICOKOW, YTO
HE00X0 MO YUUTHIBATh npu IIPOBEICHUU MEJUKO-TEHETHYECKOTO
KOHCYJIbTHUPOBAHUS W TMPU MNPUHITUM PEHIeHHS O  M[POJIOHTHPOBAHUU
OEpEeMEHHOCTH.

. B Pb nauGonee 4YacThiMH TSKEIBIMU, B OOJIBIIMHCTBE CIy4aeB JIETaJbHBIMU
npeHaTalbHO BbIBIEHHBIMU CCJl SBHJIMCHh HECOBEPIICHHBIA OCTEOreHe3 2 THUIla
(27,4%), ranarodopHas muciviazus 1 tuma (17%), axoHmporeHe3 2 TuIa,
IUCTpoduUecKasi, KaMIIOMEeINUecKas JUCIUIa3uu — 10 3% U CHUHIPOMBI TPYIIIbI
«KOpOTKHE pedpa — ¢/ 6e3 momumakTiimm (4,5%).

. Cpennuii ortuoBckuid Bo3pact B rpymme CCJ cocraBun 31,134+6,12, uto
CTaTUCTUYECKU HE OTIIMYAETCs OT nomyssiuonHoro (p=0,23 U=4700,2). B rpymrme
CCHA c¢ AJl tumoM HacieoOoBaHWs CpPEIHUN OTLOBCKHI Bo3pacT 32,2+6,72
nocTOBepHO Bbime nomyssiquonHoro (p=0,0069). B rpynme HecoBEpIIEHHOrO
OCTEOr€He3a OTLOBCKMI BO3pacT HE OTIMYAICS OT MOIMYJISIMUOHHBIX JAaHHBIX
(p=0,96, U=1189,6), 4T0 MOKET CBHUIETEIHCTBOBATH O 3HAUYMTEILHOM BKIIAZEC
pPELIECCUBHBIX TUNIOB AaHHOM natosioruu B Ph.
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