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Pestome. MoHoreHHble GOpMbl HACNEACTBEHHbIX HAPYLIEHUI COEAUHUTENBHOW TKAHU U AUCNAA3UM COEAMHUTENbHOM TKa-
HWU MOJIMreHHO-MHOrOMaKTOPHOM NPUPOAblI AOCTAaTOYHO PacnpoCTpaHeHbl B nonynsuuu. OnHako, HECMOTPS Ha BbICOKMIA
YypOBEHb COBPEMEHHbIX MOJIEKYNSAPHbIX TEXHOMOMMMI, YTOYHEHME UX HO30/10TMYECKOM HOPMbl Ha CEroAHs Mo-NpexHeMy
0CTaeTCs OTAANEHHOM NepcneKkTUBON. JTU TPYAHOCTM obycnosneHbl 6onbWwMM pa3sHoobpasneM MyTauui, BbIPaXKEHHbIM
KJUHUYECKMM NONMMOP(OU3MOM UX PEHOTUNMUYECKUX MPOSBAEHUN, 3HAUNTEIbHBIMU pa3MepamMu reHoB, Koaupyrwmux 6en-
KW COeAUHUTEeNbHOM TKAHWU, peAKOCTbI0 MaXOPHbIX MyTaLMM U Manoi AOCTYMNHOCTbI MONEKYNSIPHO-TeHEeTUYECKUX MeTOo-
[IOB UCCNief0BaHUs Ans BepuduKaLmMm aMarHo3a. YToOYHeHne 4acToTbl BCTPEYAEMOCTM AMCMIA3UI COEAMHUTENbHOM TKaHU
3aTPYAHEHO OTCYTCTBMEM €AMHON TEPMUHONOTUMU, YHUDULUMPOBAHHBIX KPUTEPUEB AMATHOCTUKM, @ TakXKe NMPaKTUYECKOM
HEeLOCTYMNMHOCTbIO COBPEMEHHbIX MONIEKYNSIPHO-TEHETUYECKMX METOAO0B A5 BbISIBEHWUS AHHOW reTeporeHHOM NaTonormu.
I'IepBaﬂ YacCTb DEKOMEH,D.aLI,VIPI noceaueHa neamaTpmyeckuM acnekTamM AMarHoCTUKM HacnenCcTBeHHbIX HaprJEHMﬁ coegun-
HUTENIbHOM TKaHU, MMEILWMX COrNacoBaHHble MEXAYHAPOAHble KpUTEPUMU AMATHOCTUKK, U AUCNNA3UK COEAUHUTENbHOM
TKaHW. Noapo6HO OCBeLLeHbl MPUHLMMbI BEAEHUS U TaKTUKKU NIeYeHUs NaLMEeHTOB C 3TOM maTonorvei. BHuMaHue nccne-
[loBaTesieil HanpaBNeHO Ha M3yyYeHue NpobaeMbl MOAUDULMPYIOLLETO BAUSHUS LAHHOW NATONOMMU HA XapaKTep TeYyeHus
npakTUM4yeckn Bcex 3aboneBaHmit. DT0 060CHOBbLIBAET Lle1ecoobpa3HOCTb BHECEHMS LOMOMHEHUI K CcTaHaapTaM obcne-
[LOBAHMS 1 BeAEHMS 3TUX BONbHbBIX C 0693aTeNbHbIM BKHOYEHUEM B KOMMJIEKCHYIO TEPANM0 OCHOBHOrO 3abosieBaHuUs fo-
MONIHUTENbHbIX Ne4yebHO-peabuUnnTaLMOHHbIX MEPONPUATUI, KOPPUTUPYIOLWMUX HApYLIEHWUs, BbI3BaHHbIe COMYTCTBYHOLLEN
naTonoruen.

KnioueBble cnoBa: nucnnasus CoefuMHUTENbHOM TKaHW; HACNeACTBEHHbIE HApYLUEHUS COEAMHUTENbHOM TKaHW; AMArHOCTUYeCKue
KpUTEPWM; CUHAPOM rMNepMOBMIBHOCTH CYCTaBOB; CMHAPOM MapdaHa; cuHapom dnepca - Oawnno.
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Abstract. Monogenic forms of inherited disorders of connective tissue and multifactorial connective tissue dysplasia are
quite common in the population. Despite the high level of modern molecular techniques, clarification of their nosology of
today, still remains a distant prospect. These difficulties are due to a large variety of mutations expressed their phenotypic
polymorphism clinical manifestations, the considerable size of the genes encoding the proteins of the connective tissue,
a rarity major mutations and low availability of molecular genetic research methods to verify the diagnosis. Clarification of
the incidence of connective tissue displasia hindered by the lack of common terminology, standardized diagnostic criteria,
as well as the practical inaccessibility of modern molecular genetic techniques to identify this heterogeneous pathology.
The first part is devoted to the recommendations of the pediatric aspects of diagnosis of hereditary disorders of connective
tissue with agreed international diagnostic criteria, and connective tissue displasia. Details covered principles of tactics and
treatment of patients with this pathology. The attention of researchers aimed at studying the problems of the modifying
effect of this disease on the nature of the flow of almost all diseases. This proves the feasibility of making additions to the
standards of inspection and management of these patients with the mandatory inclusion of a comprehensive treatment of
the underlying disease additional treatment and rehabilitation, correcting disorders caused by comorbidities.

Keywords: connective tissue dysplasia; heritable connective tissue disorders; diagnostic criteria; joints hypermobility

syndrome; Marfan syndrome; Ehlers-Danlos syndrome.

BBEAEHUE

MoHoreHHble pOPMBI HACTIEICTBEHHBIX HAPYIICHUI
coeaunutenbHor Tkanu (HHCT) u nucnnasuu coemu-
nurenbHoi TKanu (ACT) monureHHO-MHOTO(GaKTOpHON
MPHUPOJBI, BUAMMO, JIOCTATOYHO YacTO pPaclpoCTpa-
HeHbl B momyssaiuu. OgHako, HECMOTPS Ha BBICOKHM
YPOBEHb COBPEMEHHBIX MOJIEKYISIPHBIX TEXHOJIOTHH,
yTouHeHue Hozonornueckoid ¢opmber HHCT Ha ce-
TONIHSL TIO-TIPEKHEMY OCTAaeTCsl OTNAJCHHOH IepcreK-
THBOU. DTH TPYTHOCTH OOYCIIOBJIICHBI OOJBIINM pa3-
HOOOpazueM MyTaluii, BBIPAKEHHBIM KIWHUYECKHM
NoIMMOPPU3MOM UX (PEHOTUMHYECKUX IPOSIBICHUH,
3HAUUTENBHBIMU  pa3MepaMH TEHOB, KOAUPYIOIIUX
MHOTOYHCIICHHBIE OCTIKM COeNMHUTEILHOW TKaHU, Pe/l-
KOCTBbI0 MQ)KOPHBIX MyTallMil U MaJlol MPUTOJHOCTHIO
KJIACCHYECKUX MOJIEKYISIPHO-TeHETHYECKIX METO/IOB
WCCIeIOBaHusl Ul Bepu(UKAMK JUarHosa. Y TOYHE-
Hue yactoTsl BerpeuaeMoctu JCT 3arpyaHeHo oTcyT-
CTBHUEM €IUHON TEPMHUHOIOTHH, YHU(DUIIUPOBAHHBIX
KpUTEPUEB AUATHOCTUKU U OTOOPA OJHOTUITHBIX TPYTIIT
MAIMEeHTOB, a TAK)Ke MPAKTUUYECKOM HEIOCTYMHOCTBHIO
COBPEMEHHBIX MOJIEKYJISPHO-TEHETUYECKUX METO/IOB
JUTSL BBISIBIIGHUS] TEHETUYECKON MPEIPACIIONIOKEHHOCTH
K JIaHHOM reTeporeHHoi naroyioruu. B nocneanee je-
catunetue uHTepec Kk mpodieme JJCT pesko Bospoc,
a LEHTP HAy4YHO-TPAKTHUYECKUX HWHTEPECOB OLIYTHMO
cMmecTmiics ¢ 3anana B Poccuto. BunManue oredectBeH-
HBIX FICCIIEIOBATENeH HAPaBICHO Ha U3yUeHHe pooie-

MbI MOIU(DHUIUPYFOIIETO BIMSHUS JAHHOW MaTOJOTHH
Ha XapakTep TCYCHHsI MPAKTUYCCKU BCeX 3a00JIeBaHUI
[3, 19, 23, 25, 31, 32, 41]. D10 000CHOBBIBACT IICJIECO-
00pa3HOCTh BHECEHUS JIONOJIHEHUH K CTaHJapTaM 00-
CJIEZIOBAHUS M BEJICHHUS ATHX OOIBHBIX C 0053aTebHBIM
BKJIFOUCHHEM B KOMIUIEKCHYIO TepaIi0 OCHOBHOTO 3a-
0oJIeBaHUsl JIOTIOJHUTEIILHBIX JIeYeOHO-peaduIuTaIu-
OHHBIX MEPONPUATUH, KOPPUTHUPYIOIINX HapyIICHUS,
BBI3BAHHBIE COIYTCTBYIOIIEH maToioruelt [18].

3HaHrEe OCHOBHBIX MPUHITUIIOB JUATHOCTHKH W Jie-
genuss HHCT u JCT HeoOxogmmo BpauaM BCEX CIIe-
HUaIbHOCTEH yike cerofus. HacTosiue pexomennanum
OCHOBaHbI Ha COBPEMEHHOM MEXyHApPOIHOM OTIBITE,
a TakKe IPUHITUTIE TIPEEMCTBEHHOCTH B TPAKTOBKE JIaH-
HOM TaTOJIOTHH OTE€YEeCTBEHHBIMU KapANOJIIOTaMH U Te-
paneramu. Haia 1iejib — 1moMoub Bpady pa3o0parhbest
B BOMPOCAX TEPMHUHOJIOTHH, Kilaccuukamnuu, ocoOeH-
HOCTSIX JMarHOCTUKH y JIeTeH psijga MOHOTEHHBIX 3a-
Oonesanuii coequauTeNbHON TKaHU (CT), mMmeromux
COIIaCOBAaHHBIC MEXKIYHAPOIHbIC KPUTCPUHU BbISIBIIC-
HUS, & TAK)KE YHUDUIIUPOBATH MOJXOBI K JIMATHOCTHKE
JCT u HanGonee 3HaYUMbIX (PEHOTUTIOB. DTO ITO3BOJIUT
CPaBHHUTH TOIYYCHHBIE PA3HBIMU UCCIIEIOBATENSIMU pe-
3yABTATHI, @ IPEACTABICHHBIE AITOPUTMBI KITMHUYECKOI
JIMaTHOCTHKHM B COYETAHWU C COBPEMEHHBIMH METOJIa-
MU MOJICKYJISIPHO-T€HETUYECKUX UCCIICOBAHUN MOTYT
JIaTh BRXXHBIC PE3yJIbTaThl B OTHOIICHUU WICHTU(UKA-
MW TIPUYAHHBIX TeHOoB. [lepBas yacTh pexomMeHmanuit
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MOCBSAIICHA NEIUATPUUCCKUM aCIeKTaM AMArHOCTUKU
HHCT, umeromux coriacoBaHHbIE MEXKIyHApOIHbIE
KPUTEPUH THATHOCTUKH, W COCTUHUTEIHHOTKAHHBIX
mucriazuid. [logpoOHO OcBemeHbl 001Me MPUHITHAITBI
BEJICHUS U TAKTHUKA JICUCHHUSI MMAIIMEHTOB C PA3IUIHBIMU
3aboneBanusivu CT. Bo Bropoii wactu pexomeHmanui
OyIyT M3JI0KEHBI 0COOCHHOCTH TE€UYCHHUS U TAaKTHKH Be-
JIEHUS Pa3TUIHBIX 3a00JeBaHui Ha (DOHE COITYTCTBYIO-
LIEeH COCAUHUTEILHOTKAHHOM ITaTOJI0THH.

1. OCHOBHA4 TEPMUHOJIOIUA

M NMPUYUHDBI PASBBUTUA HACNEACTBEHHDbIX
U MHOTO®AKTOPHbIX 3ABOJIEBAHUW
COEAVHUTENIbHOM TKAHU

Tepmunonocus. Tepmun JICT BBenmen P. Beighton
B 1988 ronmy [45]. B Poccuiickoit ®epepanuu OH
owu1 ipusHaH B 1990 roxy Ha xoHdepenmuu mo ACT
B . Omcke [37]. B mocnemnamne rombl KOOPAMHUPYIO-
MM Hay4YHBIM 3BEHOM B BOIIpOCAaX CHCTEMAaTHU3AlHNU
nanubix 0 HHCT crama nayuHo-ucclenoBaTeabcKas
naboparopusi COSIMHHUTEIbHOTKAHHBIX  JTUCIUIa3Ui
®denepaIbHOTO MEHTPA CEpAla, KPOBU U IHAOKPHUHO-
noruu uMenu B.A. AjiMa3oBa Bo IiaBe ¢ mpoQeccopom
9.B. 3emuoBckumM. Ilo ero ununmaruse B 2007 rogy
OblTu co3manbl KoMuTeT akcnepToB U pabouas rpym-
na mo (pOpMHPOBAHUIO COTIIACHTEIHFHOTO TOKyMEHTa
Ha JaHHyl0 TeMmy. [lepBble HalMOHAIBHBIE PEKOMEH-
nanuu «HacnencTBenHble HapylIeHHsS COEIMHUTEIb-
HOW TKaHW» ObLTN yTBEPKACHbI U u31anbl B 2009 romy
[27], a yxe B 2012 romxy Oblia BEINyIEHA WX HOBAs
pemaxmus [28]. BaxkHbIM yclOBHEM KOOPAMHAIIMOH-
HBIX HCCIIEJJOBAHUI SBISETCS COTJIACOBAaHWE TEPMHU-
Hosoruu. Ciaeayer ynoTpeOysiTh CIeayIONue CANHbIC
TEPMUHBI U AcHUHUIUY.

HHCT — rereporeHHas TpyIiia MOHOT€HHBIX 3200-
JIeBaHMA, 00yCIOBIEHHBIX TEHETHYECKUMU Je(eKTaMu
CHHTE3a W/WIM pacraja OCJIKOB BHEKIECTOYHOTO Ma-
TpHKca MO0 HapyleHneM Mop(horenesa.

JCT — rereporennas rpynmna 3adbonesanuii CT mo-
JUTEHHO-MHOTO(AKTOPHONH TPHUPOABI, OO0BEIMHEHHBIX
B (DCHOTHNBI HA OCHOBE OONTHOCTH BHEIIHHUX H/WIIH
BHCIEPATILHBIX MPU3HAKOB. BrionHe morudno mpearno-
noXkuTh, yTo mox mackou JICT ceromus ckpwiBaeTcs
3HAYUTEIHHOE KOJIMYECTBO TEHETUYECKU HEOITHOPO/I-
HbIX MOHOTeHHBIX HHCT, 00yCITOBICHHBIX «MATKUMID)
MyTalUsAMH, NPOTEKAKIIUX CO CTEPTOM KIMHUYECKOU
KapTUHOM 100 ellle He JUarHOCTUPOBAaHHBIC (DOPMBI.

Manvie anomanuu pazeumus (MAP) — Hacnemye-
MbI€ WJIM BPOXKICHHBIE OTKIIOHEHHS OPTaHOB OT HOp-
MaJbHOTO aHATOMHYECKOTO CTPOEHHs, HE CBSI3aH-
HbIE C aHaTOMO-()U3UOJIOTUYECKHUMHU OCOOCHHOCTSIMHU
JETCKOTO BO3pacTa, CHOCOOHBIE MpPU ONpeesIeHHBIX
YCJIOBUSIX CTaTh NPUYUMHON PA3BUTHUS HAPYIICHUH €ro
(hyHKIHH.

Bpooicoennvie nopoxu pazeumuss — BpPOKICHHBIC
OTKIJIOHEHHUSI OpTaHa OT HOPMAIILHOTO aHATOMUYECKOTO
CTPOEHUS, MPUBOASIIINE K KINHUYECKH 3HAYMMBIM Ha-
PYLICHHUSIM €ro (PyHKIIHH.

HHCT (cMHOHUMBI: HACJICJCTBCHHBIC 3a00JICBaHUS
coenuuutensHor Tkanu (H3CT); panee B Poccun —
nmuddepentmpoBannble JCT, cunnpomansabie JICT)
XapaKTepU3yIOTCs YETKO OUYEePUYEHHON KIMHUYECKOMN
KapTUHOM, YyCTAaHOBIEHHBIM THIIOM HACJICOBaHMUS,
a BO MHOTHX CITydasix — BepU(DUIIMPOBAHHBIM MOJICKY-
nsipabIM auarso3om. HHCT ¢ nokanm3zoBaHHBIM Jedex-
ToM uMeroT mudp B OMIM — 371eKTpOHHOM KaTajore
HacyeACcTBeHHBIX 3aboneBannii (http://www.ncbi.nlm.
nih.gov/omim) HanmoHanbHOTO HEeHTpa OHMOTEXHOIO-
rudyeckoit uadopmarmu CIIA (NCBI) [72]. B MKB-10
K kiaccy XVII (BpoxxieHHbIE aHOMAJINK U TIOPOKH) OT-
HECCHBI TOJBKO TATH Ho3omormueckux ¢Gopm HHCT:
cunapom Dnepca—anno (Q79.6), cunapom Mapdana
(Q87.4), necomepuiennsiii ocreorene3 (Q78.0), cun-
JpOM TUIEpMOOMIBHOCTH cycTaBoB (M35.7) m mpo-
Jaric MuTpanpHoro kiamana (134.1).

B nacrosmee Bpems ommcano ceime 250 HHCT,
00yCIIOBJICHHBIX MYTaIlMUsIMA B TE€HAX KOJUIATCHOB
n OeNKOB BHEKJIETOYHOro Mmarpukca. bomee 70 Ho30-
sorudeckux (opM 00yCIOBICHBI MYTallUsIMU B OKOJIO
30 reHax KOJUTareHOB W (PEPMEHTOB MX OHOCHHTE3a
[17]. Bepudukanus auarnoza HHCT, HecmoTps Ha BbI-
COKHH YPOBEHb MOJIEKYJSIPHBIX TEXHOJIOIMM, IOKA 3a-
TpyaHeHa. ITo 00yciIoBIeHO OOJIBIINM pa3Ho0Opa3ueM
MyTalui U BBIPAXCHHBIM KITHHIYECKAM MTOTUMOPPU3-
MoM. Hampumep, pazHbie MyTalliy B OHOM U TOM e
TeHE MOTYT IIPUBOJIUTH K COBEPIIICHHO Pa3HBIM T10 KITH-
HUKE 3a00JICBaHMSIM, YTO CBS3aHO C MHOTO(YHKIIHO-
HaJILHOCTBIO COOTBETCTBYIOLIETO OelKa.

B 10 ke BpeMs BO3MOXHO Pa3BUTHE KIMHUYECKH
CXOJHBIX 3a00JIeBaHUI MPU TOBPEXKICHUH Pa3HBIX Te-
HOB. JlaHHOE OOCTOSATENBCTBO OOBSICHSIETCS TEM, UTO
MPOAYKTHl Pa3HbIX T'€HOB MOTYT B3aUMOJCHCTBOBATH
MeXIy Cco00M, (GOpMUPYsI CIIOKHBIE OEIKOBBIE KOM-
TUIEKCHl WJIM y4YacTBYSl B €IWHOW MeTa0OIUYecKOM
nenu. [Ipobmema momnexkynsapaon muaraoctuku HHCT
yCyryossieTcsi OOJIBIIMMU pa3MepaMd MHOTMX T'€HOB
(6omee 500 ThICSY Tap HYKICOTHUJIOB), KOAMPYOLIUX
MHorouncieHnble Oenku CT, 1 peKoCThI0 MasKOPHBIX
(moMuHUpYIOMMX IO Yactore) MmyTtanui. Kiaccuue-
CKHE MOJICKYIIIPHO-TEHETHIECKHNE METO/BI, TPUMEHSsIe-
MBIC JIJIS1 TIOMCKA HOBBIX MyTaIUil (pa3iuyHble BapuaH-
1ol [11[P-aHaim3a), ManonpuroaHel sl TUArHOCTHKU
HHCT. BmecTe ¢ TEM ITOSIBUBILIMECS B IIOCIEIHUE TOIBI
BBICOKOCKOPOCTHBIE METOJIbI CEKBEHHPOBaHUS (OTpe-
NeJICHUST HYKJICOTUIHOW mocienosarensHocTH) JIHK
HoBoro nokojenus (New Generation Sequence) mo-
3BOJISIFOT HAJESATHhCS, YTO MpoOJieMa TIOWCKA TEHOB,
oTBeTCTBEHHBIX 3a Bo3HHMKHOBeHHMe HHCT, u nnentu-
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¢uKauuy B HUX MyTaluid B Onmvkaiiiee Bpems OyneT
MOJTHOCTEI0 perieHa. OcoOeHHO MpHUBIIEKATEeNeH Me-
TOJl NPAMO20 CEK8EHUPOBAHUS IK30HO8, T. €. KOAHPY-
oimx (parMeHTOB reHoB. Ilpu 3TOM CeKBEHUPYETCs
HE BeCh reHOM (3,2 MIIpA HYKJICOTHAOB), & TOJIBKO €ro
CMBICIIOBasi (OENOK-KOMUPYIOIIasi) 4acTh BCEX TI'EHOB
(okon0 8 MIIH Map HYKJIEOTHJIOB), YTO ITO3BOJISET BCE-
TO 32 HECKOJIFKO YacOB BBISIBUTH B HUX BCE MYTAallWH.
Cepbe3HbIM MTPEUMYIIIECTBOM JaHHOH METOIUKH B OT-
JIUYUE OT MOJHOTCHOMHOTO CEKBCHUPOBAHUS SIBIISICTCS
BO3MOXXHOCTh TOYHOW WACHTU(UKAIUU JIFOOBIX THUIIOB
MyTanuid y Kaxkzgoro OompHoro. Ilocmemnee oOcTos-
TETHCTBO C YUYETOM BBIPAKEHHOTO KIIMHUYECKOTO TTOJTH-
mopduzma HHCT npepcraisiercss 0COOCHHO BaKHBIM
[4-6]. Meronuka 3K30HHOTO CEKBEHHUPOBAHMSI B Ha-
CTOsilIee BpeMsl JIOCTYITHA M B Halllel CTpaHe, OJHAKO
Jasieka OT pa3penieHus mpoodiemMa, Kak Cenarh 3Ty TeX-
HOJIOTHIO MacCOBOH, TO €CTh TOCTYITHON JIJISl IPAKTHKH.

JICT (panee B Poccum: nemuddepenumpoanHast
ACT, cunapom JCT, me3uHxumanbHas HEAOCTATOY-
HOCTh W JIp.) XapaKTepu3yeTcs MHOTO00OpazueM KITu-
HUYECKUX TPOSBICHUH — OT J00pOKadyeCTBEHHBIX
CYOKITMHMYECKHX (HOPM JI0 TOJTHOPTaHHOW W TMOJHCH-
CTEMHOM IaTOJIOTUX HEPEJIKO C MPOTPEIUCHTHBIM TeUe-
HUEM, HE YKIIAJbIBAIOIICHCS HU B OJIHO M3 M3BECTHBIX
MOHOTeHHBIX 3a0oneBanuii CT. JlaHHas mTaTOIOTHS
MokeT ObITh oTHeceHa K XIII kmaccy (Ooe3Hu KOCT-
Ho-MbImedHoi cucremsl 1 CT) MKbB-10. JICT, Buau-
MO, JIOCTaTOYHO YacTO BCTPEYAIOTCS B MPAKTHUKE Bpa-
Ya-renarTpa, JIOCTHras, M0 JaHHBIM psja aBTOPOB,
ot 9,8 no 35,7% [7, 22, 33, 35]. [lomoOHBII pazdpoc
CBUETEIBCTBYET O TOM, YTO MX MCTHHHAS IMOMYJIAIH-
oHHas vactora mpocto HeusBectHa. JICT ocrarorcs
HEJI0CTAaTOYHO HM3YYCHHOH NpoOIeMoii, 4To 00yCIIOB-
JICHO MX KIIMHUYECKOH TeTepOreHHOCThI0, OTCYTCTBUEM
YHU(DHUIIMPOBAHHON TEPMHUHOJIOTHH, OOIIENPUHSATHIX
KPUTEPUEB JMArHOCTUKUA W OLICHKU CTECTICHU TSHKECTH.
B nocrnennee necsaruierne HHTEpEC K TaHHOW TpooIie-
M€ YpEe3BBIYaliHO BO3POC, YTO BO MHOTOM OOYCIIOBIICHO
MOTUGUITIPYOIINM |, KaK TPABHUIIO, HETATHBHBIM BITH-
STHIEM JaHHOW TaTOJIOTUH Ha TEYEHHUe, IMPOTHO3 U Jie-
YCHHME CaMbIX Pa3IUYHBIX 3a00JieBaHUH. DTO JUKTYET
11eIecoo0pa3HOCTh BHECEHUS JIOTIOJIHEHUH K CTaHaap-
TaM OOCIIEZIOBaHUS W TEpaluy TOA0OHBIX OONBHBIX
1 00s13aTeIHLHOTO BKIIFOYEHHSI B KOMIUIEKCHOE JICUeHHE
OCHOBHOTO 3a00JICBaHUS TOTIOTHHUTEIBHBIX JIe4eOHO-
PCaOUIUTAIIMOHHBIX MEPOTPUSITHH, KOPPUTHUPYIOIIHX
HapyIICHUS, BbI3BAaHHBIC COIYTCTBYIOIICH COCIUHU-
TEJIbHOTKAHHOW MAaTOJIOTUEH.

JCT — rereporenHas rpymma 3a00jeBaHUH MHOTO-
(hakTOpHON TIPUPOABI, OOYCIOBIICHHAS BOBJICUCHHUEM
B IIaTOreHe3 00IUX (PEPMEHTHBIX CUCTEM U PA3IMYHBIX
CTPYKTYpHBIX OenkoB BHekiieTouHoro marpukca CT.
B ocHoBe ¢opmupoBaHHsS TaHHOW TMATOIOTHH JIEKUT

COYETaHHOE JACHCTBHE IBYX BEOyLIMX (DaKTOpOB: Te-
HETHUYECKOHW TPEeApacIONOKEeHHOCTH, 00YCIOBICHHOMN
CYMMUPYIOIIAM JeHCTBHEM (YHKINOHAIBHBIX ITOIH-
MOp(hHBIX ajureneil OONBIIOr0 Yncia TeHOB, W MPOBO-
LUPYIONIMM JICHCTBUEM PAa3JIMYHBIX BHEIIHHUX (PaKTO-
poB [58].

Y4YuTHIBas IMOJMOPTAHHOCTh W ITOJHUCHUCTEMHOCTb
niopakenus mpu CT, MOXXHO TIPEITOIOKUTE, UTO YUC-
JI0 2eH06-KaHOuoamoeg Mpy TaHHOHN MaTOJIOTUHU TIPEBHI-
CHUT HECKOJIBKO cOTeH. O/IHU U Te 7K€ T€HBI U MOJIUMOp-
¢uzmbl JJCT Moryt ObITH acCCOLMUPOBAHBI C Pa3HBIMHU
MHOTO(aKTOpPHBIMU 3a0oneBaHusaMH. sl coequHu-
TeNbHOTKAHHBIX HApyIIEHHH — 53TO TpPEXJe BCETO
Oosie3Hn Hamboliee KOJUTareHe3MpOBAaHHBIX OPraHoOB-
MHUILICHEH: KEITYyIOYHO-KUIIEYHOTO TPaKTa, HEPBHOM,
MOUEBBIJISITUTEIHHON, OPOHXOIErOUHON, YHIOKPHHHOMN
CHUCTEM W pa3HOOOpa3Has ayTOMMMYHHAsl MaTOJOTHS.
B Hacrosmee Bpems mMeercs HEOONBIIOE YHCIIO HC-
CJIe0BaHUM, MOCBAIICHHBIX M3YYEHUIO I'€HETHYECKOU
npenpacnonoxennocty k JACT [4, 23, 25, 59]. Ilep-
CIIEKTHBHBIM HAIPABICHUEM HM3YUYCHHS T€HETHYECKUX
(haxtopoB pucka pa3zsutus JCT MOXKET cTaTh MHUPOKOE
BHE/IPEHHNE METOA NONTHO2EHOMHO20 CKAHUPOBAHUS aC-
coyuayuti (GWAS) B KTUHUYECKYIO TPAKTHKY. ITO TO-
3BOJIMT WIACHTU(DUIIUPOBATh PA3IMYHbIC TCHETUYECKHUE
MTOTMMOP(HU3MEI, JISKAITHE B OCHOBE (hOPMUPOBAHHS
MMaTOJIOTHH, yYCTAHOBUTH MPHYMUHBI KIMHUYCCKOW Ba-
pUabenbHOCTH €€ TEUCHUS, a TAK)KE PEIIUTh BOIPOCHI
VHMBUIYaJILHOTO IOI00pa TEpaluy, BBISBUTH JIUII,
npeapacnonoxeHHsix K Qopmuposanuto ACT mmbo
BO3HHKHOBEHHIO aCCOIIMMPOBAHHOW C HHUMH COMATH-
YEeCKOH MaTOJIOTHH, U TIPOBOANTD MTPEBEHTUBHBIE MEPO-
OpUSTHA 10 NPO(UIAKTUKE Pa3BUTHSI 3TUX 3a00seBa-
HUH B TpyIIax pucka.

TspKecTh TEUSHUS JAHHOM MMaTONOTHH, Pa3BUTHE OC-
JIOKHEHUH MOTYT OBITH 0OYCIIOBJICHBI BIUSHUEM (DaK-
TOPOB GHeuiHell cpedbl, COCTOSHUEM 10po2ad UHOUBU-
OVaNbHOU YY8CMEUMENTbHOCU U CAMO20 0P2aHU3Md
K BO3ACUCTBHIO (PAKTOPOB Cpebl, U3MEHSIOMUX (peHo-
THUT WM DKCTIPECCUIO TEHOB 0e3 HapyIIeHHs MOCIIeI0-
BaresibHOCTH HykjeoTunoB B JITHK.

OcoO0blit MHTEpeC MOXKET MPECTABIATh UCCIIEI0BaA-
HUE (YHKIUU TEHOB, MPOIYKTHI KOTOPHIX BOBJICYCHBI
B mnartorere3 JICT, aHanm3 MEXIeHHBIX B3auMOJCH-
CTBHH, a TaKXKe JMHUTCHETHICCKUX (HaKTOpOB (METH-
nupoBanue JTHK, moaudukanum rucTOHOBBIX OEJIKOB,
peryastopasie MukpoPHK), koTopble sBIsIOTCS OCHOB-
HBIMU COCTABJISIOLIMMU CIO0KHOM CUCTEMBbI KOOPIUHU-
POBaHHOM perynsanuy (yHKIIUH TeHOMa B HOpME U T1a-
Toyoruu [3].

IIpo6nema JACT 3Haunma 11t Bpadeid MpakTHIEeCKH
BCeX crienuanbHocTel. KnmHnueckue nposiBiaeHns 3Tux
COCIMHUTEITLHOTKAHHBIX HApPYyIICHUH HACTOJNBKO pas-
HOOOpA3HbI, 4TO Bpad HEPEIKO 3aTPYAHIETCS HHTETPH-
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pOBaTh MHOKECTBO OT/ICIBHBIX CHMIITOMOB M HE MOXKET
YBUJICTh 32 HUMU €IMHYI0 CHCTEeMHYIO naTosoruo. He-
PE/IKO TaKHe MalUeHThI HAOIIONAIOTCS Y CIEeHaINCTOB
pazHoro mpodmiIa, KaXABId W3 KOTOPHIX Ha3zHAdaeT
CBOE JICYCHHE, KOTOPOE BO MHOTIHMX CIIydasx OKa3bIBa-
€TCsl HECBOCBPEMEHHBIM, a HEPEAKO U Maod(PPeKTHB-
HbIM. Ha3pena siBHast HEOOXOAMMOCTB BBIPAOOTKH MEX-
JMCLUUIUIMHAPHOTO TIOAXOAa K pPELICHHUIO JaHHOW
npoOIIeMBl.

2. ObWME NPUHLUMNDbI AUATHOCTUKNU

JlmarHocTuka BKIIOYACT: cOOp pOOOCI08HOU C aK-
[ICHTOM Ha BBISBJICHHE HAKOIUICHUS B CEMbE MPHU3HA-
KOB COCJIUHUTCILHOTKAHHOW JIUCIUTA3UH, AHAIU3 JHCa-
7106 GONBHOTO, 0ObeKmugHoe 0bciedosane NaueHTa
W YJICHOB €r0 CEMBbHU C IPHBICYEHUEM HEOOXOIMMBIX
CIICIIMATTUCTOB Pa3HOTO TMPOdMIsI, MpoBeneHne 000-
CHOBAHHOTO KAUHUKO-UHCIPYMEHMANbHO20, CTICTIHAITb-
HOTO J1a00pamopHo2o W MOJNEKYISIPHO-TEHETUIECKOTO
obcnenosanus [1, 9, 11, 16, 18, 20, 24, 29, 35, 38].

Knunuko-eeneanoeuueckuii anamues NOMKEH OBITh
HampaBiieH Ha BbLBiIeHne HHCT mmbo HakoruieHme
MPU3HAKOB COCIMHUTEILHOTKAHHOW IMaTOJIOTHH B Ce-
Mbe, & TAK)KE Ha YTOYHCHHE THUIA HACJICJOBAaHUS BbI-
SIBIICHHOW TaTOJIOTHH, YTO ITO3BOJIUT COKPATUTh ITyTh
JUATHOCTHYECKOTO ITOMCKA U CIIeNIaTh ero 0ojee 1ierne-
HaIPaBJICHHBIM.

Ananuz ocano6. Kak npaBuiio, poaurenn 00JI5HOTO
peOeHKa TPeAbSBISIOT MHOTOYHCIICHHBIE KaJIOObI, KO-
TOpbIE MOXKHO CBECTH K 3aMHTEPECOBAHHOCTH pas3-
JUIHBIX CHCTEM opraHm3Ma pedeHka. Hambomee gacto
MPEIBSIBIIIOTCS JKaI00bl, XapaKTEPHbIC I 6epmedpo-
2eHHOU, KOCINHO-CYCMABHOLL, HePBHOU U pedice — cep-
deuno-cocyoucmou namonoeuu. Ilogozpenue Ha sep-
mebpocenHyo  namonozuio TpeOyeT KOHCYIBTaIH
opmoneda, opmoneda-eepmebdponoza. bomu B CIHHE
WK 111€€ MOTYT OBITh OOYCIIOBJICHBI MIOCKOCHONUEM,
4TO OINpEACseT HEOOXOAUMOCTh IPOBEACHUS MIAH-
mozpammol U peHmeeHocpaguu PasInIHBIX OTHCIIOB
nozeonounuxa. Y3U wetinoco omoena NnO360HOYHU-
Ka HE BBIABISET MOP(OIOTHYECKUX U3MEHEHHH B TI0-
3BOHKax: NOABBIBMXOB, runomasuu C C,, mpu3HakoB
OCTEOXOH/IP03a, HO MO3BOJISICT ONMPEACISITh HAIUINE UX
HECTAaOMIILHOCTH 0€3 MPOBEICHHS JOTOITHHUTEIHHOTO
CHUMKA. Y JieTell ¢ COeIMHUTEIbHOTKAHHON MTaTOJIO0rU-
el 9acTo BBISABIAIOTCA OCOOCHHOCTH CTPOCHHS MIEHHO-
T'O OTJIejIa MO3BOHOYHUKA ¥ KPOBOTOKA MaruCTPaIbHBIX
COCY/IOB FOJIOBBI, apTEPHAIILHBIC U BEHO3HBIC TEMOJINHA-
MUYECKHE HapyIIEeHUs B AKCTPAKPAHUAIBHBIX OTIeNaxX
MarucTPaIbHBIX COCYJOB TOJIOBBI: ACUMMETPHS W/WIH
CHI)KEHHE CKOPOCTH KPOBOTOKA I10 [TO3BOHOYHBIM ap-
TEpUsIM, aCUMMETPHSI U/WJIH HApyIIEHUE BEHO3HOTO OT-
TOKa IO IPEMHBIM BEHaM, YTO SIBIIIETCSI OCHOBAHUEM JIJISI
MIPOBEICHUS Y Ibmpazeykosol doniepoepaguu (Y3/I)

€oCy008 8 dKCmpa- u UHMPAKPAHUATLHOM DENCUMAX.
Jlyis yTouHeHHs AMarHo3a MOXKeT MOTpeOOBaThCsl Mar-
HUTHO-pe3oHaHcHass Ttomorpadus (MPT) pa3audHbIx
OT/IEJIOB TTO3BOHOYHUKA, a TIPY BBIPAKEHHBIX H3MEHE-
HUSAX CO CTOPOHBI COCYJIOB ILI€U WJIN TOJIOBBI, BBISIBIIsIC-
MbIx 1ipu Y3II, — MPT B pexxume anruorpaguu.

[TogpocTky uiau poauTenu OOJIBHBIX AETEH C MO-
BBIILIEHHON THOKOCTBIO CYCTaBOB HEPEIKO IPEAbsBII-
10T KaJoObl HA apTparuy, 4TO B psifie CIydaeB I0-
3BOJISIET 3aMof03PUTh CHUHAPOM THIEPMOOMIBHOCTH
cycraBoB (CI'MC). OpnHako cienyer MOMHHUTh, YTO
JUArHOCTUPOBATh JaHHYIO MATOJIOTHIO MOKHO TOJIBKO
MOCJIe WCKIIIOYEHHUs PEeBMAaTOJIOTHYECKOTo 3aboseBa-
Hust. 151 9TOr0 MOTpeOyIOTCs: KITMHUYECKHI 1 OMOXH-
muueckuit ananussl kposu (CPB, ACJI-O, nporeuno-
rpaMma, TpaHCaMHHA3bl, KPEaTHMHUH), UCCIICIOBAHUE
KpOBHM Ha PEBMATOUIHBIN M aHTHHYKJICAPHBIN (PakTo-
pBI, aHTUTENA K XJAMUIUAM, OOppenusM, OaKTepusmM
KHUIIEYHON TPYyNIbl (MEPCUHUH, CAIbBMOHEIUIBI U JIp.).
HeoOxoauMpl: aHalin3 MOYHM, KOMPOJIOTHMYECKOE HC-
CJICIOBAHNE, WCKIIOUEHHUE IJIUCTHOH WHBA3HHU, JISM-
0nro3a, HHQUIHIPOBAHHOCTH TyOepkyne3oM. Bee atn
MAlMEeHThl JOKHBI OBITH OCMOTPEHBI OKYIHCTOM
C MOMOIIBIO HIeeBOM JaMnbl. [Ipu HaNMMUMM XpoHU-
YEeCKUX 04YaroB HMH(MEKUMH IOKa3aHa KOHCYJIbTAIUS
JIOP-Bpaua, cromarosnora, Heposora, APyrux crenna-
muctoB. Cnenyer npoBectn Y3U cycTaBoB, a mpu penu-
JUBHUPYIOLIUX apTPAITHIX — PEHTICHOTpapHI0 CHMMe-
TPUYHBIX CYCTaBOB B ABYX Hpoekuusx. [Ipu ymopaom
00JIeBOM CHHApPOME LEJIeco00pa3Ho clelaTh KOM-
nerotepHyto ToMorpaduto (KT) mmu MPT cycraBos.
OTKIJIOHEHUSI OT HOPMBI PE3yJIbTAaTOB JIOOOTO M3 HC-
CIICZIOBAaHUN, HAIpUMEDP BBISABICHHBIN JIEMKOLUTO3,
nossiieHne COD UM TUTPa aHTUHYKJIEApHOTO (ak-
TOopa, TpeOyIOT IMEePeOCMBICICHUSI IEPBOHAYAILHON
TPaKTOBKH IMarHo3a.

Crnemyer MOMHUTB, YTO COETMHUTEILHOTKAHHAS T1a-
TOJIOTHUS JIETCKOT'O BO3pacTa HEPEAKO COMPOBOXKIAETCS
CHIDKEHHEM MHUHEpalbHON IUIOTHOCTH KOCTHOW TKa-
HU B MOSICHUYHOM OT[ieJie TO3BOHOYHUKA MIIM BO BCEM
CKeJIeTe, PAa3BUTUEM OCTEOIOpO3a, YTO JeNlaeT Lele-
c000pa3HbIM BKIIIOUEHHE B MPOrpaMMy OOCIIeTOBaHUS
ocmeoodeHcumomempuu.

JKanoOpl Ha OBICTPYIO YTOMIIEMOCTBH, TOJIOBHBIC
00711, CHHKOTIAJIbHBIC, a(pPEKTUBHBIC COCTOSHUS Tpe-
OyIOT KOHCYJIBTAIlMU HEBPOJIOTA, a MPH HEOOXOIUMO-
CTH — ricuxoTeparesTa. [1o mokazaHusM Ha3HAYAIOTCS
VY3IAI' u nymiiekcHoe CKaHMPOBAHUE COCY/IOB T'OJIOBHO-
ro Mosra, snekrposHnedanorpadpus, MPT rojgoBHOTO
MO3ra B OOBIYHOM WJIM COCYIUCTOM PEXHUMAaX.

Bcem manmentam ¢ momo3penmem Ha HHCT wmm
JICT mnoka3aHa KOHCYJBTAllMsl Kapjuojora ¢ o0s3a-
TENBbHBIM TpoBeneHreM sxokapaunorpaduu (OxoKI')
C LEJBIO BBIBICHUS AHATOMUYECKHX OTKJIOHEHUH
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B cTpoeHuu cepaua. s AMarHOCTHKHM HapylIeHUH
CEpJIEYHOTO PUTMA, KOTOPhIE HEPENIKO SBIAIOTCA (ak-
TOpaMH pUCKa Pa3BUTHS CHHPOMAa BHE3AITHON CMEpPTH,
npoogutcs OKI' B mokoe W ¢ Harpy3koi, CyTOUHOE
MOHUTOpUpOBaHue cepaeuHoro putma [39]. Bece getu
JOJKHBI OBITH OCMOTPEHBI OKYJIHCTOM, TaCTPOIHTEPO-
sorom, ctomarosiorom u JIOP-Bpagom. B o0si3arepHOM
TIOpsIIKE UM ciemyeT mpoBectn Y3UW opraHoB Oprori-
HOU TOJOCTH ISl UCKJIIOUEHUs BHcIeponTo3a u MAP
BHYTPEHHUX OPraHoB, a MO TTOKa3aHUIM — HCCIIEI0Ba-
HUE YPEBHOTO CTBOJIA a0pThL. [Ipy Hanmu4ynu nmokazaHuit
JIOTIOTHUTENFHO TallMeHThl KOHCYJIBTUPYIOTCS TeMa-
TOJIOTOM, JHJIOKPUHOJOIOM, XHPYProM, HE(PpPOIOroM,
MICHXOJIOTOM, TICHXOTEPAIIeBTOM U TCHETHKOM.

Jlabopamopnvie uccredosanus. Hambonee dacto
oTpeeNstoT ypoBeHb ruapokcurpoiraa (I'OIT) B 6uo-
JIOTHYECKUX IKHUIKOCTAX (KPOBB, MOYA, >KEITYIOUHBIN
COK, CHHOBHAJIbHAS XUAKOCTh). CBoOomubid ['OIT —
MapKep JAECTPYKIHMH KOJUIareHa, MeNTHIHOCBI3aHHBIN
I'OIl orpaxaeT nmpoueccs Kak pacnana, Tak U CHHTE3a
kosutarera. lllupokoe pacmpocTpaHeHUE B MOCIETHHUE
TOZBI TIOYYHMIIM METONBI aHajiu3a Ipollecca pacraja
(1e30KCUTTMPUIMHOIHH, TUPUIIMHKC-J] cyTOYHOM MoYH,
B-Cross-Laps-tecT kpoBH) 1 cuHTEe3a Koyyiarena | tuma
(ocTeokanbluH, OOMMH aMHHOTEPMHHAIBHBIA TPO-
renituy mpokonareHa | tuma, o6mmit PINP). Metomsr
orpe/ieNieHHs: UMMYHO(QEPMEHTHBINH aHaN3, BBICOKO-
3 PeKTUBHAS KUIKOCTHAS XpoMaTorpagus.

Bonpiioe auarHoctuyeckoe 3HaU€HHE B PAOE CIy-
YaeB UMeEET OTpe/IeTICHHE YPOBHS TIIMKO30aMUHOTITUKA-
HOB (I'Al') B cyTOUHOI MOUe, MO3BOISIONIEE OIEHUTH
COCTOSTHHE Kara0oJin3Ma MEKKIIETOYHOTO BeIIeCTBa
CT. Metoasl onpenenenus: nmo [1.H. [MlapaeBy u ap.
(1987), ToHKOCTOHAs XpoMarorpadus.

Jlis OlleHKM MHUHEpalbHOTO OOMEHA aHaJU3UPYIOT
YPOBEHB O0IIET0 ¥ HOHU3NPOBAHHOTO KaJBIIHS, COMEP-
Kanue pocdopa, odmero suramuna D, u ero merado-
JIMTOB, MapaTTOPMOHA U KaJIBLUTOHWHA B CHIBOPOTKE
KPOBH, a TIPH HEOOXOAUMOCTH — COAEPIKaHUE KaIbLIUs
u pocdopa B cyrouHoit Mmoue. OnpeneneHHoe TMarao-
CTHYECKOE 3HAYCHHE MMEET HCCIIEJOBAHUE COCTOSHHS
MHUKpPO- ¥ MaKpOIJIEMEHTHOTO CTaTyca KPOBU MJIHM TKa-
Hel (BOJIOCHI) M KApHUTHHOBOTO oOMeHa [19].

Ilnan munumanvnoco (1-ii sman) u 603mM0oANCHO20
(2-11 sman) nabopamoproco 00cied08aHus N3I0KEH
B [Ipuiioxxenuu 3. JIi1st AMarHOCTHKH OTNEIBHBIX THITIOB
cuHzapoma Onepca—JlaHIo MPOBOAUTCS OMpeaeseHHe
neguInTa aKTUBHOCTH JIM3UHTUIPOKCHUIIA3bl, TEHACIIH-
Ha X [71] u ¢ubponektnHa. CoBpeMeHHBIE HMMYHO-
TUCTOXUMHYECKHE W MOJICKYISPHO-TEHETHUYECKHE WC-
CIIC/IOBaHUSI B OOJBIIMHCTBE CIy4acB MaJlOJOCTYITHBI
MPaKTUYECKOMY Bpauy, I03TOMY 3HaHHE KIMHHYECKHX
n (enorunnueckux npuszHakoB HHCT sBnsercs oco-
OEHHO Ba)KHBIMHU.

2.1. OcHOBHBIC BHEIIIHME MPU3HAKHA

OcHogHble 6Hel e NPU3HAKY COSTMHNTEIIEHOTKAH-
HBIX 3200JIeBaHUI YCIIOBHO pa3/eNIeHbl Ha TPH TPYTIITHL:
KOCMHO-CKeNlemHble, IKMOOepMAaIbHble U MblUEYHbIE.

2.1.1. KocTHO-CKeJIeTHBIE

[Tatonorua CT Hepenko cCONMpOBOXKIAETCS pa3ivy-
HBIMH OTKJIOHEHUSIMH B ¢usuyeckom paseumuu. Vc-
CJIEIOBaHNE OCHOBHBIX AHTPOTIOMETPUYECKUX ITOKa-
3areneil MPOBOAUTCS MO OOIICTIPUHSITHIM METOUKAM.
[Ipu onpeneneHuy TIOMIAIN MOBEPXHOCTH Tela MOJb-
3yIOTCS CIICIMAJIbHBIMA HOMOIPaMMaMH, B KOTOPBIX
B KaueCTBE WCXOIHBIX MapaMeTPOB JaHbI MTOKa3aTeln
JUTMHBI ¥ Macchl Tena. [lyis OOMBHBIX C COeNMHUTEINb-
HOTKaHHOW IaTOJOTHEH XapaKTEpPeH aCTEHUYECKU
KOHCTHTYLIMOHAIBHBIN TUIT, KOTOPBIN NPOSBIISIETCS yBE-
JTUYEHUEM MPOOIBHBIX Pa3MEpPOB Tea.

[IpomopiinoHaTbHOCTH MM TAPMOHUYHOCTH Pa3BH-
THSL OTJEJBHBIX YacTeW Tejla OLIEHWBAIOT C MOMOIIBIO
unoexca Bepsexa (MBe). ®opmyna pacuera:

HBe = IT/2 - (MT + OI'K),

rne AT — nmnuna tema; MT — macca Tena; OT'K —
OKPYXHOCTH TpyaHOU KieTku. Mameke Bepreka (MBe)
ot 0,75 mo 0,85 cBUAETENHCTBYET O MPEOOIaIaHuH T10-
MEPEYHBIX Pa3MepoB Teja HaJl NpoAoibHbIMU; oT 0,86
no 1,25 — o rapMoHMYHOM (PU3MYECKOM Ppa3BUTHH,
aor 1,26 no 1,35 — 00 yBenuueHn# pocTa 1o cpaBHe-
HUIO C TIONIEPEYHBIMH pa3MepaMu Tema.

Hnst ouenkn neduimura Macchl Tela BBIYHCISIOT
Macco-pPOCTOBOM ToOKazarenb — unoexc Bapeu (MBa),
KOTOPBIA PACCYUTHIBAIOT IO (hopMyIie
NBa=(MT (1) / poct (cM) - 2) — (Bo3pact, romsi / 100).

B HOpM™E y neTeii B Bozpacte oT 7 10 17 neT nnaexc
Bapru (I1Ba) 3HaunTtensHO npesblmaet 1,5.

st onenku npeobnaganusi MPOAOIbHBIX Pa3MEpOB
Tena HaJl TOMEPEYHBIMU pa3MepaMy HCIIONB3YIOT JBa
WHIEKCA:

a) omuoulenue OKPYHCHOCMU 3ANACMbA K OIUHe
emopoeo nanvya kucmu. IIpu 3TOM OKpy>KHOCTb 3ars-
CTbsI OIIPENIENISCTCS Ha YPOBHE HIMIIOBUIHBIX OTPOCTKOB
Jy4eBOM M JIOKTEBOM KocTel. /[nuHa BTOpOro majnsua
KHCTH U3MEPSETCS OT CYCTaBHOM IeNN MSCTHO-(aiaH-
rOBOTO CycTaBa Jio OyrpUCTOCTH HOI'TEBOM (haslaHTH;

0) omHowenue OKPYHCHOCHU WieU K ONIUHEe KUBaAmeib-
Hou muluysl. OKPYKHOCTB IIEH U3MEPSIOT Ha YPOBHE
IIUTOBHIHOTO XPSIIIA, & JUTHHY KHBAaTEIbHOW MBITIIIIHI —
IIPU TIOBOPOTE TOJIOBBI OT CTEPHAIBHOTO KOHIIA KITFOUH-
IIBI JI0 COCLIEBUAHOTO OTPOCTKA BUCOUHOM KOCTH.

OnmHUM U3 CHUMITOMOB SIBJISICTCSI QOAUXOCHIEHOMENUS
(yonmMHEeHHe KOHEYHOCTEH ), KOTOpasi OTpeieNisieTC n3Mepe-
HHEM TPYyOUaThIX KOCTEH 1 OIIEHKOW PaCYETHBIX HHIICKCOB:
* COOTHOIIEHHWE JJIUHBI KUCTH K pocty > 11%, Trme

JUIMHA KUCTH — 3TO PACCTOSTHUE MEXY IIMIOBUI-

HBIM OTPOCTKOM M OyTPHCTOCTBIO HOI'TEBOH (pajan-

" 3-TO MajbIa;
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* COOTHOIIEHHE JUIMHBI CTONBI K pocTy > 15%, npu
3TOM JUIMHY CTOITbI OIIEHWBAIOT IO IJIAHTOTPaMMe
KaK pacCTOSHHE OT ISITOYHOTO OyTpa 10 KOHIa HOT-
TeBOU (paymaHru 2-ro masbla;

* COOTHONICHHE pa3Maxa pyK K POcTy (HOpMa JUIs
B3pocibix — >1,05; s nereit — >1,03);

* OTHOIIEHHE BEPXHETO CErMeHTa K HIKHEMY CEerMeH-
Ty (HOpMa st OenbIx B3pocibix — < 0,85, mis ad-
poamepukanueB — < 0,78; y gereit ot 0 10 5 ner —
< 1,0; ot 6 10 7 ner — < 0,95; 89 ner — < 0,9;
crapure 10 ner — < 0,85). HmwkH#li cerMeHT u3mepsi-
FOT OT JIOHHOTO COWICHEHNS (JJOOKOBOM KOCTH) 10 OC-
HOBaHUSI CTOITHI (TI0J1a), BEPXHUI CETMEHT COCTABIISIET
Ppa3HOCTh MEXY JUIMHOM TeNa U BEJIMUYUHON HUMKHE-
ro cermenTa. CieayeT MOMHUTb, YTO HU OJHO U3 9THX
COOTHOIIIEHNH He 00ecrieYnBaeT TOYHOTO U3MEPEHHS
M30BITOYHOTO POCTA KOCTCH TPH HATMYUHU TSHKETION
(bOPMBI cKoMUO3a NI KUGho3a.

N3MeHeHMst KOHEUHOCTEN MOTYT IIPOSIBISATLCS TaKU-
MU TPHU3HAKAMH, KaK apaXHONAKTWIHSA (IJIMHHBIC, TOH-
KHe, «I1ay4bi» MajbIlbl), THIEPMOOMIBHOCTh CYCTaBOB
W TUiockoctonue. [Ipu BBISBICHUM apaxHOMAKTHIHH
CJIEyeT MCTIONIb30BaTh:

* CKpHHHHT-TeCT 00JbIIoro nanbia (cumntoM LTein-
Oepra, Steinberg). TecT cUUTAIOT MONOKUTEIBHBIM,
KOTJIa TIPY CTHOAHUH BTOPOTO — IISTOTO MAJBIEB HAJI
COTHYTHIM (TIPUBEICHHBIM) TEPBBIM TAJIBIIEM JUC-
TanbHas (asiaHra MOCJIEAHEro BBICTYIACT 3a Mpee-
JIbI ISITOM MSICTHOM KOCTH;

* yBEIMYCHHUE JUTMHBI CPEAHETO Majbila KUCTH > 10 cM
Y B3POCIHBIX; > 9 CM y MOAPOCTKOB MIPH U3MEPEHUHN
M0 JIAJIOHHOW TOBEPXHOCTH OT KOKHOHM CKJIaJIKH
Yy OCHOBaHHS MPOKCHMAIbHOW (haJlaHTH Tajblia
JI0 KOHIIa AUCTAJILHOHN (pajlaHrH;

* TecT 3amsicThs (cuMrToM Yonkepa—Mepmoka, Wal-
ker-Murdoch), saBnsrommiicss  TOJOKUTEIHHBIM
B Ciyd4ae, KOrJa TalleHT JIETKO OXBAaThIBAE€T CBOE
3aIsICThe MU3MHIEM U OOJIBIINM MaJIbI[EeM POTHUBO-
MIOJIOKHOHN PYKHU;

* MeTakapmajdbHBIH WHAEKC (PEHTTeHOJOTHYECKHH
MpHU3HaK, Sinclar) — OTHOIICHHE JTMHBI K TOJIINHE
kocTu. HopmanbHble 3HA4eHHs MeTaKapHalbHOTO
MHJIeKca BapbUpPYIOT 0T 5,5 110 8,0; ymepeHHast apax-
HOJIAKTHJINSl YCTAHABIIMBAETCS TPHU €T0 BEIWYMHE
ot 8,1 1o 8,5, BeipaxkeHHast — ot 8,6 no 10,5.
OpanMm n3 3HaunMbIX pusHakoB CT sBrnsercs eu-

nepmoobunvrocme cycmasos (I'MC), mog koTopoi mo-

HUMAIOT yBeJIMYeHHE 00beMa JABMKCHUI B OZHOM HIIH

HECKOJIbKMX CyCTaBax 10 CPABHEHHUIO C YCIIOBHOM Cpe/I-

HecTaTUCTUYeCKOM HOopMOH. K ckeleTHBIM aHOMaluiaM

OTHOCSAT Oehopmayuu cmon, pa3iindaronrecs 1mo BUIy:

TUMA «KAYaJKN», «KOHCKOW», «IOJ0I», «ISITOYHOW,

SKBMHOBAJIBI'YCHOM, SKBUHOBapyCHOM, TNIOCKOH U ILIO-

CKOBAJIbI'yCHOM.

Bonpiioe kmuHMYecKoe 3HaY€HUE cpeau aedop-
MalMi CTOMbI MMEET IUIOCKOcTomMe. Jlms oueHku
MPOJOJIBHOIO IUIOCKOCTOIMS HCHONB3YIOT nodoMe-
mpuueckuil UHOeKc, KOTOPBIA TIPEACTaBIsAeT CO00M OT-
HOLICHUE BBICOTHI CTOITBI K JJTMHE CTOTIBI, BEIPAYKEHHOE
B npoueHTax. [Ipy 3ToM BbICOTaA CTOIBI — 3TO PacCcTO-
SIHUE, U3MEPEHHOE OT T0JIa A0 BEpXHEH MOBEPXHOCTH
JIaJIbeBUHOM KOCTH Ha 1,5 cM KIiepeau OT rojieHOCTOI-
HOTO CyCTaBa, a JUIMHA CTOIBI OMpeAeNsieTcs KaK pac-
CTOSIHHE OT KOHIIA 1-ro masbla A0 3aJHel OKpyIIIoCTH
MATKA B MM. VIH/IEKC HOPMaJIbHOTO CBO/IA CTOIBI KOJIe-
6nercs B mpenenax 31-29 %, BenmuunHa MHIEKCA B TIpe-
nemnax 29-25 % yxa3pIBaeT Ha TOHWKEHHBIA CBOJ (TLT0-
CKOCTOTHE), a 3HaYeHUs Huxke 25 % CBUAETEIbCTBYIOT
0 BBIPAYKEHHOM IJIOCKOCTOINH.

Kocmuo-xpsuyesvie  ducnnasuu  XapakTepHU3YIOT:
aKkpomenusl (YKOpOUCHHE TUCTajIbHOIO OTJIEsIa KOHEU-
HOCTe); Me3oMenns (YKOPOUYEeHHE CPEeTHUX OTAEIOB —
MpeaIuIedbe, rojeHb); pu3oMenus (YKopoueHHe MpoK-
CHUMAJIBHBIX OTJIETIOB — TUIEYO0, OE/Ipo).

Jedopmayuu epyoHoil kiemxku MOTYT OBITH JTOCTa-
TOYHO pPa3HOOOPa3HBIMH, HO Hamboliee YacTo Mpe-
CTaBJICHBI IBYMS BApHAHTaMU: BOPOHKOOOPA3HOM U KH-
JICBUJTHOM.

Bopouxoobpasuas Odeopmayus epyonou Kiemxu
NPOSIBIISICTCS. YIIyOJICeHUEM B HIDKHEM 4acTW TPyAUHbI
paznuuHoi creneHn. CteneHs aeGopMaIiy OIeHUBAIOT
M0 WHJEKCY, PACCUUTHIBAEMOMY II0 PEHTTEHOTpaMMe.
[pu nepBoii cteneHn — NTyOrHA BOPOHKHU HE MPEBbILIa-
eT 2 cM, CMEICHUE cep/ilia OTCYTCTBYET; IIPU BTOPOH —
nIyOuHa He Oonee 4 ¢M, CMEIIEHHE cepilia BapbhpyeT
B Tipenienax 2—3 cM; Ipu TPeTheil — ITyOMHA BOPOHKH
npeBbIaeT 4 cM co CMEIeHHEM cepatia doiee 3 cM.

Kunesuonas epyonas kiemxa INarHoCTUPYET-
Csl 10 YBEJIMUYCHHIO MEPEeIHE3aHEr0 OTAea IPyIHON
KJIETKH U PE3KOMY BBICTYNAHHIO IPyANHBI Biiepen. Bri-
JIENAIOT TPU THUMA 3TOU aepopMaruu — MaHyOpHOKO-
CTaJIbHBIN, KOPIIOPOKOCTAIbHBINA U KOCTAJIBHBI.

Manybpuoxocmanvuviii mun XapakTepU3yeTcsl BbI-
MAYMBaHUEM BHEpel PyKOSITKU rpyaunsl u II-III pe-
OEpHBIX XpALIEH C OIHOBPEMEHHBIM CMEIIEHHEM Tella
IPYAUHBI K3aH. YTOJl MEKIY PYKOSTKON M TEJIOM I'py-
JUHBI Pe3Ko ouepueH U OoJiee OCTPHIA, YeM B HOpPME.
[Ipoduis TpynHOM KIETKH UMeeT yIriiooopasHyro ¢op-
My. Hambonpmmii u3rud pebep oTMedaeTcs IO Imapa-
CTEpHAILHBIM JTHHHUSIM.

Kopnopoxocmanvnviii mun KAJIEBUIHOW T'pyaHON
KJIETKH BCTPEUACTCS HECKOJIBKO Yalie. Beiaenstor kpy-
DIYI0 U TUpaMHUIJAIBHYIO (DOPMBI.

Kpyanasa popma xapaxrepusyercs TeM, 4TO IpyIUHA
M30THYTa Brepesa OOJbIIe B €€ CpelHell WIN CcpeqHei
Y HUKHEH 4acTu.

[pu nupamuoanvroii popme rpyaHa HaPaBISIET-
Cs1 KOCO BHU3 M BIEPE MO IPSMOU JIMHUU OT PYKOSITKH
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K MEYEBHUIHOMY OTPOCTKY. MaKCUMaJIbHO BBICTYIAIO-

e TOYKOM SIBJIETCSI MECTO COEOUHEHHsSI CpelHEeH

Y HWKHEH 9acTh TPYANHBI C MEUYEBHIHBIM OTPOCTKOM,

C YIJIOM, OTKPBITHIM K3a/Id, ¥ YETKO OYepUEeHHOH Bep-

IIMHOW BBIAYMBAaHUSA, HamnpaBieHHOW Brepen. Ile-

penHe3agHui pasMep IPyIHON KJIETKU 3HAYUTEIBHO

00JIBpIIIe TOTIEPEeYHOTO. [ OpU30HTAIBFHO PACTIONOKEH-

Hble peOpa OTrpaHWYMBAIOT JBIXaTEIbHBIE dKCKYPCHH.

VYkazanHble (QOpPMBI KOPIOPOKOCTAIBHOW TI'PYIHON

KJIIETKM MOTYT COYETaThCsA C 3alaJeHHeM HHKHUX

pebep ¢ o0enx cTOpOH B OOKOBBEIX OTJEiaX, KOTOPHIE

WHOT/Ia OITMOOYHO TPAKTYIOTCS KaK paXuTH4Ieckne 00-

posnbl I'appucona.

Kocmanonwiti mun xapakrepusyeTcst BbICTyIIaHUEM
nepeiHeil rpyAHON CTEHKH 3a cUeT 1e()OPMHUPOBAHHBIX
pebep, Kak mpaBUIIO, B COYETAHUH C POTALIUEH TPYIHHBI
BOKpYT TpomoibHON ocH. [Ipu sToM peOpa Ha omHOIA
CTOPOHE BBICTYMAIOT BIEPE, a Ha IPYTOf — HAXOAATCS
Ha HOPMaJIbHOM YPOBHE WJIN 3aI1a/IatoT.

Ilamonocuss no3gonounuxa TPOSIBISIETCS: CKOJHO-
30M, KA()O30M TPYIHOTO OTAENa, JOPA030M IOSCHUY-
HOTO OTJIeNa, «IUIOCKOM WJIM MPSMOM» CIUHOU, Spina
bifida.

Ckonuo3 MOXET OBITh JAUArHOCTUPOBAH KIMHHUYE-
CKH, €CJIM TIPH HAKJIOHE BIIEpe]] HAOIIOASTCS Pa3inine
M0 BEPTHKAJIM He MeHee 1,5 cM Mexay MexpeOepHbI-
MU NPOMEXYTKaMHU JIEBOM M MPaBOM IOJIOBHUHBI I'Pya-
HOW KIJIETKH; PEHTIeHOrpa)uueckd M METOJOM KOM-
MBIOTEPHON ONTHYECKOW Tomorpaduu MO3BOHOYHHKA.
Kmuauko-pentrenonoruueckn (Yaxmmu B.JI., 1973)
BBIJICTISIOT:

e ckoimo3 1-i cremeHn — yron >10°, HE3HAYUTETb-
HOE HCKPHBJICHUE TMO3BOHOYHHMKA BO (PpOHTAIBHON
IJIOCKOCTH, MCUYE3AIOIIEE B MTOJIOKEHUH JIEKa, ACUM-
METpHsI CTOSIHHS JIOTIATOK W HAATUICYUH TIPH TPYI-
HOM ¥ TaJWH — IPHU MOICHUYHOM CKOJIFO3€, MBI-
IieyHast aCHMMETpHS B 00J1aCTH TyTH UCKPUBJICHHUS;

* CcKoJaMo3 2-if creneHu — yrou ot 11 1o 30°, uckpus-
JIeHHE TO3BOHOYHHKA, MOJHOCTBIO HE MCUE3A0Iee
B TIOJIO)KEHWH Jieka, ciabas BBIPaXKEHHOCTH KOM-
TIEHCATOPHOU TyTH U pedbepHoro ropoa;

e ckommo3 3-i cremenu — yroi oT 31 mo 60°, kom-
neHcaTopHas 1yra, aedopmanus TpyaHOH KIETKH,
OoupIoli pedepHbIil TopO, OTKIIOHEHHE TYIIOBHIIA
B CTOPOHY OCHOBHOMH JTyTH UCKPHUBIICHHS;

*  CKONMO3 4-i crenieHn — yrou > 60°, Tsokenblid GuK-
cupoBaHHBII Kudockonmos, aedopmanus ckesera,
HapywmeHus: (yHKIHOHAIBHOIO COCTOSIHUSI CepAey-
HO-COCYJIUCTON ¥ OPOHXOJIETOYHOMN CHCTEM.

Kugo3z — wckprBiIeHne MO3BOHOYHUKA BBHITYKJIIO-
CTBIO Ha3aJl. JIop0o3 —— UCKPUBJIEHNE TTO3BOHOYHHKA
BBIMYKJIOCTBIO Brepes. Ilox TepmuHoM «npavas cnu-
Ha» — MOHUMAIOT MOTEPIO (PU3HOIOTHYECKOTO K1do3a
TPYAHOTO OT/IeJIa TTIO3BOHOYHHKA.

2.1.2. DkTOonepMaJibHBIE MPOSIBJICHAS

XapakTepu3yrTcsi THUIEPPACTSHKUMOCTBIO,  BBI-
ABIIEMON 0e300/Ie3HEHHBIM OTTSATHBAHUEM KOXH
Ha > 2 cM B 00JaCTH ThIJIa KUCTH, Ha JI0Y, HAJI HAPYXK-
HBIMH KOHIIAMHU KJIFOUHIL THOO BO3ZMOXKHOCTBIO POPMHU-
POBaHHUS KOXKHOM CKJIaJIKK Ha KOHUMKE Hoca. B ciyuae
CHWKCHHSI WM OTCYTCTBHS €CTECTBEHHON YIIPYTOCTH
W DIaCTHYHOCTH KOXa OTpeAensercs Kak apsiomas.
Kpome atoro, koxa MOXKeT ObITh TOHKAsI, KOTAa XOPO-
LI0 BUJIHBI PACIIONIOKCHHBIE IOAKOKHO COCY/IbI, HMETh
BHJI «IaMPOCHOM Oymarm». YacTel BapuKO3HOE pac-
IIUPEHUE BEeH, KEIOUIHBIE PYOIbI, TeMOpparndecKue
MPOSIBIICHUST (DKXMMO3bI, TETEXHH, IMOJOKHUTEIHHBIC
9H/IOTENUANBHBIC POOBI — KTyTa, MUK, MaHKET-
ku). [loMHMO 3THX NpPHU3HAKOB MOTYT UMETb MECTO
Oo4Yaru JeNUTMEHTAINH, THIEPIUTMEHTAlud B 00-
JACTH OCTHCTBIX OTPOCTKOB HIDKHETPYIHOTO OTHea
MMO3BOHOYHHUKA, aTpOPUUECKHE CTPUH, HE CBSI3aHHBIC
C OXHpPEHHEM, MHOXXCCTBCHHbIC NHUI'MEHTHBIC IISIT-
Ha, TUIEPTPUXO03, TEICAHTHMOIKTA3UU, TE€MAHTHOMBI.
[Ipu nanpmanuu Ha TEepeAHEed MOBEPXHOCTH TOJEHHU
1 B 00JIaCTH JIOKTEBOTO CYCTaBa MOTYT OTPEIENISITHCS
TIOJIKOJKHBIC Y3EIKH.

Hszmenenus Hoemeii TPOSIBISIIOTCS 04aroBO aruiasu-
el (OTCYTCTBHE YaCTH HOI'TSI), aHOHUXHUEH (OTCYTCTBHE
HOTTEBBIX IIJJACTHHOK), TAaXWOHUXHEH (yToJIIeHHe
SMUAEPMHCA TIOJ] HOTTEBOU TUTACTUHOMN ), JICHKOHUXHCH
(Genple MATHA WM TIOJOCKH HA HOTTAX).

Co cmoponwl 60710¢ BBISBIAIOT UCTOHYEHUE, TUIIO-
TpHUX03 (HEITOPa3BUTHE BOJIOCSHOTO TIOKPOBA), yU4aCTKH
ajyiorenuy (BBITIAJACHAS BOJIOC).

H3zmenenus 3y606 u nonocmu pma XapakTepusyoTcst
THITOJICHTHEH (YMEHBILICHHE KOIUYecTBa 3y00B, CBsI3aH-
HOE C OTCYTCTBHEM MX 3a4aTKOB), MUKpOJIEHTHEH (Ma-
JBIe pa3Mepbl KOPOHKH 3y0a), Tpemamu (yBeIHMueHHE
pPacCTOSTHUS MEXAY 3y0aMmu), THacTeMoi (YBEITHICHIE
paccTOsSHUSI MEXILy TEPEAHUMH pe3liaMu), paciierie-
HUEM SI3bIYKa, JOMOJTHUTEIBHBIME Y3€UKaMU BEpXHEH
W/WIIN HWOKHEH T'yObl, HapyIIeHHEeM PUKYca, TUCHYHK-
[Mei BUCOYHO-HMKHEUYEIIOCTHOTO CyCTaBa ! JIp.

2.1.3. MpliieyHble H3MEHEHUs

OICHMBAIOT TI0 COCTOSIHHIO MBIIICYHOW CHIIBI, TO-
Hyca, OCaHKH, HAIWYHIO aruia3uu, arpoduu, quacrasa
MBI, TPHDKEBBIX BBIMTYUBAHUN PA3IMYHON JIOKAIH-
3allMd W yBeJIW4YeHHUs 00beMa IMMacCUBHBIX ABMKEHUI
B CyCTaBax.

2.2. OcHOBHBIE BHCLEpATbHbIC MPU3HAKHA

Opaanvl 3penus: muonus (> 3D), runepmerpornus,
aCTUIMaTHU3M, METaJIOKOpHEa, YMJIOIIEHHE POTOBHUIIBI
(T10 TaHHBIM KepaTOMETPHUH ), YBEITHUCHHE JITHHHON OCH
1a3HOrO s1070Ka (110 manHbM Y3U), TonyObie ckiepsl,
9KTONHS, BBIBUX/MOABBIBUX XpYCTallMKa, MPHUIOIOHE3
(IporkaHue paxy’KKu), OTCIOHKAa CeTyaTKu, AECTPYK-
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UsI CTEKJIOBHJIHOTO TeJja, TUIOIUIA3US PAJy>KKU MU
MepUaTeJbHON MBILIIBI, KOCOIIa3ue, SHA0PTaIbM, aH-
TUMOHTOJIOUTHBIN pa3pe3 Ma3HbIX HIeeH.
Cepoeuno-cocyoucmas cucmema. TATATAAS KOPHS
A0PTHIL, MPOJIATNIC MUTPAJILHOTO KJIaraHa; Mpojarchkl TPH-
KyCHHAAIbHOIO, a0PTaJbHOTO KIIAMaHOB, HKTOMHYECKOE
KpEIUICHUE XOp/ TepeiHel, 3a1HeH CTBOPOK MUTPAJIbHO-
IO KJIallaHa, HapyLIEHHOE PacIIpPeiesICeHue XOpIl K CTBOP-
KaM MHTPAIBLHOTO KIIAlaHa, MPOAOJbHBIC, AMAroHajb-
HbIE, IOTNIePEYHbIC TPAOEKYIBI B JICBOM XKEITYI0UKE; Masasi
AQHEBPU3Ma MEXKIIPEICEPIHON IMEePEropoiKH, OTKPHITOE
OBAJILHOE OKHO, aCUMMETPHUS CTBOPOK A0PTaJIbHOIO K-
MaHa, YBEIMUCHHBIA €BCTAXMEB KIIAllaH, PaHHss BapH-
KO3Hast 0OJIe3Hb; CTEHO3 YPEBHOTO OT/Ea a0pThI; MaTo-
JIOTUYECKOE YIUIMHEHHUE, U3BUTOCTH M PYTUE HAPYIICHHS
APXUTEKTOHUKH apTePUaIbHBIX U BEHO3HBIX COCYIOB.
Hepenas cucmema.: HeCTaOUIBHOCTD ILEHHOTO OT-
Jielia TI03BOHOYHHKA, TTaTOJIOTHYECKasi H3BUTOCTh COCY-
JIOB TOJIOBHOTO MO3ra, TIO3BOHOYHHKA, LepeOpanbHbIe
AQHTMOANCTOHHMH, BepTeOpaabHO-0a3WIsipHasl HelocTa-
TOYHOCTb, JOPCAJITHUS, CHHKOIIE, CHHIIPOM BETeTOCOCY-
JIUCTOM JTUCTOHWH, PAHHUM OCTEOXOHJIPO3, MbIIIEYHAS
TUIIOTOHUS W/WITH TUIIOTPODUSI.
bpouxonecounas cucmema: TpaxeoOpoHXHATbHAS
JUCKHHE3Us, TPaxeoOpOHXOMAISLMs, TpPaxeoOpoH-
XOMeTalds, OpoHXO3KTaTmdeckas sMmpm3ema Jlemke,
cunpoM Bumesimca—Kemnbenna, mnproOpeTeHHBIH
MOJIMKHUCTO3 JICTKUX, allKaJIbHbIC OyJTbl, CIIOHTaHHBIN
MTHEBMOTOPAKC, PELUIUBUPYIOLINE aTeIeKTa3bl.
Opeanwl Oprownoll nonocmu: BUCLEPONTO3, aHOMa-
K (HOpMBI U PACTIOJIOKEHUS JKEITy[Ka, MHOXKECTBECH-
Hble TiepernObl W jaedopmaiusi KETYHOTO Iy3bIps,
nuadparmanbHas TpbDKa, HECOCTOSITEILHOCTh Kapaun
JKeJyJlka, racTpos3odareanabHble U JAyOleHOracTpalb-
HbIE PEe(ITIOKCHI, TUBEPTHUKYJIbI MUILIEBOAA U PA3JINUHBIX
OTZAEJIOB KUILIEYHUKA, JOJINXOCUIMa, MEraKoJIOH, HeJ0-
CTaTOYHOCTh OayrHHUEBON 3aCIIOHKH.
T'emamonocuueckue npusHaxu: 1erkoe o0pa3oBaHue
9KXMMO30B, METEXHH 1 TeMaToM MPHU HE3HAUYNTEIbHBIX
yAapax, HOCOBbIE, MaTOYHbIE KPOBOTCUCHHUSI, TOOPOKa-
YEeCTBEHHAss MUKPOreMaTypHsi, HapyLICHHUs arperamu-
OHHOW (YHKIUH TPOMOOLHUTOB, Ie(UIHUT/CHIKCHUE
aKTHBHOCTH (akTopa Bumnebpanna, nucdubpuHore-
HEMHsI, aCCOLIMUPOBAHHBIC TPOMOODHITHH.

Hvmynnas cucmema: peuuIUBUPYIOLINE BHPYC-
Hble, OakTepHalbHbIE M MHKOTHYECKHE WH(EKIUH;
CHIKEHHE (YHKIMOHAIBHOW AKTHBHOCTH KJIETOK
MOHOIIUTAPHO/MaKpO(arajabHOro 3BeHA, COJACPIKAHMS
T-nmuMdonuTOB U UX CYONOMYSSINN, YPOBHS CHIBOPO-
TOYHBIX ©IMMYyHOTITOOYaHHOB (IgA, IgG, IgM), nponyk-
it Mastod(PEeKTUBHBIX aHTHUTET.

Ypocenumanvnvle nposenenusn: KpUNTOPXU3M, K-
TOIUS SINYKA, BapHKOILIENe, BOJISHKA O0OJIOUEeK SUYKa,
CHaevHbIil GUMO3.

Mouegvieoosyas cucmema: HeQpONTO3, THIOTOHUS
YaIIeqyHO-JIOXaHOYHOW CHCTEMBI C Pa3BUTHEM ITHET03K-
Ta3uu, TUAPOoHEGPO3a, THAPOypEeTePOHEPPO3a, My3BIP-
HO-MOYETOUYHUKOBBIH PEQIIOKC, TuCMeTaboIuuecKas
HedpomaTua (yame — OKcalaTHO-KalbLUeBas KpH-
CTaJLTypHs).

Penpooyxmusnas cucmema: 3amepxka (Gopmupo-
BaHMS BTOPHYHBIX IIOJIOBBIX IPH3HAKOB, MAaTOYHBIC
KpOBOTEUEHHs IyOepTaTHOro Iepuoja, MeHopparus,
BTOPUYHAsI aMEHOpesl, MPEAMEHCTPYaIbHBI CHHIPOM,
JCMEHOPES.

OHookpunHas cucmema. BHICOKOPOCIOCT, 3a1epPiK-
Ka (OPMUPOBAHUSI BTOPUYHBIX TOJOBBIX IMPU3HAKOB,
rUNOQYHKINS IUTOBUIHON KeJie3bl, OEIKOBO-IHEepre-
THUYECKasi HEAOCTaTOYHOCTb.

Cmomamonoeuueckue nposenenus; HapyLUICHHE
JNICHTUHO- U 3Majieo0pa3oBaHMs, MaPOJOHTHT, OJIUTO-
JICHTHUS, TPEMbI, CBEPXKOMILICKTHOCTb, aHOMAJIbHBIN
POCT KIJIBIKOB U 3y0OOB MYIPOCTH, AUCHYHKIHS BUCOY-
HO-HI)KHEYETIOCTHOTO CyCTaBa.

Omopunonapunzonocuyeckue HapyuleHus: NCKPUB-
JICHWE HOCOBOW IEPETOPOJIKH, JAPUHIOMAJISIINS, OTO-
CKJIEpO3, HEHPOCEHCOPHAs TYTOYXOCTb.

2.3. MaJible aHOMAJIUM PA3BUTHA

MAP — u3MeHeHus1 CTPOCHUS Pa3InYHbIX OPraHOB
Y TKaHEH, KaK TMPaBUIIO HE COMTPOBOXKIAIOIINECS KITNHU-
YEeCKH 3HaUMMbBIMH HapyleHUsMHU uX QyHKuuu. MAP
pasnessioT Ha BHELIHUE W BUcLepaibHble. CpenHee
konnyectBO MAP y neteil ¢ coeAMHUTENbHOTKAHHBIMU
3a00JICBaHISIMHU JOCTOBEPHO BBIIIE, YEM B TTOMYJISAINH,
YTO JIMIIH TIOATBEPXKIAET MX AUATHOCTUYECCKYIO POJIb
B PACMO3HABAHUM JAHHOM MATOJOTUU. 3HAYUMBIC IS
nuarHocTkd MAP y neteii mpencrasieHs! B Ta0m. 1.

Tabnuua 1
KnuHnuecku 3HaymMmble AN OUAarHOCTUKU AUCNNA3UU COEAMHUTENbHOM TKaHU Masble aHOManuu pa3BuUTHS y AeTen
Buemraue MKB-10 Buyrtpennue MKB-10

Bricokoe HeOO Q38.5 OTKpBITOE OBAJIBHOE OKHO Q21.4
Msirkue yurHsie TUe MaJjible aHOMalIu|

y Q17.8 Hpy Q24.8
PaKOBHHBI cepama
MaxkpomakTuius 1-ro nansia Q742 IIponanc (mponabupoBanue) MUTPAIBEHOTO 134.1
CTOIIBI ' KJIanaHa ’
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Tabnuya 1 (OkoH4aHue)

Buemraune MKB-10 BuyTtpennue MKB-10

ATHUTIHYHOE KOJTUYECTBO (B HOpME — 3),

Koxxnas cuagaktunus 2-ro 1 3-ro najibleB

cron Q66.0 MIOTPaHUYHOE PACIIMPEHHE / PACHIOI0KCHHE Q26
NICYCHOYHBIX BEH

CanpmaneBuaHas AHOMaJbHOE PacloIOKeHHUE BETBH / BEeTBel

AaeBia Q70.9 HOC P Q26.8

1ienb BOPOTHOH BEHBI

[lomepeunas ncYePUYCHHOCTH CTOM L94.9 Hedpomros N29

TeneaHTMOAKTA3UN 178.0 'MmoToHMS YameYHO-IOXaHOYHOM CUCTEMBI NO04

['unepnurMeHTanus KOxu L81.9 Bapuxoneine 186.1
Hapymenue apXUTEKTOHUKH COCYI0B Q27.8

MAP o6HapyXuBaroTcs mpu poXKACHUH WIIH B PaH-
HEM JICTCTBE, HEKOTOpPhIC M3 HUX MOABEPrarTcs 00-
paTHOMY pa3BHTHIO (HAIPEMEpP, OTKPHITOE OBAIBHOE
OKHO, YBETWYCHHBIN €BCTaxueB kiamaH). pyrue co-
XPaHSIOTCS. B TCUCHWE XU3HU W CTAHOBITCS (HaKTo-
poM pucka (HOPMUPOBAHUS KapAWAJIbLHOW MATOJIOTHU
[11-14, 30, 64]. MmeroTcss naHHBIE, YTO U30JIUPOBAH-
Hble BucuepaibHble MAP noctoBepHO yaine BeTpe-
YaloTCsA y JETel CTapliero BO3pacTa U IMOAPOCTKOB
(11-17 ner) mo cpaBHEHHWIO C MIIAJIIEH BO3PACTHOM
rpymmoi (6—10 ner) [33].

Ha ocHOBaHuU pe3ynbTaToB NPOBEICHHBIX ()EHOTH-
MTYECKUX HMCCIIENOBaHMA, 00CIIeIOBaHNs CEMbH, aHa-
JIN3a POIOCIIOBHOM, MHCTPYMEHTANBHEIX, J1aboparop-
HBIX HcclefoBaHuil Bpad Brpase 3anono3puts HHCT
Y IPOBECTH CUHIPOMOIIOTHYeckuil mouck. Huxke npen-
CTaBJICHbl MEXKIYHAPOJIHBIC PEKOMEHIAUU MO Iua-
THOCTHKE HambOolee pacipOCTpaHEHHBIX MOHOTEHHBIX
HHCT.

3.NEAVNATPUYECKUE ACNEKTblI AUATHOCTUKMH

HACNEACTBEHHbIX HAPYWEHWUNA

COEAMHUTENIbHOW TKAHU, UMEIOLLLUX

COMACOBAHHbIE KPUTEPUMU
Ha ceromns umeercst 7 HO3010THYEeCKUX HOPM, AJIS

KOTOPBIX COITIaCOBAaHbI MEXIYHAPOIAHbBIC KPUTEPUU JH-

arHOCTHUKH [24].

1. Cuagpom Mapdana, OMIM: 154700; I'entckme
kputepuu (Ghent criteria). De Paepe A. et al., 1996
[49]; Loeys A. et al., 2010 [61].

2. Cunapom Dnepca—Hanmo, OMIM: 130000; 130010;
130050; 225400; 229200; 130060; 225410; Ville-
franche criteria. Beighton P. et al., 1998 [46].

3. Cunzmpom runepMoOMIIBHOCTH CycTaBoB. Brighton-
Grahame criteria, 2000 [53, 55].

4. Hecosepmennsiii ocreorenes. Llndp mo MKb-10 —
Q78.0; OMIM: 166200; 166240; 166210; 259420;
166220; 610967; 613982; 610682; 259440; 613848;
610968; 613849; 614856; 615066; 615220.

5. Ilpomanc mMuTpanpHOro knamaHa [44].
no MKb-10 I34.1.

udp

6. CemeiiHbplld CHHAPOM Map(paHOMTHOH BHEIIHO-
ctu (cunonum Loeys-Dietz syndrome, type 2B;
OMIM:610380, panee cuaapom Mapdana tun 2,
OMIM:154705); kputrepun Malfait F. et al. [66].

7. MASS-cunapom; OMIM 604308 [60].

3.1. Cunapom Mapgana

Cunopom Mapghana (CM, Marfan, OMIM: 154700;
mdp MKb-10 — Q87.4) — HHCT, Begymum mpo-
SIBJICHUEM KOTOPOTO SIBJISIIOTCSl pacCIIMpPEHHE aopTHl,
9KTONHS XpPYCTaJMKa, pa3sHOOOpa3HbIe CKeJICTHBIC
aHomanuu. Tum HacjieqoBaHUs — ayTOCOMHO-IOMU-
HAHTHBIM C BBICOKOM MEHETPAHTHOCTHIO U Pa3IUYHON
9KCIPECCUBHOCTHIO. YacToTa IHarHOCTHPOBAHHBIX
canygaeB 1:5000-1:10000-15000, TsxembIx
dbopm — 1 :25000-1:50000 HOBOpOXKTEHHBIX. MyK-
YHHBI U KEHIIMHBI OPA’KAIOTCS ¢ OMHAKOBOM YaCTOTOM.

Omuonozus. B 95% cinyuaeB CM BbI3bIBaeTCS My-
TaIusIMu B reHe Oenka ¢ubpwmaa 1-ro tuna (FBNT),
PacroNIoKEHHOTO Ha IJTMHHOM Iuieue 15-i XpoMocoMbl
(15921.1). OubpumnuH 1-ro THNA — TIMKONPOTEHN,
YYaCTBYIOIIUI B MUKPOPUOPHILISIPHOM cucTeme, odec-
TIeYNBAIOIIEH OCHOBY 3yacTudeckuM BosjokHam CT.
VY Bcex 6onpHBIX CM B GHONTaTe KOXXKH U KYJIBTYpe (u-
OpoOnacToB BBISBISICTCS CHIDKEHHE 4YMClia MUKpO(DU-
opwmn. ns rena FBNI nzectro 6omee 1000 myTaruii.
[lonHas Koppemsuys MEXLy TeHOTHIIOM M (PEHOTHUIIOM
OTCyTCTBYyeT [52].

Kaunuxa. XapakrepHo paHHEE HadaJlo W MPOrpeau-
GHTHOE TeueHue 3a0oJeBaHus. YK€ B IEpUOie HOBO-
POKACHHOCTH BBISBISIOTCS apaxXHOAAKTHIINS, JOJIUXO-
CTEHOMEJIUSI M TEHICHIMS K YBEINYCHUIO AJIMHBI TEja.
B nanbHeiieM OONBHBIX OTIMYACT AS(UIIMT MAaCChI
Tena, Jonuxonedanudeckas Gpopma yepera, y3Koe JIUIIO,
apkooOpazHoe He0O, TMIOIJIa3Ksl MBIIIL U TTOAKOKHOH
KJIETYaTKH, TCHACHIUS K THIIEPPACTIKUMOCTH KOKH, MO-
TOpHAasI HEJIOBKOCTH JIBMOKEHUH. XapakTepHbl aedopma-
LU TPYAHOW KJIETKH (KWJIEBMIHAS, BOPOHKOOOpa3Hasi),
AQHOMAJIMK TIO3BOHOYHHUKA (CKOJHMO3, KH(O3, FOBEHMIIb-
HBII OCTEOXOHAPO3, HECTAOMIBHOCTD IIEWHOTO OTAENA),
BBIBUXH I'OJICHOCTOITHBIX CYCTAaBOB U IJIOCKOCTOIHE.
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ACTEHHUYECKOE TeJOCIOKEeHNE (HOpMHUPYETCS YKe
K 1-3 romam, nedopmarus TpyIHON KIETKH — K 47,
BECh CIIEKTp CKENETHbIX HapymeHut — k 14-16. Ila-
TONOTHSI cepaedno-cocynuctor cuctemsr (CCC) —
K 2—7 rogam u mozxe. [IpakTudecku y BceX OONBHBIX
HaOI01aeTCsl MOpaKEHHE KPYITHBIX COCYJIOB U CepAla.
Oco0oe MMarHOCTHYECKOe 3HaYeHHE WMeEET pacuIupe-
HUE WM aHeBpHU3Ma aopThl [63]. TunmaHel HapyIIeHNUs
OpPraHOB 3PEHUsI: MHOIHUS BBICOKOH CTEIEHH, IOJIBbI-
BUX, COEPUYHOCTh, YMEHBIIICHUE Pa3MEPOB XPyCTalU-
Ka, OTCJIONKa ceTyarku. Hepeako BhISIBISIIOTCS OepeH-
HBIC WJIU TIAXOBBIE€ T'PBDKH, BAPUKO3HOE PACIIMPEHHE
BEH HIDKHUX KOHEYHOCTCH, MOBBIIICHHAS KPOBOTOUH-
BOCTb, BUCIIEPONTO3, IM(pr3eMa JIerK1X, CIIOHTaHHBIN
MTHEBMOTOPAKC, B PSAJIE CIIy4aeB — HAPYIICHHS 3MOIIHO-
HAJBHO-BOJIEBOH CephI.

Juaraoctuka CM ocHOBBIBaeTcs Ha [ eHTCKUX KpH-
tepusix De Paepe A. et al. (1996) [49], nmepecmoTpen-
HBIX Loeys A. et al. (2010) [62]. B ocHOBY TOJIOKEHO
BEISIBJICHHUE HauOoliee CHEIM(PUUSCKUX MPU3HAKOB,
XapaKTepU3YIOMINX CTEIEeHb BBIPAKEHHOCTH COEJH-
HUTENPHOTKAHHBIX HApYIIEHWH OPraHOB W CHCTEM,
HaJIMYUE PACIIUPEHUST KOPHSI aOPThI, SKTOIMUA XPYCTa-
JIMKA U OTATOIEHHOCTH ceMeiHoro aHamuesa. OueHka
BHEIIHHUX M BUCLEPAIBHBIX MPU3HAKOB CUCTEMHOTO BO-
Bineuenns CT (CBCT) B Oamrax mpemcraBiieHa B Tao-
e 2.

Tpu 6asia MPUCBOCHO COYETAHHIO IPUZHAKOB apPaX-
HoOaxmuuu (CUMITOM «3aIsCThs» + CUMIITOM «0O0JIb-
moro maneiay). Kuresuowas Oegopmayus 2pyoHou

knemxku Juis nuarHoctukn CM Ooree crienuduyHa,
4eM gopoHKooOpasuas. B 2 OGanma oueHeHa npompy-
3UsL BEPMIYIHCHOU 6NAOUHbI, TUATHOCTHYECKUM MPH-
3HAKOM KOTOpPOH SIBISICTCS MEOUATBbHASI TIPOTPY3US
BEPTIYKHON BIAJMHBI 32 MPEACIIBI MOAB3IOIHO-CEa-
JIUIIHOW JIMHUU B MEpEeAHe3aqHeH yIlIoBOM MpOoeKIuu
Taza > 3 MM. Pazeubanue 10Kmeso2o cycmasa CUATA-
€TCsl HETIOJTHBIM, €CJI YTOJI MEX/Iy TICUOM U TIpeATIe-
ybeM cocTaBisieT < 170°. BrisiBienue y maueHTa Tpex
13 TICPEUMCIICHHBIX TATH JUICBBIX OU3MOpPUil oyeHe-
HO 8 00UH ba.

Toscruuno-kpecmyosas sxmasusi meepooll Mo320-
6011 000710YKY TAATHOCTUPYETCS C TTOMOIIIHIO MAaTHUTHO-
pe3oHaHcHO# ToMorpaduu. CTaTHCTUYSCKU 3HAYMMBIM
KPUTEPUEM JyPAITLHOU IKTA3UU y JIETSH U MOJIPOCTKOB
¢ CM sBrnsieTcsl yBeTMYEeHNE COOTHOIICHHUS THAMETPOB
TypabHOTO MeIKa U Tel L.- 1 S -TI03BOHKOB, a Tak-
)K€ YBEJIMUCHHUE CAaTMTTAILHOTO TUaMeTpa TypajIbHOTO
MeEIlKa Ha ypoBHE S, mo cpaBHenuio ¢ L, [56]. B mo-
CJIeTHUE TOABI JypallbHasi AKTa3Wsl CUUTACTCS OJHHUM
W3 IJIaBHBIX TUArHOCTHYECKUX kpurepueB CM u map-
kepoM TsoxecTH opakenus CT [43, 62, 70]. [TokazaHo,
YTO KapauaibHbIe nposBiieHns CM coBMagaioT ¢ HaJU-
yueM nypanbHoi akTazuu B 95—-100% ciayuae. OqHa-
KO CJIEAYeT IOMHUTh, YTO ATOT NPU3HAK MOXKET BCTpe-
yarbcs u npu Apyrux 3abomneBanusx CT. [lo omHOMY
oamry CBCT uMeroT nporanc mumpanvioz2o Kianauwd
U Muonus > 3 TUONTPUN, KOTOPBIC, KaK U APYTHE TPO-
spiiennst CBCT, He oTHOCHIMECS K KOCTHOM CHCTEME,
MOTYT HaOTIONIAThCS MTPH CAMBIX Pa3HBIX 3a00JIEBaHUSIX

Tabauua 2

BbannbHas oueHKa CMCTEMHOrO BOBNEYeHNs coeanHuTenbHom Tkanu (Loeys A. et al., 2010)

[IpusHaku

Bannsr

CoueTaHue MOT0KUTEITHHBIX IIPpHU3HAKOB 1-ro maibIa u 3amscThsa

3

[IpusHaku 1-ro manpa 1 3a0sCThs 110 OTACIBHOCTH

mo 1

Kuneuanast neopmanus rpy JHOH KIETKH

2

BoporkooOpa3zHas nedopManust UIH aCHMMETPUS TPy THON KISTKH

mo 1

MenunanbHOe CMEIICHUE MeIHATbHOM JIOABDKKHU, MPUBOAIIEE K MIOCKOCTOMHIO 2

[ImockocTomnme

[TneBMOTOpaKC

HOS{CHI/I‘-IHO-erCTL[OBaﬂ JAypajibHas 3KTa3ust

[TpoTpy3ns BepTIy>KHOH BIAAWHBI, MOATBEPKACHHAS PEHTT€HOJIOTHIECKH

CHMXEHHE COOTHOIICHHMS BEPXHETO0 U HUXHEI0 CETMEHTA TyJ'IOBI/ILI_[a>1<

CKOJIO3 Uin KI/IQ)OCKOJ'II/IO3

CHIDKEHHE BO3MOKHOCTH BBITIPSMIICHUS JOKTS < 170°

— == o=

Hanuuue Tpex U3 nmepevrcAeHHBIX YePEMHO-TUIIEBBIX TPU3HAKOB: J0oTHXomedatis, 3H0}-
TaJIbM, AHTUMOHT'OJIOUIHBIH pa3pes Iia3, FUIONIa3Hs CKYJIOBBIX KOCTEH, peTpOTrHaTU S

Koxnble cTpuu

Muomnus > 3D

[Iponarnc MUTpaIbLHOTO Ki1anaHa (BCe THIIBI)

Maxkcumansro: 20 6aIoB; AUarHOCTHYECKU 3HAYUMEL: > 7 0ajliioB

> 1,05 + ckonuo3s I-1I creneuu

* —y nereit 05 et — < 1,0; 67 et — < 0,95; 8-9 net — < 0,9; > 10 ter — < 0,85 + cooTHOUICHNE pa3mMaxa PyK K JAJIHHE Tela
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CT win BeICTYNaTh B KAY€CTBE CaMOCTOSTEIBHBIX HO-
30JIOTHYECKUX (POpM.

Ampoguueckue nonocvl koxcu (CTpUH) paccMma-
TPUBAIOTCS B KQUE€CTBE 3HAUMMOTO JHATHOCTHICCKOTO
MIpU3HAKa, €CJIM OHU HE CBA3aHBI C BHIPAKCHHBIMU U3-
MEHEHHUSMH BeCa M PaclojararTcs Ha CIIUHE, B I0-
SICHUYHOH 00JIacTH, TUIEYEBOM I0SICE, TIOMBIIIIEIHON
obmactu wim Oenpax. OIEHKY pa3MepoOB aoOpTHI pe-
KOMEHJIOBAaHO MPOBOAUTH Ha YPOBHE CHHYCOB Baib-
CallbBBl W BOCXOMSIIETO OTAeda aopThl. [lpu sTOoM
HEeJIb3S TI0Jb30BaThCSl AOCOMIOTHBIMH 3HAYCHUSIMHU
MaMeTpa aopThl. PexoMeHayeTcs MpoBOIUTH pacueT
Z-KpUTEpUsl, TO3BOJISIONIETO YISCTh BO3PACT U MACCO-
pOCTOBBIC JaHHbIE ManueHTa [27, 28]. 3a yBenuueHue
pasMepa aopThl MPUHATO 3HAYCHUE Z-KpUTEpUs > 2
IUJIsl MAllUEeHTOB B Bo3pacte crapuie 20 netr u > 3 —
JUISL TallMeHTOB MoJioxke 20 Jiet.

TpeboBanus k nuaraoctuke CM pazinyaiorcs B 3a-
BHCHMOCTH OT OaHHbIX cemelino2o anamuesa [61].

Kputepun nuarsoctukn CM mpu OTCYTCTBHU Ce-
MEHHOTr0 aHaMHe3a.

1. Pacmmpenue aopThl > 26 + 3KTONUS XPyCTaINKA.
2. Pacmmpenue aopThl > 26 + HaTUYHE MyTallUY B TeHE

FBNI.

3. Pacmmpenue aoptsl > 26 + > 7 npuszHakos CBCT.

4. DxTomus Xpycrajuka +  HaJIu4yue
B rere FFBNI + paciiupeHue aopThl.
Kpurepun nuarnoctukn CM mpu HATUIAH CEMEH-

HOTO aHaAMHe3a.

1. Dxronus XpycTajluka.

2. >7 npuznakos CBCT.

3. Pacmmpenue aoptsi > 26.

ITo mamaBIM JUTEpaTyphl, uarnoctuka CM Ha oc-
HOBaHMM [ @HTCKUX KpUTepreB Bo3MOxHa Y 95 % B3poc-
JBIX Uy 56 % NeTei, ABISIOMUXCS HOCUTEISIMHU My Tallin
B reHe FBNI [52]. YV nereit u mOAPOCTKOB Bepr (UKL
JTAHHOM TIATOJIOTHH JIOJDKHA CTPOUTHCS C yUETOM OaJIIoB
CBCT u Benmunns! Z-kputepust. Ecam nokazarens CBCT
(<7) w/wnu quamMeTp KOPHS a0PThI JJOCTUraeT TOIBKO TI0-
IpaHUYHbBIX 3HaYeHUH (Z < 3), JaHHBIC MOJICKYJISIPHO-Te-
HETHYECKOTO HCCIIEIOBAHUS OTCYTCTBYIOT, CIIEIyeT CTa-
BuTh nuarao3 «/{CT. Mapganonooobnutii ernomuny.
Huarno3 «cuampoM Mapdana» MPaBOMOYCH TOIBKO
B CIy4yae HapacTaHus AUJIaTallid KOpHS aopThl (Z > 3)
u uckmouennst HHCT ¢ mapgpanouonvim ghenomunom
(cm. Tabn. 3). Ecim myranus B reHe FBNI BbIsBICHA,
a Z = 3, moKa3aHo NPOIOIDKHTE peryisipHoe IxoKI -Ha-
omonenue. Jlmarnoz CM MoOXeT OBITh TIOCTaBJICH TOJb-
KO TIpH TPEBBIIICHUH [OPOrOBOTO 3HAYCHHUS pa3Mepa
AOPTHI.

MyTaluuun

Tabauua 3
OCHOBHbI€ HAC/IeACTBEHHbIE HAPYLUEHWUS COEAMHUTENbHOM TKaHW C MapPaHONoL06HbIM PEHOTUMNOM
Ho3omornueckas popma, OMIM I'en, nokanu3zanus Knunuueckue nposiBiaeHus
Cunapom areBpus3Mbl aopThl Jloeca—JIut-
. . o CkeneTHble, CEpIeUYHO-COCYyAUCThIe mposBiaeHust CM, ot-
ua, Tun 2B; 610380; cemeliHbII cHHAPOM
o . cyTcTBHe/ci1abast BHIPaXCHHOCTH MATOJIOTHH OPTaHOB 3PCHHUS,
MapdaHONTHOH BHEIIHOCTH; pPaHEe CHH- N ) /
M3BUTOCTH apTEePHUil, aHEBPU3MBI/IUCCEKIIUU BOCXOSIIETO
npom Mapdana, tum 2; 154705 PTCpHH, P A I{ AT
I'PyIHOTO OTJeNa a0PThI, APYTHUX apTEPHUil, IPOIANIC MUTPAIIb-
Cunapom aneBpu3Mbl aopThl Jloeca— JluT- TGFBR2
Horo kianana ([IMK), nonuxouedanus
ma, Tum 1B; 610168 3p24.1
CkeneTHBIE, CepAEIHO-COCYAUCTEIE posiBieHns CM, n3-
BUTOCTH COCY/IOB, BHyTpUUEpPEITHBIC AaHEBPU3MBI, CyOapax-
Cungpom Jloeca—Jutua, tum 4; 614816 YAOB, BHYTPHHCP P » Cyoap
HOUJAJIbHEIE KPOBOM3IHUSHUS, BBICOKOE HE0O, OTCYTCTBUE
9KTONHHU XPYCTAINKA
Juaduzapuas qucnnasus, 6one3np Kamy- TGFBI T'unepocTo3, ckiaepos Auadu30B JIHHHBIX TPYOUaTHIX KO-
patu—DurensMana; 131300 19q13.2 CTeH, TONMXOCTECHOMENH S, 1ehopMaIIHs TO3BOHOYHHKA
W3BuTOCTH apTepHil, paccaanBaroIie aHEBPH3MBI A0PThHI
Cunapom Jloeca—/Iutua, tum 1A; cuH- Ii pHit, p P pTEL,
TGFBRI1 BIIC, rna3Hol runepTeaopusm, paciienieHne HeOHOTO SI3bI4-
npom @ypionra; cunapom Jloeca—J[utua .
9q22 Ka/TBepAoro Heba, JOINXOCTCHOMEIHS, HOPMaJIbHBII POCT,
aHEBPU3MEBI a0pTHL, TUM 1A; 609192
OTCYTCTBHUE YKTOIHMH XPYCTaINKa, KOTHUTHBHbIC HAPy IICHHS
Cunnpom Jloeca—/Iutua, tTum 2A;
CHHAPOM aHEBPU3MBI A0PTHI; CEMEHHBIN PaccrnanBaromire aHeBpHU3MBbl a0PTHI, COHHBIX, KOPOHAPHBIX
CHHAPOM aHEBPU3MBI I'PYIHOTO OT/elNa U IpYTUX apTepuil B MOJIOIOM BO3pacTe
aopThl; 608967
Lo Cemelinas popma pacciauBarouieiics aHeBpU3MbI I'PYJTHOTO
CemeliHbIii CHHAPOM aHEBPH3MbI IPYIHOTO MYHII oTJeIa ao ?I)IpB COIileTaHI/II/I c OI”II:IK BITBIM apTe HaJ‘IEZBIM po
oTaena aopTst 4; 132900 16p13.11 p p pTep p
TOKOM
CeMeifHBIN CHHJIPOM aHEBPHU3MBI TPYIHOTO . .
P p Py ACTA 2 Cemeitnas popma pacciauBaromieil aHeBpU3Mbl a0PThI, JTHBeE-
OTJIeJIa A0PTHI, TUBEIO CETIATKH, (DIOKKY-
10923.31 JI0 CeTYATKU U (IIOKKYJIIBI PaJlyKKH
JBI pagyKKu; 611788

& NEANATP

2016 TOM 7 BbIMYCK2

ISSN 2079-7850



MEPEOOBAA CTATbA

17

Tabnuya 3 (OkoH4YaHue)

Ho3zonornueckas popma, OMIM I'en, nokanuzanus Knnaunyeckue nposiBiaeHust
SMAD3 ApTepuanbHble aHEBPU3MBI,
Cunapom Jloeca—Iurtua, tum 3; 613795 P pv p
15q22.33 paHHUH OCTEOAPTPUT
. SLC2410 l'enepanu3upoBaHHas U3BUTOCTD, YIJINHEHUE, CTEHO3BI
Cunyipom u3suTOCTH aprepuit; 208050 pam3up » YA ’
20ql3.12 apTepHil, TULEBbIe TU3MOphun
I'unmepMoOUIBHOCTH CYCTABOB, BPOXKICHHBIN CKOINO3
Cunpom epca—Jlaio kudockonnoTH- PLODI u MLIpmeqHaﬂ FHHOTOH}II/U[ a3 LIELI aj1 Tepuii, MapHaHOUTHBIH
qeckuit; 225400 1p36.3 - pasp pTepHi, Map a
(beHoTun
Cunrpom MaphaHOHUIHON THIIEPMOOUITb- MapdaHougHEI PEHOTHUII, THIIEPMOOUIEHOCTH CYCTABOB,
"Hoct OMIM: 154750 TUNEPPACTSIKUMOCTH KOKH, KAMIITONAKTHIIMS S5-T0O Hajblia

3.2. Cunapom Diepca—Jlanno

Cunpnpom Onepca—anno, (COJ, Ehlers-Danlos,
SED, umdp MKB-10 — Q79.6). COIl — reteporeHHas
rpynna HaciencTBeHHbIX HapyiueHuid CT, Bexymumu
HPOSIBIICHUSIMH ~ KOTOPBIX ~ SIBIISIFOTCSL  THIIEPPACTSIKHU-
MOCTb, XPYIKOCTb KOXKH 1 THIIEPMOOUIIBHOCTD CYCTaBOB.
Hwxe (Tabn. 4 u Tabn. 5) npeacrasieHbl Buib(panii-
ckas knaccudukanuss CIJl (Beighton P. et al., 1998)
u Bumbdpanmickue xpurepun quaraoctuku COJ [46].

Hns xnuandeckoir numarnoctuku COJl HeobOxo-
JIUMO HaJTUYUE XOTs ObI OJJHOrO OOJIBIIOTO KpPHTE-
pust. Hanuuue onHOro miu 0oJiee MallbIX KpUTEPU-
€B MO3BOJISICT JIETAlM3UPOBATh THUI 3a00JEBaHMS.
Hanu4ue TOJNBKO MaJIbIX KPUTEPHUEB JIaeT OCHOBA-
HHE TpeAmnoyararb 31epconodobnoe 3abo0JIeBaHHUE,
XapakTep KOTOPOTO MOXET OBITh YTOUHEH MOCie
MPOBEACHUSI MOJICKYISPHO-TEHETHYECKOTO 00cIe-
JIOBAHUS.

Tabnuua 4
Knaccudumkaums cuippoma dnepca - [anno (Beighton P. et al., 1998)
Tum (HOBEII) Tum (cTapsrif) YacToTa OMIM I'ensl
N Col 1 . 130000 COL541, COL5A42,
Knaccuueckuii CoI2 2-5:100000 130010 COLIAI
T'umepMoOUNBHELI CBJ13 1:10000-15000 130020 COL3A41, TNXB
CocyaucTsalit CoJll 4 1:100000 130050 COL341
Kudockomnoruaeckuit CoI 6 Onucano> 100 cnyuyaen 533288 PLODI
. COl 7A N COLIAL
ApTpoxana3uCHbIHI COI 7B Onucano=30 cayudaen 130060 COLIA2
KoxHubrii Col17C Onucano~ 10 cnyuyaen 225410 ADAMTS?2
Tabnuua 5
BunnbdpaHwckme kputepun (Villefranche criteria, Beighton P. et al., 1998) anarHoctnkm cunapoma Snepca — [1laHno ¢ AONONHEHNAMM
Bonpmue kpurepuu | Mausble Kputepuu | T'en, 6emox
Knaccuueckuii T, OMIM: 130000; 130010
I'manxas, 6GapxaTtucras Koxa.
Mo CKOIOJOOHBIE MICEBI00MYXOIIH.
I ToBsmeHHas pacTsxu- [MonxoxHbIe chepuyeckue 00pa3oBaHHUsL. COLSAL
PacTskeHne/BBIBUXM/TIOIBBIBUXH CYCTaBOB, IIIOCKOCTOIIHE.
MOCTB KOXKH. COL5A2

2. Iupoxue arpodpudeckue

pY6HI>I Jlerko BO3HHUKAKMIHUE reMaTOMBI.

MpbleuHast TUIIOTOHM A, 3aI€PKKA MOTOPHOI'O pa3sBUTHUA.

BBIpa)KeHHaH PacTAXKUMOCTDb U ¢J1ab0CTh TKaHEH (pr])l(a IUIIEBOA-

KOJIJIareH 5-To THUIia,
anbda-1-memns;

CTas KOXa.
2. T'enepanuzoBannas ' MC

3. I'mmepMOOUIBHOCTH Cy- N KOJIJIareH 5-T0 THUIIa,
HOTO OTBEPCTHSI, AHABHBIN MPOJIATC B ICTCKOM BO3pPACTe, IICPBU-
crasos ('MC) anbda-2-nens
KaJIbHasl HEIOCTATOYHOCTD).
[MocneonepalinOHHBIC TPHIKH.
Hanuvue ananoruyHeix 3a00JIeBaHUM B CEMbe
I'mnepmoOunbHEIT TH, OMIM: 130020
1. T'mneppacTtspkuMocTb 1/ COL3A1,
PenunuBupyroniue BoIBUXU/TIOIBBIBUXH CYCTaBOB.
WM Tiaakas, OapxaTu- KOJLIareH 3-ro THUIa,

XpOHI/I‘IeCKI/Ie 0o B CyCTaBaX/KOHe‘IHOCTS[X.
Hanuuune ananoruyubix 3a00jieBaHUM B CEMbe

anbda-1-memns;
TNXB, tenackun X
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Tabnuya 5 (OkoHvaHue)

Bbosnbuine kputepun Mauible KpuTEpUU I'en, Genok
Cocynuctsiit Tun, OMIM: 130050
Tonkasi, mnpocBeuuBaro-| AKporepus.
mast Koxa. I'MnepMoONIBHOCTS MEIKUX U CPEAHHUX CYCTaBOB.
ApTepuanbHas/MHTECTU- | Pa3pbIB CyXOXKHMIJIMH ¥ MBI,
HaJbHAs/MaTOYHasl cla-| OKBHHOBapycHas JeGOpManus CTOI.
COL341,

00CTB WJIH Pa3phIBHL.
OOmupHBIE KPOBOIOA-
TEKH U MOBBIIICHHAA pa-
HUMOCTb.

XapaKTepHbI BHEIIHUH
BU/J TUIa

Pannsist Bapuko3Has 60JI€3Hb.

ApTepHOBEHO3HAs KapOTUIHO-KaBEpPHO3Has PHUCTYIIA.
[THeBMOTOpaKC/THEBMOTEMOTOPAKC.

Henopassurue necHsl.

Hannune ananornausIx 3a00jeBaHuil B ceMbe, BHE3aITHasl CMEPTh
OIM3KUX POICTBEHHUKOB

KOJLIareH 3-ro THIIa,
anbda-1-uens

Kudockommornueckuit tun, OMIM: 225400

I'enepanuzoannas [MC.
BpoxaeHHass MblIIeqHAS

PanumocTs kK0XkH, aTpopuieckne pyOIsl.
CKJIOHHOCTH K TeMaTOMaM.
Pa3zpeiB apTepuii.

PLODI,
TUIOTOHHSL. Map¢anongHast BHEIIHOCTD.
N JIM3UITHPOKCHIIa3a-1
BpoxaeHHslii  mporpec-| YMEHBIIEHHE Pa3MEPOB POTOBHUIIEL.
CUPYIOIINN CKOIHO3 OcTeoneHnus.
Hannune ananornausIx 3a00neBaHuil B ceMbe
ApTtpoxanasuss, OMIM: 130060
Tsokenas renepaiusosan- T'uneppacTaKUMOCTh, pAHUMOCTD KOXKH, aTpopuuecKkue pyOrbl COLIAL
Has I'MC, penunusupyto- pp b - 4Tp PYOUEL COLIA2,

IIMe BEIBUXH/IOIBEIBUXML.
BpoxneHHblil  aByCTO-
pOHHHI BBIBUX Ta3o0e-
JIPEHHBIX CYyCTaBOB

JIerko BO3HUKAOIIME IEMAaTOMBI.
MplieyHast THIIOTOHHUS.
Kudockonnos.

OcreoneHus

KoJuiareH 1-ro tuma,
anbda-1-memns;
KoJuiareH 1-ro tuma,
anbda-2-1ens

Jlepmarocnapakcuc, OMIM: 225410

Bolpaxkennass rumneppa-
CTSKUMOCTB KOXKH.
[IpoBucaromas, «Jui-
HSSD KOXKa

Msirkasi, peIxjas TeKCTypa KOXKH.

JIerko BO3HHKAIOLIHE FeMAaTOMBI.
IIpesxreBpeMeHHBIH pa3phIB IUIOAHBIX 000JI0YCK.
Bonpmme rpeiku (IyHOBUHHBIE, TAXOBHIE)

ADAMTS?2,
MPOKOJIIareHOBas
N-npoTenHnasa

IIpouue popmsr: 130080, 225310, 147900, 130070 u xp. OTHOCAT K HEKJIACCUDUIIMPOBAHHBIM THIIAM

3.3. HecoBepiieHHbIi ocTeoreHes

Hecorepmiennsiii  octeorene3 (HO, Osteogenesis
imperfecta, Oomne3np JloOmreitHa—Bpommka; mmdp
o MKb-10 — Q78.0) — rereporennas rpynmna HHCT,
BEIyLIMM TPOSIBIIEHUEM KOTOPBIX SBJISIETCS MOBBIILICHHAS
JIOMKOCTb JUIMHHBIX TpyOuaThIx Koctel. Yactora B momy-
nsimmn — 7,2 110000, Hanbonee pacripocTpaHeH 4-if Tut.

Knunuxa. TunuuHelii TpU3HAK — CKIOHHOCTH
K MiepesioMaM TpyOJaThIX KOCTeH, pedep U KITFOUHIL IPH
MUHUMAaJIbHOM TpaBMe, YKOPOUEHHE 1 UICKPUBIIEHHE KO-
HEYHOCTEH BCIIE/ICTBUE TIEPEIIOMOB, MBIIIEUHBIE aTpPO-
¢umn, pazOONTAaHHOCTH WJIM KOHTPAKTYPHl CYCTaBOB,
roiryOble CKJIepHI, KeITO-KOPUIHEBHII 1IBET 3y0O0B, Jie-
(dbopManuy MO3BOHOYHUKA, TPYIHON KJIETKH, JUIUTEINb-
HOE He3apallleHHe POJHUYKOB M ILIBOB Yeperna, Mpeod-
JaJIaHue pa3MepoOB MO3TOBOTO HYepera Haj JHUIIEBBIM,
otockiepo3s. [lepemomsr xoporo cpacTatoTcs ¢ 00pazo-
BaHUEM KOCTHOM M030J1M. PEHTT€HOIOrnYeCcKy BhISIBIIS-
10T: T Qy3HBIIT 0CTEONOPO3, KIPO3PAYHOCTHY KOCTEH,
pEe3K0€ UCTOHUYEHNE KOPTUKAIBHOTO CJIOSI, YMEHBIIIEHUE
ToTiepeyHrKa qruadu30B, paciiiperne MeTadru3oB, ceT-

YaThIi PUCYHOK I'yOuaToro BEIIECTBA, MHOXKECTBCHHEIC
KOCTHBIE MO30ITH 1 Jie(hopMaIliK CKEIeTa.

ITo cpoxam Hauasa 3a001eBaHUS BRIICIIIOT: 1. Pan-
w110 ¢hopmy (Bposrika) — repesioMbl BOSHUKAIOT BHY-
TPUYTPOOHO WM cpa3y IOCie POXKACHUS peOeHKa.
2. Ilozonioro gopmy (Jlobmreiina) — mepenoMbl BO3-
HUKAIOT TI0CTIe Hadajla XOIbO0bI.

Omuonoeus. B ocnoBe HO warmie Bcero snexar 6omnee
400 mMyTaumii B reHax, KOAMPYIOMIUX CHHTES 0. - U OL,-11e-
nieit koyareHa | tuma, 100 epMEHTOB, IPUHUMATO-
X ydacTHe B UX co3peBaHuu. Hambomee Tspkenble
(hopMBI HaOMIOMAIOTCS B CITydasik 3aMeHBbI B OeJIKe KOJI-
JareHa TIHIUHA HA KaKylo-JIMOO APYTYI0 aMHHOKHC-
JIOTy; MyTallM¥ Te€Ha KOJUIATeHa O.-LEMH MPOTEKaroT
OnmaronpusTHee, YeM o -LUenu. Y OOJNBHBIX CHMKEHA
UG depeHIupoBKa 0cTe00IacTOB, HAPYIIEHO OTIOXKE-
HHE coJIel Kablus B pochopa B KOCTHOH TKaHU, CHH-
TE€3 W pacmaj KoJulareHa.

Ha ceroans Beigenstor 15 tumos HO; 1, 11, 111, IV
u V THITBI HACTIEAYIOTCS 2y TOCOMHO-IOMUHAHTHO U 00-
ycnoBiaeHsl MmyTtauusmu reHoB COLIAI, COLIA2.
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UckmiouenueM siBnsieTcss V. TUI, KOTOPBIM BBI3BIBAIOT
myTtauuu B rede [FITM. Tunsl VI-XV HO nacneny-
FOTCSI AyMOCOMHO-peyecciu8Ho 1 BBI3BAHBI MYTAIHSIMH
renoB CRTAP, LEPREI, PPIB, SERPINHI, FKBPI10,

SP7, BMPI, TMEM38B u WNT1 B TOMO3UIOTHOM CO-
crossHun. COBpeMEHHas MOJEKYIISIPHO-TeHeTHIeCKast
W KIMHWYecKas xapaktepuctnka HO mnpencrasieHa
B Tabure 6.

Tabnuya 6
MonekynsipHo-reHeTM4ecKas U KIMHUYecKas XxapakTepucTuka HeCOBEpPLLUEHHOrO OCTeOreHesa
Twum, Tun I'en, nokanu3auus, nepBUYHbBIN KT MHHYCCKHE DO BICHIS
OMIM | HacnenoBaHuUs OMOXMMHUYECKUN AePeKT P
MHOeCTBEHHBIE TIePEIOMBI B JIOIIKOJIBHOM BO3pacTe, porpec-
14, AyTOCOMHO- COLIAL 17q21-q22, cupyoIas aeq)opMarl)m;{ JIUTMHHBIX TPYOUaTHIX KI?)CTeﬁ rgny%me
166200 . | anpda-1-mens komrareHa 1-ro tuma; o ’
B JOMMHAHTHBIH | 50 ") /s 7q22.1 CKJIEPBI, TYTOyXocTh B 50 % cirydaes.
’ (ALl i 2 Tun A — 6e3 He3aBepLUICHHOTO JICHTUHOTEHE3a,;
166240 anb(a-2-1ensb KojlareHa 1-ro tuma
Tu B — C 3aBepIIeHHBIM IEHTHHOT€HE30M
COLIAlL .
I 17q21-q22; MHOXecTBEeHHbIE BHYTPUYTPOOHBIE IIepeioMbl KocTeil, nedopma-
16’6210 ALl COLIA2 ? MU CKeJleTa, «MeMOPaHO3HBII Yeperl, CHHJIPOM JIbIXaTeIbHEIX
7q22.1 ’ paccTpoiicTB, mepuHaTadbHas THOEIB, TOIYOBIe CKICPHI
COLIAl, .
I 17q21-q22; PenuinBupyromniye nepeaomMsl JUIMHHEIX TPyO4YaThIX KOCTEH He-
) 5§ 420 Al COLIA> ’ PEeAKo BO BpeMsi POAOB, IpOrpeccupyromas aeopManns CKenera,
7q22.1 ’ I'MC, HecoBepIlIEHHBIH AEHTHHOTEHE3, HOPMAJIbHBIE CKJIEPBI U CIyX
Penxue mepenomsl, MEIJIEHHO IIporpeccupyroniue aedopmanun
1v, ATl COLIAI KOCTEM, HOPMAaJIbHBIE CKIIEPHI U CIYyX.
166220 17921-q22 Tun A — 6e3 He3aBEPIICHHOTO JICHTHHOT'CHE3a;
Tu B — C 3aBepIIeHHBIM IEHTHHOT€HE30M
v IFITM, 11pl15.5, uutepdepon-un- | YacToie nepeaomMbl JIUHHBIX TPYOYaThIX KOCTEH, TO3BOHOYHHKA,
61,0967 ALl JTyIUPOBAaHHBIH TPaHCMEMOpPAHHBIN | KOCTHBIE e()OPMaNNH, KaTbIIH(UKATHI, OCTEOIIEHUs CKeJIeTa,
6emok-5 HOPMaJIBHBIE CKJIEPHI, OTCYTCTBHE HAPYIICHUH AEHTHHOTCHE3a
AyTOCOMHO- Iepenomsl, HaumHAOMHECS OT 4 10 18 MecseB KU3HHU, paHHNE
VI, Y . | SERPINFI, 17p13.3, cepunn, wnrn- | P : m ! ! P
613982 |PeueccuBHEI 6HTOp CCPUHOBHIX NPOTEa3 KOCTHBIE IepopMannu, KOMIPECCHOHHBIE NEPEIOMbI IO3BOHOYHH-
(AP) Ka, OCTEOIICHNU I, HOPMAJIbHBIC CKJICPHI U 3y OBl
VII, .
610682 CRTAP, 3p22, xpsm- Bpoxaennsle mepenoMsl, eopManuu KOCTeH, pu3oMenus, coxa
aHce > |AP ACCOIIMUPOBAHHBIN OCNOK, aKTHBA- | Vara, OCTEONECHUs, HAHU3M, TOIyOble CKJIEepPbl, HOpMAaJbHEIEC 3y OBl
210854 TOP MPOJINI-3-THAPOKCHIA3bI-1 U CIyX
IIpomexxyTounas hopma MEXy TEpUHATATBHO-TIETAIBHBIM
VIII, LEPREI, 1p34.2, nenpekaH, akTu- P Y bop H}f P o
610915 AP BATOD ITPOTHI-3-THADOKCHIA3H-2 tunoM Il u tsoxensim Tunom 111; nepesomsl kocTeil coueraroTcs
C HOPMaJIbHBIM IBETOM CKJIED
PPIB, 15q22.31, nenTuARI-NPOIUIT .
1X, AP msomepasa B, KoLIareH-monndu- Tsxenble mepesoMbl JITHHHBIX TPYOUaThIX KOCTEH, OTCYTCTBHE
259440 HI/IPYHE)UIHfI éenox A PU30MENINY, HOpMAJIbHBIH LBET CKIIEp
, .5, naruduro HOXECTBEHHBIE IEPETOMBI, TAKeNble AeopMaIii U 0CTeome-
X SERPINHI, 11q13.5 ouTop M P P
61’3848 AP CePIUHIICITHAa3bl, KOJUIATCH-CBsI- | HUS CKeJleTa, OTCYTCTBUE KOHTPAKTYP CYCTaBOB, ICHTHHOI€HE3,
3BIBAIONINH OEJIOK, KOJIITUTHH-2 CKJIEPBI — B HOpMeE
X1 FKBPI0, 17q21.2, FK-506-
, AP CBAIEBAIONTHA GCTIOK, YIACTRYCT MHOKeCTBEHHbIE IIEPEJIOMBI, TsKeNas AedopMalyst Hapy LICHH
610968 B CHETE3C KonnareHa) JCHTHHOTeHe3a, OTCYTCTBHE/HAIHNINE KOHTPAKTYP
XII SP7, 12q13.13, TpancxpmHOHHLi PenmauBupyronue nepeaoMsl KOCTEH, OTCYTCTBHE BBIPAKEHHBIX
613%&49 AP (baK,Top ocfeo’6naCTOB nedopManuii ckeneTa, 3aJiepyKka CpPOKOB IPOPe3bIBaHuUsI 3y0OB,
0CTE0NOpPO3, IEHTHHOT€HE3, CIIyX, I[BET CKJIEpP B HOPME
XI11 BMPI, 18p21.3, xocTHBII MOpdore- | 10—15 nepenoMoB AIMHHBIX TPYOUaThIX KOCTEH B TOJ, TSAKEIbIE
6148,56 AP HETUYECKHH 0eoKk-1, KOCTHO-XpsI- | AedopMaliy CKeleTa, HAaHU3M, OCTEONOPO03, HOPMAJIbHEIE 3y OB,
IeBOI TKaHH roxy0ble CKIepH
X1V TMEM3SB. 9a31.2. ToaHcMeMODaH- MHOK€eCTBEHHBIE TIEPENIOMBI Pa3IUYHON CTENEHH TSIKECTHU, BO3-
615(;66 AP bl 6en0Kl 38C1B £ TP p HHUKAIOUIUe PeHaTalbHO UJIK 710 6 JIeT, OCTEONCHUSI CKeJIeTa,
JCHTHHOTEHE3, CKJICPHI, CIIYX B HOPME
XV WNTI, 12q13.12, axTuBatop ocTeo- PanHue pennInBHpYIOLINE HepeIoMbl, feopMaluu KOCTei,
61 5’220 AP 6J‘IaCT(’)B e 0CTEOII0P03, HAHU3M, CHHHE/HOPMAJIbHBIE CKJICPHI; ICHTHHOTEHE3
1 CITyX HE HapyIICHBI
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JlanHbIe 0 psijie CHHIPOMOB MHOYKECTBEHHBIX BPOXKIICH-
HBIX TOPOKOB, COMPOBOXIAIOIIUXCS TEPETIOMaMK JITTHH-
HBIX TPyO4aThIX KOCTEH, MpeicTaBiIcHBI HIDKE (Tabm. 7).

3.4. CuHApPOM rHnepMOOHIBHOCTH CYCTABOB

Cunzmpom runepmodbunbsHocTH cyctaBoB (I'MC;
ceMeiiHas cmabocth cBs3ok; OMIM 147900; mmudp
MKb-10 — M35.7). CycTaBbl CUHTAIOTCS THIICPMO-
OWJIBHBIMHU, €CIIM OHU MUMEIOT M30BITOYHBIH JUara3oH
JIBUKEHUH MO CPaBHEHMIO CO CpPEIHECTAaTHCTUYECKOH
HopMmoH [64]. OuenuBast 'MC, y4uuTBhIBaoT BO3pAacT,
MOJ U ATHUYECKOE MpoucxoxjaeHue mnamueHta. 'MC
Hambosiee YacTo BcTpedaeTcs y JkeHmuH 16-30 mer
uy MyXuuH 16-20 5etT, CHUKeHHe CTElIeHH ee BhbIpa-
JKeHHOCTH Habmrofaercst y myxuuH K 20-30, a y sxeH-
mH — K 30-40 ronawm [7, 44, 50, 48]. ¥V nereit TMC
B CpefHeM BcTpedaeTcs ¢ gactotor 10-25% u y xax-
JIOTO BTOPOTO pebeHka — B Bo3pacte 110 3 neT. B mon-
POCTKOBOM BO3pacTe, B 3aBUCHMOCTH OT 00CIIeayeMOro
KOHTHHI'€HTA, M0 JaHHBIM pa3HbIX aBTOpoB, [ MC BBI-

siBsieTCsl ¢ yactoTtod ot 6,7 g0 39,6% [7, 8, 12, 21,
42, 54, 55]. TMC moxeT OBITh JIOKaJTM30BaHHOU (ITO-
paXCHHE ONHOTO WM HECKOJBKHX CyCTaBOB) JIHOO
TeHEepaIN30BaHHON (JUArHOCTHPYETCS IMPH HATHIUN
M30BITOYHOW MOOWMJIBHOCTH B CycTaBax > 4 TpyIm).
[lo renesy — npuodbpemennan UIM HACIEOCMBEHHAS.
[To oTcyTCTBHIO WM HAIMYHIO apTPaITHi — 0006po-
rxauecmeennass T'MC wm cuagpom ['MC (CI'MC).
CeMmeiiHbIll aHAMHE3 CBHIICTEIHCTBYET, YTO HAJTUYHEC
«aobpokauectBeHHOM ['MC» B neTckoM Bo3pacTe He-
PEIKO BPEMEHHOE COCTOSIHHE, TaK KakK 3aTeM OOBIYHO
TIOSIBIISIETCST pa3HOOOpa3Hask peBMaTOIOTHYECKAsl CHM-
nTtoMaruka. M30bITouHas TOIBUKHOCTH CyCTaBOB 00Y-
CJIOBJIMBAETCS HE TOJBKO CIA00CTHIO CyCTaBHON Karcy-
JIbL, CBSI30K U CyXOXKIIUI. OHA MOXKET OBITh BTOPUYHOM
13-32 MBIIIEYHOW TMIIOTOHWW Pa3jIMYHOTO TeHe3a, Ts-
JKeol  OEITKOBO-dHEPTETUICCKON HEIOCTaTOYHOCTH,
HACJICICTBEHHBIX W MPHOOPETEHHBIX METa0OIHMYECKUX
HapyuieHuddt u jap. CnabocTh cycraBa 0O0YCIIOBIIMBA-
€T ero HeCTa0MIILHOCTh. Y psijia MAIUCHTOB CYCTaBBI

Tabnuua 7

CMH,EI,pOMbI MHOXECTBEHHbIX BPOXAEHHbIX MOPOKOB C NnepeaoMamMmn KocTen

Cunapom, OMIM,
HaCJIeI0BaHUE

I'en, noxanu3zauus, nepBuy-
HBIIl OMOXUMHUYECKHI eEeKT

Knuanueckue IPOABJIICHUSA

Cunapom bpyka, tun 1,

FKBPI0, 1721,

259450; AP JIM3UITHIPOKCHIIa3a 2
Cunapom bpyka, tum 2, PLOD2, 3q23-q24,
609220; AP JMH3HITHIPOKCHIIa3a 2

BpoxaeHHbIe KOHTPAKTYPBI, ITEPUTHYMBI, IEPEJI0-
MBI B POIaX HJIH C IIEPBBIX MECSLEB KU3HU, TSHKEIbIE
neopManny KOHEYHOCTEH, TPOrPeCcCHPY IOLIH
CKOJIN03, HAHU3M

HecoBepiieHHbIN OCTEOT€HE3 ¢ CUHAPO-
MoM Dnepca—Jlano,
166200; A/

COLIAI, 17q21-q22,
anbga-1-nens KotareHa
1-ro Tuna.
COLIA2,7q22.1,
anbga-2-1enb KojiIareHa
I-ro Tuna

IMepenomsl, nedopmannu xocrei ckenera, ' MC,
TUNEPPACTSHKUMOCTD U JIOMKOCTB KOXKH

HecoBepiieHHbIN OCTEOre€HE3 BPOKIEH-
HBII, MUKpoOLe(anns, KaTapaKTa,
259410; AP

JledekT He u3BEeCTEH

BposkieHHBIC MHOXKECTBEHHEIE TIEPETIOMBI U Jiedop-
MaIu KOCTel, Mukpouedanus, pa3MsIraeHue KOcTen
geperna, IBYCTOPOHHSISI KaTapakTa, MUKpouedaus,
CHUHUE CKJICPBI

HecoBepuieHHbIN OCTEOreHE3 € He-
OOBIYHBIMY CKEIICTHBIMU HapyICHHUSIMU,
YeTIOCTHO-TUadU3apHas TUCTLIA3HUS,
166260, A/l

TMEMIGE,
TpaHCMeMOpaHHbIH
TIIMKOIPOTENH

Tlepenomsr AIMHHEIX TPyOYATEIX KOCTEH, OCTEOMUE-
TUTH, GUOPO3 U KaIbIUPUKALIUS YETIOCTEH

CHHPOM XPYNKOCTH KOCTEH, KPaHHOCH-
HOCTO3a, 9K30(Taapma, Tuapouedarnn
U JINIEBBIX THCMOPDHid,

112240; AL

JledekT He U3BECTCH

MHOKECTBEHHBIE TIEPEIOMBIL, edopMauu KOCTEH,
9K30(TaIbM, OpOUTAIBHBI KPAHUOCHHOCTO3, THAPO-
nedanus, 4eII0CTHO-THIICBBIC AUCMOP(pHUH, HOpMATb-
HbIA HHTEJIEKT

CHHAPOM 0CTEOIOPO3-TICEBAOTITHOMA
259770; AP

LRPS5, 1p36.12, peuentop
JIUTIONIPOTEUHOB HU3KOM
MJIOTHOCTH

OcTeonopos, mepesoMsl, 1eGopMauu KOCTeH, peTH-
HOOJIacTOMa, MbIIIeuHas ciadboctsb, [ MC, HaHU3M

I'mnogocdarasusi, nepuHaTaNbHBIH, AET-
ckuit Tumel, 241500; AP
I'unodocdarasusi, B3pociublii TU,
146300; A1

ALPL,
1p36.12,
mienouHas Gocgarasa

CHMXeHNEe aKTUBHOCTH IEJIOYHOH (ocdarassl, MOBHI-
menne GocdastaHosa MOYH, OCTEONOPO3, IEPETOMBI,
nedopmanuu kocreit

IOBeHUIIBLHBIN HAHOTATHYECKUH OCTEO-
ropo3 259750; AP

JledexT He u3BeCTEH

OCTeOH0p03 B IC€TCKOM HUJIKM NOAPOCTKOBOM BO3pacCTE,
IEPECIOMBbI KOCTefI, HOpPpMAaAJIbHBIC CKJICPBI, CIIYX U 3y6BI
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Tabnuya 8

BbannbHag oueHka AMarHOCTUKM runepmobunbHoCcTM cycTaBoB no P. Beighton (1998)

[Ipu3Hak MakcuMalibHas OlleHKa B Oajiax
[TaccuBHOE pasrudanue MU3HHIIA KUCTH > 90° 2
ITaccuBHOE MpHKaTHE OOIBIIOTO MANbIAa KHCTH K BHYTPCHHEH CTOPOHE MPEATIICUYbs 2
[lepepasrubanue B J0KkTeBOM cycTane > 10° 2
Ilepepasrubanue B KOJIeHHOM cycTase > 10° 2
[lepenHMiT HAKJIOH TYJIOBHINA C KACAHUEM JIAJOHIMHU T10JIa TP MPSIMBIX HOTaX 1

MOTYT OBITh THNIEPMOOMIIHBIMH, HO HE CIAObIMHU, YTO
SBIISIETCS  ONaronpusaTHBIM (DaKTOPOM TIPH ITPOTHO-
3UpOBaHUN (POPMHUPOBAHUS BBIBUXOB W TOIBBIBHXOB.
CI'MC nuarHoCTHPYIOT IIPH COYETAaHUH MTPU3HAKOB CY-
CTaBHOM T'MMEPMOOMIILHOCTH C KIMHUYECKOW CHMIITO-
MaTHUKOU (apTpalruu, BHIBUXH U MOJIBBIBUXU CYCTaBOB
u 1p.). B Hactosmee Bpems CI'MC paccmarpuBaercs
KaK HacCJIEJICTBEHHOE CHCTEMHOE HEBOCIAIUTEIHHOE
3a0oneBanre CT. J{as moOHMMaHMS B3aMMOOTHOIICHHI
Mexy TMC u CI'MC moxHO TipuBEeCTH (QOpPMYITY
R. Grahame [54]: IMC + cumnmomamuxa = CI'MC.
Huarnoctuka ' MC y B3pOCIIbIX ¥ TOIPOCTKOB OCYLIECT-
BIISIETCSI ¢ TIOMOIIBbIO 9-0amnpHOM mkaiel P. Beighton
[45, 69] (Tabn. 8). [Tpu 3ToM 1 Gast JaeTcst 3a KaK bl
aHaJM3UPYEMBIH CyCTaB, 3aTeM Bce OaIIbl CYMMHPYIOT,
noxydast ooumii nokaszaresib [MC. ¥V B3pocibIx moka-
3arens B 0—2 Oamra o3HadaeT (GU3HOIOTHIESCKUIN BapH-
aHT HOPMBI, 3—5 0aIOB paciieHUBaeTCs Kak yMepeH-
Has, a 6—9 6amioB — BeipakeHHas [ MC.

B mneagmatpuueckoll MpakTHUKE OTCYTCTBYIOT 00-
HICTIPUHSATHIE HOPMBI TIOABIKHOCTH CyCTaBOB, 4TO
BO MHOTOM CBSI3aHO C M3MEHYHMBOCTBIO JTOTO ITOKa3a-
TeNsl B pa3jMyHbIE MEepPHOAbl pocTa pebeHka. B cBs3u
¢ ykazaHHbIM npu auarnoctuke ['MC y neteit momod-
HUTENBHO K KpuTepusim P. Beighton nenecooOpasno
WCIIOJIh30BaTh €Ile YeThIPe JUAarHOCTHYECKHX TECTa:
1) Tumepropmo3 MOSCHUYHOTO OTAENa ITO3BOHOYHHKA
B TIOJIOKEHUHU CTOSI C pacciallieHHeM MBIIII, HEPEIKO
couerawiuics ¢ hallux valgus w genu recurvatum;
2) m30BITOYHAsT MOOWJIBHOCTH HICHHOTO OTJHeNa IIo-
3BOHOYHMKA (HAKJIOHBI B CTOpoHY > 90°); 3) maccus-

HOe TmepepasrubaHue TUIIOCHE(alaHTOBBIX CYCTaBOB
(= 90°); 4) xacaHue CTONONW HApPYKHOH MOBEPXHOCTH
Oenpa mpu CrubaHWM KOJIEHHOTO cycTaBa. Kaxmbrid
W3 TIEPEYHCIICHHBIX KPUTEPHEB MOXKET JOOABUTH €IIle
o ogHoMy Oasuty k mkane P. Beighton. [Tpu aTom cym-
MapHBIA UTOT MaKCHUMaJIbHO cocTaBUT 13 GaisioB. Mu-
HUMajnbpHas cymma ans ycraHosinenus I'MC y gereit
IIPU HCIIOJIb30BAaHUU JOMOJIHHUTEIbHBIX KPUTEPUEB —
6 OatoB, Mpu HAMMYUHN 7—9 OaIOB AMAarHOCTUPYETCS
BbIpaxkeHHas1, a 10 1 Oosee 0alJIOB — PE3KO BhIPAKEH-
Hasg I'MC [8, 21]. Aprpanruu SBISIOTCS TUIUYHBIM
KJIIMHUYECKUM TposiBiieHueM cunjapoma I'MC Bo Bcex
BO3pACTHBIX TpymIaxX, OIHAKO B Bospacte 1620 et
yarie HaONONAI0TCS TONHAPTPAITHH WM JIOKATbHAS
0ok B TUIIEPMOOMIIBHBIX cycTaBax [21, 25].

[Ipu CT'MC Hepenko OTMEUarOTCsl TUIEPPACTSKU-
MOCTb KOXKH, CKJIOHHOCTb K 00Pa30BaHUIO KEJIOUIHBIX
pyO10B, cTpuii, MmaphaHouHAs BHEIIHOCTH, OCTEOIIE-
Hus u jp. [puodperennas 'MC dopmupyercs ¢ mo-
MOIIBIO CHEIHATBHBIX YIPA)KHEHUHM Ha PAaCTIKKY, MO-
3BOJISIFOIIMX 3HAYUTEIILHO YBEJINUUTH 00bEM ABHKEHUH
B cycTaBax. bajeTHbIM TaHIIOpaM, KOTOpBIE HE 00JIana-
0T HACJEJCTBEHHONH THUIEPPACTSKHUMOCTHIO CBS30K,
MIPUXOANUTCS Pa3BUBATh €€ MyTeM JJINTENbHBIX TPEeHU-
poBok. [Ipn 3ToM n3HaUaNbHO HEM3MEHEHHBIE OKOJIOCY-
CTaBHbIC TKAHU 3aLUIIAIOT UX OT TpaBM [60].

Hacnencreernsrit CI'MC 00yciIoBiIeH MyTaIlusMu
npuMepHo B 30 pa3nuYHbBIX TeHax W, Kak MpaBUIIo, HO-
CUT CEMEUHBIN Xapakrep. J[narHocTuuecKkue KpuTepuu
cungapoma 'MC y B3poCHbIX U HNOAPOCTKOB [54, 69]
IpeAcTaBiIeHb! B Tadbmuue 9.

Tabauua 9

[narHocTrka cuHapoma rmnepmMobunbHOCTU cycTaBoB (kpuTepun Brighton-Grahame, 2000)

bonbmue kputepun

Mauible KpuTEpUU

ITokazarens beii-
ToHa 4/9 unu BeIIIE
(KaK B MOMEHT
00cIIeI0OBaHMs, TAK
U B IIPOIILIOM)*
ApTpairus yeTbpex
uiu 6oJiee CyCTaBoB
> 3 mec.*

BHT, OypCHT).
MapdaHongHast BHEITHOCTD.

HOW» OymMaru.

[Tokazarens beiitona 1, 2 unu 3/9 (0, 1, 2 unu 3 npu Bo3pacte nanuenta 50 u 6oaee net)*.

Aptpanrus (> 3 mec.) B 1-3 cycraBax niau 6016 B crinHe (> 3 Mec.), CIIOHIUJIE3/CIIOH JUIIONIHCTEe3™ .
CMeleHne/IOABBIBUX > OHOT'0 CYCTaBa MIIM OJHOTO CYCTaBa C HEOJHOKPATHBIM TOBTOPEHUEM.
Bocnasnenne MATKUX OKOJIOCYCTaBHBIX TKaHel. Tpu niau Oosee moBpexaeHUs (AMUKOHAMINT, TEHAOCUHO-

AHOMAJIMH KOXKH: CTPUH, THIIEPPACTSHKMMOCTb, TOHKAasI KOXKa, 00pa3oBaHUe PyOIIOB 10 THUIY «IIAIHPOC-

HpI/I3HaKI/I, CBA3AHHBIC C OpraHaMU 3pCHUM: INUKAHM, UITA MUONUA, NI AHMUMOH2ONOUOHDBLLL pa3pes rias.
BapI/IKOSHble BCHBI, MJIX I'PbIXKa, UJIU BBITIAACHUE MaTKI/I/HpﬂMOﬁ KHUIITKH

18 aua oT 16 1o 85 et

* CoueTaHUe 601bWUX U MAILIX KPUTEPHUEB O] HOMEPOM | 1 2 COOTBETCTBEHHO B3aMMOHCKIIOUaeTcs. ** Kpurepuu npuMeHnME

& [NEANATP

2016 TOM 7 BbINYCK 2

ISSN 2079-7850



22

MEPEOOBAA CTATbA

Cunnpom 'MC nuarHocTUpyIOT IPH HAIWYHHU IBYX
OOJNIBIITUX KPUTEPHEB, MO0 00HO20 OONBIIOTO U 08YX
MaJIBIX KPUTEPHUEB, WIN Yemblpex MallblX KPUTEPHEB.
JIBa ManbIX KpUTEPHS TOCTATOYHBI, €CITH UMEeTCs OJIH3-
KW POJICTBEHHHUK, CTPAJIAIOLINI JTaHHBIM 3a00JICBaHU-
em. Curnpom I'MC uckimodaroT npu HaJIU4UU CUHIPO-
MoB Maphana mm Dnepca— /|aHio HHBIX THTIOB, KPOME
CO/Jl runepmobmitbHOTO THITA (panee — CHOJI I11), B co-
OTBETCTBUHU C OIpENEIeHUAMHU, TPEAyCMOTPEHHBIMH
I'enrckumu (De Paepe, 1996) u Bunmnbdpanmickumu
(Beighton et al., 1998) kputepusmu. narnos mnpaso-
MOYEH TOJbKO MpH BbisABIeHUH I MC B coueTanu ¢ ap-
TPANTHSAMH U TIPU 00SI3aTEITHHOM HCKITIOYEHUH JIPYTHX
HHCT, compoBokaarIuxcs n30bITOYHON MOBUKHO-
CTBIO CYCTaBOB.

3.5. MASS-cunapom

MASS-cunnpom (cuH. MASS-denorun, OMIM:
604308) — axponum, rae mepBas OykBa 00O3Ha4YaeT
JIATHHCKYIO TPAaHCKPHIILHIO KIMHUYECKUX MPOSBICHUN
CHMIITOMOB, BXOJISIIIIAX B JIaHHBIN CHHIIPOM: PaHHSS MU-
onmst (Myopia)/miponaric MutpanbHoro Kiarmana (Mitral
valve prolapse), pacipenue aoptel (Aotic dilatation),
n3MeHenus: koxu (Skin) — CTpuH, HCTOHYEHHE U CKe-
nera (Skeleton) — monmuxocTeHOMENus, apaxHOIAKTH-
s, nedopMaInys TpyIHONW KIeTKH U Ap. 3aboneBaHne
XapaKTepu3yeTcsl KIIMHIYECKUM MToJIMMOphu3MoM H (e-
HoTHITHUECKH cx0oke ¢ CM ¢ HermoJHbIM HabOpOM KIIH-
HU4Yeckux nposienenuit. CornacHo ['eHTCKUM KpuTepusm
nuarno3 «MASS-cunapom» npaBoModeH y iui > 20 get
¢ npu3Hakamu Muormu w/wiu [IMK B coderanuu ¢ 1mo-
TPaHUYHBIM PACIIUPEHHEM KOPHS aopThl (Z-KpUTEepHid
OKOJIO 2), HAJIMYMeM MUHUMYM OJTHOTO CKEJIETHOTO MpH-
3naka u npuzHakoB CBCT (= 5). Ilo aureparypHbiM
JAHHBIM [52], IMarHOCTUYECKU 3HAYMMOE PACLIMPEHUE
AOpTHI MOJKET TPOSBUTHCS B OoJiee MO3IHEM BO3pacTe,
YTO TUKTYET LeJIeCO00Pa3HOCTh TUHAMUYECKOTO HA0IO-
nenust 3a nanuentamu ¢ MASS-denoTuriom.

3.6. CemeiiHblil CHHAPOM Map(aHOUIHOI BHeLI-
HOCTH

Cemelinbitl  cunopom — Map@AaHouoOHoU — GHEUHOCU
(cunonum — Loeys-Dietz syndrome, Ttype 2B;
OMIM:610380, panee — cungpom Mapdana tum 2,
OMIM:154705) nuUarHOCTHpPYeTCs] TI0 KPHUTCPUIM
Malfait F. et al. [64]. JImarHo3 mpaBoMOYCH TP HAJIH-
YHUU MTPU3HAKOB BOBJICUCHHSI KOCTHOW CHCTEMBI, OTCYT-
CTBHMHU KIIMHUYECKH 3HAYUMBIX TPOSIBICHUI MaTOJIOTUH
3pUTENLHOTO ariapara, CepAeYHO-COCYANCTON U JIbIXa-
TEJIBHON CHCTEM.

Kocmnas cucmema cunraercs BOBICUEHHOH, €CITU
BBISIBIISIIOTCS. HE MEHEe JByX OOJBIIUX MPHU3HAKOB WU
oaMH OoNpIION M 2 ManblX Npu3Haka. Bosieuenue
KOCTHOM CHCTEMBI MPAaBOMOYHO TIPH HATMYHN YETHIPEX

MaJbIX NMPU3HAKOB, XApaKTEPU3YIOIIHUX JOJIINXOCTEHO-
Mennio. OCHOBHBIMU (DEHOTHIINYECKUMU MTPOSIBICHUS-
MH CEMEHHOTO CHHIpOMa MaphaHOWIHON BHEITHOCTH
SBIISIOTCS: apaxXHOJAKTHIINS, CKOJIMO3, BOPOHKOOOpas3-
Has/KUJIeBUAHAS JeopMalus rpyAHOHN KIeTKU U 10JIH-
XOCTEHOMENNs. 3HAYUTEIbHYIO TIOMOIIb B TIOCTAHOBKE
JIMarHo3a OKa3bIBacT CEMEMHBIN aHaMHE3, BBISBIIAIO-
U aHAJIOTHYHBIE M3MEHEHHUS CO CTOPOHBI KOCTHOM
CHCTEMBI Y POJICTBEHHUKOB npobanna. Juddepennu-
anbHasg JuarHoctuka nposoautca c¢ apyrumu HHCT
€ MappanouoHvIM heHomunom.

3.7. Illposanc MUTPAJLHOTO KJIANaHa

Ilponanc mumpanvnoeo karanana (IIMK, tmdp
o MKb-10 — 134.1) quarHocTUpYIOT IIpH BBIOyXaHUN
OJTHOW W/MIIM 00EMX CTBOPOK MHTPAIBHOTO KIlanaHa
B TIOJIOCTH JICBOTO TIPEICEPANS Y B3POCIBIX (> 2 MM),
ay JeTre 10 5 MM HaJl ypOBHEM MUTPAJIBHOIO KOJb-
Lla MO0 TOPU30HTAJIBHOM OCH B MapacTepHAJIbHOM Mo-
3ULIHAY TPU HAJTMYUK WM OTCYTCTBUM MHUKCOMAaTO3HOM
JIETeHEePAaIlMU CTBOPOK WIJIM MUTPAIIbHON PETyprUTAIIuN
[10, 11,14, 15,27, 28, 36,40, 47]. [TonooHas hopmynu-
poBKa jomnyckaeT BkitoueHue B nouarue [IMK cambix
pasHbIX BapuaHToB: 1) 6e300uanbni DxoKI -penomen,
BO3HUKAIOIIUH M3-32 H30BITOYHOM JITMHBI CTBOPOK HITH
WX BBICOKOHM 3JaCTUYHOCTH Y JIMII MOJIOAOTO BO3pac-
Ta U getei; 2) manple anomanmu cepamna (MAC), co-
NPOBOXKIAIOININE pPa3IMyHbIe MO TeHe3y 3a00JeBaHUsI
CT, nu6o 3) monorenHsle Bapuanthl [IMK (cemelinbrii
IIMK, OMIM:157700; muxcomaro3usiii IIMK, OMIM:
607829; 610840).

Tonbko nocne uckimouennss HHCT u npunstus pe-
HIEHHS O KJIMHWYECKH 3HAYMMOM T€HETHYEeCKU JeTep-
muHupoBanHoM IIMK nuarHoctupyercss «CHHIpPOM
IIMK» wunu «nepBuuHbld Mukcomarosnbiii TTMK».
Ilpu oTcyTCTBUM MPU3HAKOB MMKCOMATO3HOW JlereHe-
parmu (M/]) cTBOpok HeoOxommma audQepeHIuaib-
Has quarHoctuka Mmexay cunapomoM I[IMK u IIMK
kak ogHoi n3 MAC u BapuaHTOM HOpMBI. J[MarHoctu-
ka cungpoma IIMK pomkHa OCHOBBIBATBCS Ha KIIU-
ardecknx U OxoKI-maunuex. Cungpom [IMK — sto
coyeranrne DXxoKI -mpu3HakoB mposabMpoBaHUs CTBO-
POK/CTBOPKHM C KIMHUYECKUMH JaHHBIMH (CHUCTOJIHYE-
CKHU KIMK W/WIA CUCTOIMYSCKUHU IIIyM, THIIOTSH3US,
OpTOCTaTHYeCKass HEJOCTaTOYHOCTh, BEreTaTHBHAS
TUCHYHKINSA, AapUTMUYECKUH CHHAPOM, H3MEHEHUS
Ha OKT'). [Ipu uckmouennn cunapoma [TIMK BriOyxa-
HUE CTBOPOK HaJl YPOBHEM MHUTPAJILHOTO KOJIBLIA MOYKET
OBITh paclieHEeHO KaK OJuH U3 BapranToB MAC, 4ucio
KOTOPBIX TECHO KOPPEIHPYET C KOINIECTBOM BBISBIIsIC-
mbIx BHemmHUX mpu3nakoB HHCT [14, 15, 36]. B paae
CllyyaeB BBIOyXaHHE CTBOPOK HaJl ypOBHEM MHUTPaIbHO-
ro Kospla 0e3 murpanbHoi peryprutauun (MP) n M/]
paccmarpuBaeTcs Kak BApHaHT HOPMEI.
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4. «NOWATOBbIE» ANTOPUTMbI OUATHOCTUKHU

OUCNNA3UU COEAUHUTENIBHOW TKAHU

M ANCANNACTUYECKUX PEHOTUNOB
Mudp MKB-10 — XIII knacc (6051e3HU KOCTHO-MBbI-

meunoit cuctemsl u CT). duarnoctuka JCT gomkna

HAYUHATHCS C MCKIIOYCHUSI TeHETUYECKON MaTOJIOTHH,

COTIPOBOXK/IAIOMICHCS BOBJICUEHHEM B TIATOJIOTHYECKHHA

nporecc CT. B Hacrosmiee Bpems uzBecTHO okojo 300

moHoreHHbIXx HHCT, 00ycioBIEeHHBIX TeHETHYECKUMHU

nedeKTaMu CHHTE3a W/WIU pacraja OCJIKOB BHEKIIe-

TOYHOTO MaTrpuiKkca 00 HapylieHneM MopdoreHesa

CT. Kpome TOro, COeIMHUTENbHOTKAHHBIE HAPYILICHUS

COTIPOBOXKJAIOT PSIJT XPOMOCOMHEIX 3a00sieBaHui, 00y-

CJIOBJICHHBIX YHUCJIOBBIMU M CTPYKTYPHBIMHU aHOMAJIHUSI-

Mu aytocoM (Oomne3Hb JlayHa, CHHIPOM TPUCOMUH XPO-

MOCOMBI 8, CHHIPOM 9p- U Jp.) U MOJIOBBIX XPOMOCOM

(cuaapom KimaitHdensrepa), MUKPOCTPYKTYpHEIE ITepe-

ctpoiiku xpomocom (cuazapom del (3)q(29), cunapom

Jlytian — ®punca, del (5)p (15.33) u ap.), psa MOHO-

TeHHBIX 3a0oJieBaHMid, OOYCIOBJICHHBIX HapYyIICHUS-

MU OOMEHa BemIeCTB (TOMOLMCTHHYPHS, JIN30COMHBIC

OonesHn HakoruieHus) U 1p. bonee 50 reHeTHmUecKUX

3a00JIeBaHUI CaMOTO Pa3HOTO T'eHe3a COMPOBOXKIAIOT-

¢ «map@anonododbuvimy, a oxono 100 — «anepco-
n00o6Hvim» GenoturioM. lpu nomoszpenun va HHCT
1esecoo0pa3Ha KOHCYIbTAIUS CIIEIIHAIUCTa B 00IacTH

KJIMHHYECKOW T€HETHKH.
llokazanua Onsa HanpasieHus HA KOHCYIbMAYUIO

K 8pauy-eeHemuKy:

1) momo3penune va HHCT;

2) ceMmeifHO€ HAKOIICHHE ITPH3HAKOB COCIUHUTECIH-
HOTKAaHHOW HCIIIA3UH;

3) coueraHne COCNUHUTEIHPHOTKAHHOW  MATOIOTUU
C TICHXOHEBPOJIOTUYECKUMHU, KOTHUTHBHBIMH, IIO-
BEJICHUECKUMHU HApYIICHUSIMH, MHOXXECTBEHHBIMH
BPOXXIEHHBIMH TIOPOKAMH; TOJHOPTaHHBIMU H TI0-
JIUCUCTEMHBIMU HapyIICHUSIMH;

4) nanmuue y 6onpHoro ¢ HHCT umu JICT > 6 MAP,

He cBs3aHHLIX ¢ naTonoruen CT;

5) MemUKO-TeHETHYECKOe KOHCYIETHPOBAaHUE OOJBHO-

TO ¥ WICHOB €T0 CEMbBH.

Lenv koncyromayuu — KBaTUPUIMPOBAHHBIA KITH-
HUKO-T€HEAJIOTHUSCKUY aHau3, CUHApPOMalbHAS JIHa-
THOCTHKA, TPOBEJCHHE HEOOXOAWMBIX CHeIHaIbHBIX
WCCIICZIOBAaHUN /Il YTOYHEHHS TUArH03a, MEIUKO-Te-
HETHUYECKOE KOHCYJIBTHUPOBAHUE CEMBHU.

4.1. /IlnarHocTUKa JUCILUIA3UM COEIMHMTEJIbHOM
TKAHHU Yy JleTei
1. Uckmouenne HHCT!.

2. KimHuko-uHCTpyMeHTaJIbHOE 00cienoBanue. Bol-
SIBIICHUE > 6 MaJIBIX BHEIIHUX W/WIH BUCHEPATBHBIX
nposisiieHuit CBCT ¢ BoBieueHueM > 3 pa3inuyHbIX
OpPraHoOB U3 PAa3HBIX CUCTEM'.

3. AHanu3 polocIOBHOMW. YcTaHOBIEHUE (aKTa HAKOII-
JIEHUs! TIPU3HAKOB COEJMHUTEIHHOTKAHHOM MaTojI0-
THU B CEMbe'.

4. JlaboparopHoe obOcinemoBaHue. BrwisiBieHune Ouoxu-
MHUYECKMX MapKepoB HapyIeHus Metaboamma CT2,
PamxupoBaHHbIE 110  3HAYMMOCTH  BHEIIHHE

(1-#f sTam OMAarHOCTHKH) M BHUCIEpalbHbIC MPHU3HA-

ku (2-i dran auarHoctuku) Bosnedenust CT y nered,

ToNTydeHHbIe pu obcenoBannu 1215 yenosex, mpe-

craBiensl Hmxe (Tadm. 10, 11).

IlepBslii 3Tan JUarHOCTUKHU ITPOBOJUTCS B YCIIOBH-
X TEPBUYHON MEIUKO-CAHUTAPHOW TIOMOIIM JETSIM.
MaxkcumanbHoe yncio (22,5 6amia) mpuxoauTcs Ha Ia-
TOJIOTHIO KOoCcmHOU cucmemsl. Hambomnee 3HaumMa st
nmuarnoctuku JICT y mereit (3 6amna) BopoHKOOOpa3Has
nedopmarust rpyaHoi kiaetku. [1o 2,5 6aria npuxoaurcst
Ha JIOJIMXOCTCHOMEIIMIO U KWJICOOpa3HyIo edopManuio

! O6s13aTenbHBIN KPAUTEPUT.
2 XenaTenbHbIH KPUTCPHIL.

Tabauuya 10
bannbHas oueHKa BHELWHMX MPU3HAKOB CUCTEMHOrO BOB/IEYEHUS COEAMHUTENbHOM TKaHW Y AeTewn (CKPUHWUHM-anropuTMm, 1-i atan
LMArHOCTUKM)

Buemnne npusnaku l\ilji[(%(l-)g)o bannel
1. KocTHO-CcycTaBHBIC
1 Boponkoobpa3znas neopmanus rpyaHoil KICTKH M94.4 3,5
2 | Kunesmgnas nedopmanus TpyAHOH KIETKH Q67.7 2,5
3 JlonuxocTeHOMETHS Q874 2,5
4 | Cxonuo3s M41.0 2
5 |Kudos M40.0 2
6 | ['unepMOOUIBLHOCTH CYCTaBOB M35.7 2
7 | Hallux valgus (BanbrycHas nedopmaiys IepBoro najibiia CTOIbI) Q66.4 2
8 ApaxHOZAKTUIUA Q874 1,5
9 | Apyras nepopmanus rpyiHON KIETKH Q67.8 1,5
10 | Ilmockocromnue Q66.5 1
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Tabnuya 10 (OkoH4yaHue)

Buemnue npusnaku I\LJII(P]I;?{)O bannsr
2. DKTOoepMaIbHbIC (KOXKa, 3yObI)
1 | I'unepnurmeHTanus KO>KM HaJl OCTUCTBIMU OTPOCTKaMU II03BOHKOB L81.9 2
2 | IloBblIeHHAs PACTAXKUMOCTD KOXKH L99.8 1,5
3 DKXUMO3bI, HETEXHH, HOCOBBIE KPOBOTCUCHUS D69.0 mo 1,5
4 | Kenonusie pyOIs! L91.0 1,5
5 | Arpoduueckue cTpuu 1L90.6 1,5
6 «HaTonTeImmy Ha THIJIBHONW MOBEPXHOCTH CTOI L91.9 1,5
7 Bunumast BeHO3HAs ceTh L80.0 1
8 | AHoManuu nmpopesbiBaHus 3y00B K07.3 2
3. MbluieuHble
1 JlnacTta3 npsIMBIX MBIIII] )KUBOTA Q79.5 2
2 | I'pppka mynouyHas K42.9 2
3 | I'peika maxoBasi/MOUIOHOYHAS K40.9 2
4 | MBbIiieyHast TUIIOTOHHUS G98.0 1,5
MaxkcumanbHOE KOJIMYEeCTBO 0aioB — 42; THarHOCTHYECKH 3HAUMMBbI — > 12
Tabnuua 11
BannbHas oueHKa BUCLLEPaNibHbIX MPU3HAKOB CUCTEMHOIO BOBJIEYEHWUS COEAMHUTENBHOW TKaHW y AeTel (2-i 3Tan AMarHOCTUKMK)
Bucuepanbable IpU3HaKu I\}Ili[(I/IISq-TO banbr
1 OcTeoneHust BEIpaXXCHHAsT/yMEpeHHas M&1.0 2,5/2
2 | [Iponanc MUTpanbHOTO KiamnaHa (Bce Tumbl) /apyrue MAC 134.1 2
3 | OBeHHJIBHBIN OCTEOXOHAPO3 M42.0 2
4 | BeprebOpo-06asunspHas HEIOCTATOYHOCTh G63.4 2
5 | Apyrue MAC Q24.8 1,5
6 HecTaOuibHOCTD HIEHHOTO OT/IEIa TO3BOHOYHHUKA G55.3 1,5
7 | Maxspopmanus cocynon D18.0 1,5
8 | IlaTtonorus opraHoB 3peHUs. HS52 1,5
9 | IuckmHe3us jKeIUSBBIBOMSIINX My TeH Ha QOHE aHOMAIMK Pa3BUTHS JKEIYHOTO y3BIPS K82.8 1,5
10 | Pacmupenue KOpHs aOPThI 171.9 1
11 | HedponTos u/unu nTo3sl IPYyTrUX OPTaHOB N28.8 mo 1
12 | PedurokcHas 601e3Hb R21.0 1
13 | CnoHTaHHBIN THEBMOTOPAKC J93.0 1
14 | MerakoJioH U/Uin JOJIUXOCUTMA K59.1 mo 0,5
MaxkcumasbHOe KOJIN4IecTBO 6amoB — 24; AHarHOCTUYECKH 3HAYMMBI — > 3 OpraHoOB B Pa3HBIX CHCTEMax

rpynHON Kietkn. PaBHOe kommuecTBo (2 Oaiia) mody-
YUJIA aHOMAJTUS TIPOPE3BIBAHUS 3y0OB, CKOJIIHO3, K03,
I'MC w hallux valgus. 3HauuMOCTh OCTAIBHBIX MPU3HA-
koB oreHeHa ot 1 jo 1,5 6amna. Ha xoorcrvie nposene-
HUsl COEIMHUTEIPHOTKAHHOH MaTOIOTHH MTPUIILIOCH 12,
a Ha MbluieyHvie — 5 OamoB. B ycnoBusx nuarHoctu-
YECKOr0 IIEHTpa, CTallMoHapa 100 CreluaTn3upOBaH-
HOTO KaOuHeTa/1ieHTpa Juis jaetei ¢ 3adoneBanusmu CT
MIPOBOJIUTCS YIIIYOJICHHOE KIMHUKO-UHCTPYMEHTAIBHOES
obOcemoBanne (2-i ATaIl AMArHOCTUKHU) C IICITBIO BBISB-
JIEHUS BUCIIepaTbHBIX TiposiBiieHui JICT.
MakcuManbHOE KOIMIECTBO 0aIOB TOJBKO IpH (he-
HOTHIIMYECKON IMArHOCTUKE — 42, NHMardHoCTHYECKU
3HAUYUMBI — > 12 6aminoB. MakcHMaIbHOE KOJIHYECTBO
0aJTOB TOJIBKO MTPH BUCIIEPATHHON THATHOCTHKE — 24.

JlmarHocTuyecky 3HaYMMO BOBJIEYCHHE > 3 OpraHOB
B Pa3HBIX cHCcTeMaX. MaKkcHManbHOE CyMMapHOE YUCIIO
bamioB — 66. Onenka crenenn Tsoxectu JACT: ot 12
1o 20 — niepBas (Bapuant HopMmbl), oT 20 1o 30 — BTO-
pas, 6onee 30 GayIOB — TPEThS CTETICHB.

Crnemyer MOMHHTB, YTO JOCTOBEPHOCTH TMATHOCTH-
ki JICT BO3MOXKHA TOJIBKO TIPH KOMITJICKCHOM OIICHKE
BHEIITHUX W BUCIEPAIBHBIX MPU3HAKOB, a IMOJYUCHHE
OYCHb BBICOKHMX 0aJUIOB TpeOyeT JOMOIHUTEIHLHON Be-
pudukamun quaraosa ais uckimodenns HHCT.

4.2. JInarHocTUKa JUCIIACTHYECKHX (heHOTUTIOB
y aereit

B TepaneBTHdeckoil nMpakTUKe peKOMEHJ0BAaHO [28]
BBIIEJIATh IECTh AMCIUIACTHYECKUX CHUHAPOMOB U (e-
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HOTHIOB: 1) MapdanononoOuslii ¢peHorur; 2) MASS-

noJ00HBIN (heHOTHT; 3) TIOTPaHWYHBIN Tporarnc (Ipo-

ru0) MUTPAIBHOTO KJiamaHa; 4) 31epconogoOHbIH

(heHorur; 5) MOOPOKAYCCTBEHHAS T'MIIEPMOOMILHOCTD

cyctaBoB (JII'MC) u 6) Heknaccupuuupyemslii heHo-

tun (HKD).

AHaTOMO-(U3NOTIOTHIECKIE 0COOCHHOCTH JIETCKOTO
BO3pacTa: «MEpPHUObl BHITATHBAHUA», COIMYyTCTBYIOMIAS
UM Tpodorornyeckas HeJOCTATOYHOCTh U JIOIHUXOCTe-
HOMENUsl, BbIpakeHHas (U3UOIOTHYECKas TUIEepMO-
OMJILHOCTh CYCTaBOB, Y/IWBHUTEJbHAs BapraOEIbHOCTb
(heHOTHIA B TIPOIIECCE B3POCICHUS peOeHKa, BEIPAKEH-
Hocth CBCT, obunme CHHTPOMHBIX W KOMOPOWIHBIX
3a00JIeBaHHUI MO3BOJISIET CUUTATh, YTO KPUTEPUHU AHa-
THOCTHKH CHHIPOMOB M ()EHOTHIIOB, PEKOMEHIOBaH-
HBIC JUIST B3POCTBIX, HE MPUEMIIEMbI IS TeuaTprye-
ckoit mpaktukn. JICT B meTckoM BO3pacTe MPOSBIIICTCS
NPEUMYIIECTBEHHO TPeMsi OCHOBHBIMHU (heHOTHIIaMU:
Map@anonoooOHbIM, 31epPcon000OHBIM N HEKIACCUpU-
YUPOBAHHBIM, UTO CIIEAYET OTpaskaTh B (POPMYIHPOBKE
muarno3a. KommpoBaHue (EeHOTHIIOB CIEMyeT MPOBO-
AT C YIETOM COBOKYIHOCTH K0o710B MKB-10.

1. Mapparnonodobmwiii ¢henomun TUATHOCTHPYIOT
nocne uckiaroyennss HHCT ¢ mapdanouansiM ¢eHo-
TUTIOM TIPU BBISIBIICHUM TOTPAaHUYHOTO DPACHIMPEHUS
KOPHS a0PThI C YYETOM BO3PACTHOU HOPMBI Z-KpUTEepUs
(Z no 3,0 mst urg < 20 sret), muonww < 3D ¥ KOCTHBIX
npuzHakoB CBCT (4—6 6asioB).

2. Dnepconodobmnwlii peHomun TUArHOCTUPYIOT MO-
cie uckmouennss COJl m HHCT c¢ anepcomonoOHBIM
(heHOTHUIIOM, BBISBJICHUS > 2 MajbIX IPU3HAKOB BOBJIC-
YEeHUs1 KOXKH B COUETAHUHU C MAJILIMU MTPOSIBIICHUSIMHU BO-
BJICUCHUSI MBIIIIII, CYCTaBOB, COCYIOB.

llepeyens NMAarHOCTUYECKU 3HAYMMBIX —«MAaJbIX
MIPU3HAKOBY JUIS TUATHOCTHKH 3JIEPCONOao0HO0TO (he-
HOTHUTIA TIPE/ICTABIICH HUXKE:

*  TmajKas OapxaTucras Koxa;

* TEHACHUMS K MOBBILICHHOW DPACTSHKUMOCTH KOXKH
(mo 2,0 cm);

* KeJOWJHbIE PYOUNKH, aTpO(UIECKUE CTPHH,

*  DKXHMMO3bI/TIETEXHH/HOCOBBIE KPOBOTECUCHHS;

*  MBIIIEUHAs TUITOTOHUS/TPBIKH/TITO3bI OPTaHOB;

e I'MC, BBIBHXH, MOIBBIBUXH CYCTaBOB, IIIOCKOCTO-
Ue, KOCOJIANoCTh, TUC(HYHKIIAS BUCOYHO-HIKHEYE-
JIIOCTHOTO CyCTaBa;

* BAapHUKO3HBIE PACIIHPEHUS BEH B TIOJ[POCTKOBOM BO3-
pacre;

*  OTSTOLICHHBIN CEMEHUHBII aHAMHE3.

3. Hexnaccuguyuposanmuwiti ¢henomun TUarHOCTH-
pytot nocie uckimouenns HHCT, mapdanonogo6HoTO
u anepcomnonodHoro dhenorunos mpu ICT.

Crnenyer moMHHTH, 4TO Bepudukanus (eHoTHra
JACT y nereit TpeOyeT TIIATEIHLHOTO JAWHAMUYECKOTO
KITMHUKO-HHCTPYMEHTAIFHOTO HAONIONEHHs, aHaIn3a

CEMEHHOTO aHaMHE3a, na60paTopHoro O6CJ'I€Z[OBaHI/I}l,
a [Ipyu HAJIN4YUH IMOKa3aHUM U BO3MOXKHOCTEH — npo-
BEACHUA MOJICKYJIAPHO-TCHETUYCCKOI'O UCCIICAOBAHUSA.

4.3. BaxxHble 11 eANaTPa HeIMATHOCTHYECKHE
3aKJIIOYEHUS U AJITOPUTMBI X THATHOCTHKH

1. Tlogbluenubili nOpo2 OUCNIACMUYECKOU CIUSMA-
musayuu.

Aneopumm ouaeHocmuku:

* BBIABJIEHHE 3—5 BHEIIHUX MaJIbIX KOCTHBIX, KOX-
HBIX, MBIIIEYHBIX U CyCTaBHBIX IPU3HAKOB BOBJIEYE-
ausa CT;

* eIMHUYHBIC MaJjble BHYTPEHHHUE MPU3HAKN BOBJIEYE-
Hus CT;

* ceMeiiHoe HakoruieHue npossiaenuit JCT.

2. Ilosviwennas, npeumyuecmeento 8UCYepalbHas,
OQUCHAACTUYECKAs CIMUSMATNU3AYUSL.

Aneopumm ouaeHocmuxu:

* BbIIBIeHHE > 3 MAC (yasMHEeHHe CTBOPOK MUTPaJThb-
Horo kiamana, [IMK Oe3 mpu3HakoB MHTpanibHON
peryprurandy ¥ MUKCOMAaTo3a) W/UiIK COCANHUTEIb-
HOTKaHHOTO KapKaca JPYTMX BHYTPEHHHX OpPIaHOB
(BuctieponTo3, pedIrokcHas 00JIC3Hb, TUBEPTHKYJIbI
MUIIEBO/A, JOIUXOCUTMa, AlIMKAIBHBIC OYIUIBI, CTIOH-
TaHHBIA THEBMOTOPAKC, Muonus (> 3D), remopparu-
4eCKuil CHHAPOM, BapuKoLelie U 1p.);

*  HAJIMYUE CAMHWYHBIX MaJbIX BHEUTHWX MPHU3HAKOB
BoBiieueHus CT.

3. Hobpoxauecmeennast cunepmMoOUIbHOCHL CYCHABOB.

Aneopumm ouaenocmuxu:

» BopiBieHne I'MC mpu OTCyTCTBHH OOJIEBOTO CHH-
npoma;

* nobpokauectBeHHOE TeueHue [ MC B cembe;

* OTCYTCTBHE OMOXMMHYECKHX NPU3HAKOB Hapyle-
Hust oomena CT.

JlmarHocTuka cunopoma 006poKawecmeeHHoll cunep-
MobunbHOCMU CYCMasos B IETCKOM BO3PACTE OCIOXKHSI-
ercst HanmmureM ¢usnonornueckoit 'MC, BbIpakeHHBI-
mu nposisienusiMa CBCT (= 6 6amioB) U TpyAHOCTSIMU
B BBISBJICHUHM OoneBoro cuHzapoma. Kpome Ttoro, Tiia-
TEJIbHBIM aHaMHE3, OCMOTP M 00CIIEJOBAaHUE POJICTBEH-
HUKOB PeOCHKA I10 TOH e TUarHOCTHUYECKOM Iporpamme
CBUJIETENBCTBYIOT O JIOCTAaTOUYHO HEPEAKON C BO3PAaCTOM
TpaHC(OPMALIIM TaK Ha3bIBAEMON «100pOKaueCTBEHHON
I'MC» B TUIMYHBIA «CHHIPOM THUIIEPMOOHMIHLHOCTH CY-
CTaBOB», COMPOBOXKAAIOIIHMIACS apTPaJTUAMHU U MIPHU3HA-
kamu CBCT, uto TpebyeT mepecMoTpa nepBOHAYATEHOM
TPaKTOBKU quarHo3sa [20].

5. TakTuka BeJdeHUsI U JIeYeHHUs JeTel ¢ 3adoe-
BAHUSIMHU COETUHUTEILHON TKAHU

5.1. O0me mMoaxoanl

Jleuenmne pereit ¢ JICT mpencrasnser coOoi CloX-
HYIO U MaJIO pa3padOTaHHYIO 3a7ady. DTHOJIOTHYECKOe
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JICUEHUE OTCYTCTBYET, JIe4eOHbIC KypChI TaTOTCHETHYC-
CKOM Tepamnuu, KaK MpaBWIIO, JOCTAaTOYHO JUTUTENBHEI,
a apdexr — mamexo He OBICTPHIA. [loaTOMy OOBEK-

THBHO OLEHHUTH 3(P(HEKTUBHOCTH TEPAIIUU C ITOMOIIBIO

JIBOMHOTO CJICTIOTO I1J1a1ie00-KOHTPOIMPYEMOTO UCCIie-

JIOBaHUS C UCIOIB30BAaHUEM METaaHajK3a Ha CErOIHS

HE TIpE/CTaBIsIeTCS BO3MOXHBIM. Huke W3I0KEHBI

OCHOBHBIC TIPUHITUIIBI TEPaIllii, OCHOBAHHBIC HA KJIH-

HUYECKOM OIIBITE CICIMATUCTOR PA3HOTO PO, 1M0-

3BOJISIFOIIME YITYYIIUTh KA9€CTBO JKU3HU TAIIHCHTOB.

O¢ddexruBnocts Benenus aereit ¢ HHCT u JICT
BO MHOTOM OTPEIEIICTCS UX panHell OUudeHOCHUKOL,
YTO MO3BOJIUT HAYaTh CBOCBPEMEHHYIO MPOPHIAKTUKY
Pa3BUTHUSI BOBMOXKHBIX OCJIOKHEHHUH U 3aMEJIUTh MPO-
IPEAMCHTHOCTh TEYCHUS JAHHON MaTOJIOTHUH. 3aJI0rOM
ycnexa SIBISIETCS HPeeMCMBEeHHOCHb 6edeHus Talln-
€HTa Ha BCEX JTalax: aKyliep-THHEKOJIOT — HEOHarTo-
JIOT — TIEJMaTP — TEPAICBT.

BakHbIM MOMEHTOM SIBJISICTCST MYIbMUOUCYUNIU-
HApHblll N00X00: CBOCBPEMEHHAS TOMOIIb CIICIHAIHU-
CTOB (Kapauoior, o(TaibMOJIOL, OpPTOIea, TacTPOdH-
TEPOJIOT, HEBPOJIOT, TEMATOJIOT, SHIOKPHHOJIOT U Bpadu
JIPYTUX CIEIUATBHOCTEH), paboTarommx eIuHON KO-
MaHJIOH W 3HAIONIMX MPOOJEMY COCIUHUTEIHLHOTKAH-
HOH QUCIUIA3HUH.

HeoOxoamma pa3pa®oTka HHIWBUAYAIBHOTO KOM-
IJIEKCHOTO MOJIX0/1a K KaXKA0MY PEOCHKY C YUETOM BbI-
SIBIICHHBIX KJIMHUKO-UHCTPYMEHTAJIbHBIX U J1aboparop-
HBIX HapylIeHnH. BayKHO TOOUTHCS aKTUBHOTO yYaCTHS
CaMoro TIalMeHTa W CEMbU peOEHKa B TpoIlecce Jieue-
HUS W TTOJTHOTO TIOHWMMAaHHWS OCHOBHOTO JIO3yHTa Bee-
ums: SABOJIEBAHUSI COEJIMHUTEJILHOM TKA-
HU — OBPA3 Y)KM3HU!

B mponiecce oOnieHust ¢ MaMeHTOM U €r0 POJIUTE-
JISIMU PEKOMEH]TyeTCs IaTh CIIEeTYIOITYI0 HH()OPMAITHIO:
e yewm ommmuarotes HHCT u JICT u xakue usMeHeHUs

B CT nipu 3TOM IIPOUCXOAT;

° KaKWe MPU3HAKU JAHHOW IaTOJIOTUU €CTh y pe-
OcHKa;

* KaKWe CYIIECTBYIOT METO/IbI JICUCHHUS,

° KaKWe JCUCTBUS OTHOCATCS K HE3IOPOBOMY 00pa3zy
YKU3HU U YTO BO3MOXKHO UCITPABHTB;

° YTO JAIOT CIOPTHBHBIC TPSHUPOBKH M HACKOJIEKO
OHM O€30TIaCHBI;

° KaK MPOBECTH MPOPIIAKTHKY CYCTAaBHBIX OOJCH
n Oonell B criuHe, BApUKO3HOW OO0JIE3HH, TEMOPPOs,
IJIOCKOCTOIHS, CKOJTN03a;

* KaKOBBI CUMIITOMBI OCJIOXXHEHHI CO CTOPOHBI CEp/I-
113, KPYITHBIX COCY/IOB, TJ1a3, JETKHX;

° KaKWe MCCIICIOBAHUS M C KaKOH 9acTOTOM HeoOXo-
JIUMO TIPOBOJIUTH B IENSIX MPOPUIAKTHKN OCIO0XK-
HEHU;

° KaKOBHl OTpaHWYCHHS B MPO(ECCHOHAIHLHOM BEI-
oope.

[Ipu HEOOXOAUMOCTH CIIEAYET OCTAHOBUTHCS HA BO-
mpocax Opaka W CeMbH, IPUTOTHOCTU K CIIykO0e B ap-
MuH U ap. JlocTarouHsle 3HaHUS 0 3200JI€BAaHIHA MOTYT
[IOMOYb MAIMEHTy 0e3 cTpaxa CMOTpeTh B Oyjmyiiee.
HeoOxomumo cdopMupoBars y MOAPOCTKA U €ro po-
JUTENIeH MOTHBAIIMIO K U3MEHEHUIO HE3I0POBBIX MPH-
BBIYEK M TI0Ka3aTh BaYXHOCTH BHITIONTHEHUSI PEKOMEH/1a-
Wi ¥ HazHadeHnd Bpava. Tepamms naruenta ¢ HHCT
u JICT momxHa HAYMHATHCS C KOPPEKITUU pedcuma OHs,
3PUMENbHBIX U PUIUUECKUX HACPY3OK.

Pesicum Ous. Tlpu OTCYTCTBUM 3HAYNTEIBHBIX (PYHK-
[MOHANIFHBIX HAPYIICHWH AETsSM TOoKa3aH oOmuil pe-
KUM C IPaBUJIbHBIM YE€PCAOBAHUCM Tpyda U OTAbIXA.
HeoOxoauMo orpaHn4uTh BpeMs MOJIb30BaHUS IME€pPCOo-
HaJbHBIM KOMIIBIOTEPOM, IPOCMOTPA TEICBU3MOHHBIX
MporpamMM, TPOCTYIIMBAHUA MY3BIKH, BHICO(HITb-
MOB C WCIIOJIb30BaHUEM HayITHHKOB. llemecoobpazno
YBEJIMYUTH BpeMsi HOYHOTO CHa (He MeHee 9 wacos),
IpH HEOOXOAMMOCTH HCIIOIb30BaTh JIONOIHUTEIBHBIN
JTHCBHOW OTABIX. BaxHO Hamamuth no3upoBaHue (u-
3MYECKUX HArpy30K W KOHTPOIb 3a TPEHHUPOBOYHBIM
PEKUMOM B CITOPTUBHOH cekmuu [9, 19]. Jeueamens-
nas akmugnocms. HeoOX0mMuMO TpaBUIBLHO BBHIOpPATH
BHJ[ JIBUTATEIbHON aKTUBHOCTH, aJICKBaTHYIO Harpys-
Ky, TeMI TPEHUPOBKU. B mieane ¢ KaKIbIM IalieH-
TOM JOJDKEH paboTars KWHEe30TepareBT. MOXXHO 3aHU-
MaThCsI TIPAKTHYECKH JTFOOBIM BHUIOM CTIOPTa, CO3/IaBast
OIIpE/ICNICHHBIC YCIOBUS JJISl KQXK/IOTO Clyvasi WHAWBHU-
nyanbHo. CnopmusHnsie naepysku. [lpeanoutenue cie-
JIyeT OTJaBaTh JTWHAMHYECKHM Harpy3kaM (IIaBaHUE,
Xonp0a, MPOTyIoYHbIe JIBDKH, BEJIOCHITE]], 0aJIMIHTOH,
ymry). HenenecooOpa3Hsl: TPYIOBBIE UTPOBBIE BHUJIBI
CTIOpTa, CBS3aHHBIC C OONBIION BEPOSTHOCTHIO TPABM,
npodeccroHaIbHbIC 3aHATHS MY3bIKOH, 0COOCHHO (op-
TEeNUaHo (IJIUTEThHOE CTAaTUYeCKOe HarpshKeHne), Oa-
JIETOM W TaHI[AMH.

Ilpomuseonokazanel: TKENast arieTUKa, CHPUH-
TEPCKUE HArpy3KH, TUIaBAaHHE C aKBaJIAHTOM, JAWBHHT,
MIPBIKKU B BOILY U C MAPAIIIOTOM, TOPHBIE JIBIKH, KOH-
HBbIE BUJBI CIIOpTa, QyTOOIN, XOKKEH, aCHMMETPUIHEIE
(hm3udecKkre Harpy3ku (MTpa Ha CKPUIIKE, HOIIICHUE THI-
JKECTEH B OJTHOM pyKe).

He pexomenoyiomcs: CHOPTHUBHBIC 3aHSTHS, CBS-
3aHHBIE C TONYKOOOpPA3HBIM XapaKTepoM IBMKEHUI
(mpeDKKH, 6ackeTOOII, Kapare, Pe3koe IMOTHITHE TsKe-
cTeil u ap.). Borpoc o 3aHATHIX PU3NIECKON KyIbTY-
poil pemaercss B KaXkJIOM KOHKPETHOM Clly4ae WHJU-
BUIyaJIbHO TIOCJIE OLEHKH IOKa3zaTtenel (uznueckon
paboTOCIIOCOOHOCTH | aJanTaly K (hU3HYecKod Ha-
rpy3ke, aHaJin3a KJIMHUYECKOW KapTUHBI U CEMENHOTO
aHamHe3a. K oucniacmuko3asucumvim gaxkmopam pu-
CKA pazeumusl 0CI0NACHEeHUl, panHell 6He3anHou cmep-
mu omHOcsim: BPOXKJICHHBIC TIOPOKH PA3BUTHSI, MAJIbIC
AHOMAJIMX CepJIla, MYXCKOH O, ceMeHHbIe Ciydad
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paHHEeW W/MIM BHE3aITHOW CMEpPTH; HEpaIMOHAIbHOE
MUTaHWE /WU THIOTPOQUS; HU3Kas (QU3NIecKas ax-
THBHOCTb.

Bovicoxuii puck pazeumusi 0ciodxcHeHull, panHel/eHe-
sannou cmepmu xapakrepen miusi HHCT; mponamcos
KJIallaHOB CepAlia C MUKCOMATO3HOM iereneparmeii (Tos-
IIMHA CTBOPOK > 3 MM) W/MiM perypruranueii 2-it cre-
neHn u 0ojee; paclIMpeHdss KOPHS aopThl, CHHYyca
BasibcanbBbl, yCThs JIETOUHOWM apTepUu; aHEBPU3MBI Lie-
peOpanbHBIX COCY0B, a0pThl. ONacHbI HapyIICHHS cCep-
JICYHOTO pUTMa (CHHIPOM CIa0OCTH CHHYCOBOTO Y3IIa,
JKEITYIOYKOBast AKCTPACHUCTONUS, YAJTMHEHHBIH HHTEp-
Ban O7, cuHycoBasi apuTMUs); TOpakoanadparMasbHOe
cepare (JI0KHOCTEHOTUIECKHM, MICEBA0NNIATAIIMOHHBIH
BapHaHThI, JITOUHOE cepaue); Oymie3nas sMmdusema,
TpaxeoOpPOHXOMAJISIIHS; BAPUKO3HAsI OOJNIE3Hb BEH HIK-
HUX KOHEYHOCTEH, MaJIOro Ta3za ¢ XpOHUYECKOW BEHO3-
HOM HETOCTAaTOUYHOCTHIO 2—3-if cTemenu [11, 29].

Jluemomepanus nersm ¢ JICT Ha3zHagaeTcs TONBKO
MOCJIe MPEIBAPUTEIILHOTO 00CIeIOBaHUS y TaCTPOIHTE-
posiora U 00sI3aTeNTbHO B IMEPUOAE OTHOCUTEIBHOW pe-
MHUCCHH XPOHUYECKON TTaTOIOTHH YKEITyA0YHO-KUIIIETHO-
TO TpaKTa, HEPEIKO aCCOLMHPOBAHHOMN C HApyIICHUIMHU
CT. HeoOxomuMo MpeaoCcTaBUTh PACTyLIEMY OpTaHH3-
My JIOCTaTOYHOE KOJIMYECTBO MUKPOHYTPUEHTOB JUIf
nojytepkanus 3mopooro Metabomuzma CT. Ilokazana
nutia, oboramenHas erkom. C yaeToM WHIUBHUITYaIhb-
HOH MEPEHOCHMOCTH ¥ Bo3pacTa peOeHKa JIOTOTHUTEb-
HO HA3HAYAIOT MSICO, PhIOY, KaJbMapbl, (acoib, Opexu.
[IpomykTel UTaHUS JOIKHBI OBITH 00OTAICHBI MAKPO-
U MUKPOSTEeMEHMamu, BUMAMUHAMU U HenpeoerbHbIMU
orcupnoimu  kuciomamu. IlanmeHTam 0e3 COIYTCTBY-
IOlIed TacTPOIHTEPOJIIOTHUECKON MaTojoTMK TpH Ha-
JUYMU CKEJICTHBIX aHOMAJIMi HECKONBKO pa3 B HENEINIO
PEKOMEHTIOTCSl Kperkue OylbOHBI, 3aJIUBHBIC OIfona
W3 MsACa W PBIOBI, comepiKallie 3HaYNTEeIbHOE KOJIMde-
CTBO XOHJIPOUTHHCYAL(ATOB. [leTsM ¢ upe3mMepHO BBICO-
KM POCTOM C paHHET0 BO3pacTa U Ha BECh IIEPHO]] POCTa
Ha3HAYaIOT MTPOJIYKTHI TUTAHUS (OJIMBKOBOE, THIKBEHHOE,
COE€BOE, XJIOMKOBOE, KYH)KYTOBOE Macyo, CeMeHa IoJICOJI-
HEYHMKa, Cajo ¥ T. II.), COIEpPIKAIe MOTNHEHACHIIICH-
HBI€ KHMPHBIE KUCIIOTHI Kacca «OMeray, OKa3bIBalolie
TOpMO3SAINI 3PPEKT Ha CEKPELUHI0 COMAaTOTPOIHO-
ro ropMoHa. [lokazaHbl IPOAYKTHI, 0OOTAIIICHHBIC GUMIA-
MUHAMU BI, BZ, B3, Bﬁ, C, P u E. PexomeHtyeTcs nuiia
C TIOBBIIIIEHHBIM COAEP)KaHMEM Makpo- (KaJbInH, ¢oc-
(op, Marumii, Kajaui) 1 MUKPOIJIEMEHTOB (Mellb, IIMHK,
celleH, Mapranell, KpeMHuii, cepa, ¢GTop, BaHauid, Oop),
SIBJISTFOIIUXCS KO(pakTOpaMu (pepMEHTOB, aKTUBHPYIOIIHX
CHHTE3 KOJUTareHa W MUHEPAIN3aIHi0 KOCTHOHN TKaHH.

5.1.1. CumnTomMaTu4yeckasi HeMeIUKAMEHTO3Hasl
Tepanus

BaxnsiMu pazgenaMu IporpaMMbl HEeMEIUKaMEH-
TO3HOW peadWIUTaliu SBISIOTCS JIeUeOHBIH Maccax,

¢dusnoTepaneBTHYECKOe, OaJbHEOJIOTHYECKOe, CaHa-
TOPHO-KYPOPTHOE JICYCHHE U TICHXOTEPAIIHsL.

Jleuebnwiii maccasc (BaKyyMHBIH, pydHOH ), Kypc —
10 ceancoB. CHumaeT OOJIE3HEHHBIH CITa3M MBIIIII,
yAydIIaeT KPOBOCHAOXKECHHUE, MEpeAady HEPBHBIX HM-
MYJIBCOB, TPO(PHKY MBIIII] TYJIOBHUILA U cycTaBoB. Mac-
CHUPOBAHUIO MOJUICKHUT 00JIaCTh TTO3BOHOYHHKA, IIEHHO-
BOPOTHHKOBAS 30HA (CETMEHTAPHBIM MaCCaXx ), MBIIIIIIHI,
OKpyXKarome MpobieMHble cycTaBbl. [Iporenypsl
CJIeyeT BBINOIHSTH €XKEAHEBHO MM C MPOMENKYTKOM
B OJIMH-JIBA JIHS; JKEJATEIBHO MPOUTH HE MEHee Tpex
KypPCOB JIEYE€HUS C HHTEPBAJIOM B OJMH MECHII.

Qusuomepaneemuyeckoe  jeyeHue  UCTIONB3YIOT
10 TOKa3aHUAM. J{0CTaTOYHO MIMPOKO MPUMEHSIIOT Mar-
HUTO-, UHAYKTO- U JIa3epOTepanuro. Y IEeTell cO CKo-
mo3oM, kudockoinrozom npumensiercs KBU-tepamus
Ha 6oneBbIe 30HBI. Kypc — 10 ceaHCOB €KeTHEBHO WITH
Yyepes JCeHb, dJEKTPodope3 MaKpoO- U MUKPOIIIEMEHTOB,
CIa3MOJIMTUKOB, aMIuunyisc, JJT-ctumynsus ocna-
OJICHHBIX TPYNI MBIIIL, a TAKXe JIOKaJbHOE JIeUeHUE
yneTpa3BykoM. i yiaydineHus Mmetabonu3ma Xpsiiie-
BOI TKaHU UCTIONB3YIOT MACHUMO-, UHOYKINO- U 1d3ePO-
mepanuto, d1ekmpogopes ¢ TUMEKCHIoM, paroit. [Ipu
BEreTOCOCYAUCTON JUCTOHMM IO BaroTOHHMYECKOMY
tuny Ha ¢one 3CT npumensitor [ % pacmeop xogeu-
Ha Hampus benzoama, ¢hedpuna cuopoxIopuda MIH
Me3amoHa — TI0 BOPOTHUKOBOW METOAMKE WU TI0 Me-
Toauke MOHHBIX peduekcos mo Illepbaky. bnarompu-
SITHOE BO3JIEUCTBHE OKa3bIBacT obuee YPO B mocte-
TIEHHO BO3PAaCTaKOIIMX J103aX — OT '/, 10 IByX 010103
(xypc — 10 ceancoB) u asporoHoTepanus. BecbMa mo-
JIE3HBIN (PM3NOTEPANeBTUIECKII METO/ JISUEHUS — Ca-
yHa (Temneparypa Bo3ayxa — 100°C, oTHocuTenbHAS
BIaXHOCTb — 10—12 %, 1IuTenbHOCTD TPeObIBaHUS —
30 muH), Kypc — 25 ceaHCOB B TeueHue 3—4 Mec.
Xopommuii 3hdeKT maer oOanvheomepanus: OOIIHE
yeneKucavle, X8olHbvle, XA0PUCMOBOOOPOOHbBIE, CepO-
6000pOOHbIE U PAOOHOBbIE, INEKMPOSANbEAHUYECKUE,
KOHmMpacmuvle HOKHbIE U PYYHbIE BAaHHBI C IPUMEHE-
HUEM JIeKapcTBeHHBIX cpencTB («Ilo-kypy», «Jlerpamy,
«ToHyc»); TOMBONHBIN Maccak, pasIUYIHBIC IYIIH:
[ITapko, BOCXOASIIINN, JOKACBON, LUPKYISAPHBIN, TIPO-
JnommkurenbHocTe — 10-12 MuH, Temmeparypa —
37°C, xypc — 8-10 ceancoB. Iloka3aHbl rps3eBble
anIUIMKaIuy Ha WEHHO-BOPOTHUKOBYIO 30HY — 38°C,
6—15 MuH, Kypc — 6—8 ceaHcoB. B momanHux yciaoBu-
X JOCTYIHBI 00nugauue, oomupanue, KOHmMpacmHulil
oyut, consanoxeounvle u nemucmole éannvl. [lokazana
nesuonoTepanus (TpsA3eBble aNnMINKAIlMA) Ha MBbIII-
1B BJIOJTH TTIO3BOHOYHHKA, MIEHHO-BOPOTHUKOBYIO 30HY,
MpoAoIKUTENFHOCTE — 10—12 MuH, Temmneparypa rpsi-
3u — 38°C, xypc — 8—10 ceancos.

Ilcuxomepanusi TPOBOAUTCSI C LENbIO BBIPAOOTKH
CHCTEMBI aJIeKBaTHBIX YCTAaHOBOK U 3aKPETIJICHHSI HOBO-
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ro o0Opasa KM3HH B CEMbE MalUeHTa. BaxxHO pazbsic-
HUTb POACTBEHHUKAM OOJIBHOTO XapaKTep UMEIOIINXCS
KIMHAYECKUX TPOSIBICHUNH COECAMHUTEIbHOTKAHHON
JCIIJIA3UHU Y YICHOB CEMbU M OOYyYUTH BCEX METOAaM
ayTOT€HHOW TPEHUPOBKHU.

Canamopno-Kypopmuoe nedeHue Ha3HAYaIOT C Le-
JIbI0 KOMIUIEKCHOH peaOmInTanuy, BKIIOYAIOIIEH I10-
JIOKUTETHHOE BO3ICHUCTBHE JICUCOHBIX TpsI3eH, BaHH,
¢dusnonpounenyp, mMaccaxa, Je4eOHOH (U3KYIBTYPHI,
cayHbl. OcoOeHHO 3(pPEeKTUBHO, €CIM OHO MPOBOIUT-
csl He MeHee 3 JieT noApsa. PexoMeHayIoTcs KypopThl
Crapoii Pyccel, Cectpopenxka, benokypuxu, IIsaturop-
cka, EBnaropuu.

Opmoneouyeckas rkoppexyus. 11o mokazaHUsIM HC-
MOJIB3YIOT: OPTOINEANYECKYIO 00yBb, CYIIMHATOPHI, Op-
Te3bl, KOPCEThl, ONHTOBaHKE >IACTUYHBIM OMHTOM TH-
TIepMOOMIBHBIX CYCTaBOB U Ap. [68].

Obpaz ocusznu. IlpoTuBOIIOKa3aHO TIpeOBIBAHUE
B YCJIOBUSIX JKapKOTO KJIMMaTa, 30HaX MOBHIILICHHOM pa-
aranuy. JlydmmM MecToM MpOKUBaHMS SIBISIETCS LICH-
TpaJbHbIHN 1osic. JKenaTenpHO UCKIIOUUTD CTPECCOBBIC
BO3/EICTBHUS, B METE03aBUCUMBIE THU N30€raTh IICUX0-
SMOLIMOHATIFHBIX Teperpy3ok. He pexomennyercs mio-
MyCKaTh MEPEOXIaKIACHUS BEPXHUX U HIKHUX KOHEY-
HOCTEH.

Ilpogheccuonanvnasn opuenmayus. Cnenyer us-
Oeratb CHenWaIbHOCTEH, CBA3AHHBIX C OOJNBIINMHU
($U3NUECKUMU U SMOIMOHAILHBIMA HArpy3KaMHu, BU-
Opauueii, KOHTaKTaMH C XMMHUYECKHMH BELICCTBAMH
1 BO3JCHCTBUEM PEHTI€HOBCKUX JTydel, MPOTUBOIIOKA-
3aHbl IPO(ECCHOHAIBHBIC 3aHATUS CIIOPTOM, TAHLIAMH.

5.1.2. CumnroMaTH4yecKas MeIUKaMeHTO3HAas
Tepanusi

ApTpanruu, I0pcalirMy, AeTeHepaTHBHBIC MOpasKe-
HUSI CyCTaBOB M TI03BOHOYHHKA Y HOAPOCTKOB Ha (oHE
HHCT u JACT, xak paBmio, TpeOyIOT Ha3HAYCHHS He-
CTEPOUJIHBIX TPOTHBOBOCIIAIUTENBHBIX MpPEnaparoB
(HIIBII) ¢ cenekTuBHBIM A€WCTBHEM Ha LUKIOOKCHUTe-
Hazy 2-ro Tuna (Haii3?, Humecui’, mecynun’). Hecenek-
tusHble HIIBIT (quxnodenak®, ketoHan®, HAMpoKceH')
HAa3HA4YalOTCsl B KOMOMHAILMK C TacTPONPOTEKTOPaMH.
Ucnonp3yror HIIBII B Bume maseii u reneit (apTpo3u-
aew’, JJUTI-punud’, aukinodenak-reip’, JoaruT-Kpem*,
nonobeHe®, keToHan-kpem®, Hai3-renb?). [Ipu Bapuko3-
HOW OOJI€3HM HA3HAYaIOT Ipenaparhbl, YIydIIAroIine
BEHO3HbI KpoBOTOK (Beccen-JIYE ®@°, remapunoBas
Ma3b). Pacmmpenne xopHs aopTel Ha (oHE Taxukap-
MK ¥ apTepUaIbHON TUIIEPTEH3UU — OCHOBaHHUE AJIS
Ha3HaueHus P-OnmokaropoB’. YacTele pecrnmparopHbIe
3a00eBaHMsl — MOKa3aHUE K Ha3HAYEHUIO PACTUTEINb-
HBIX aJalTOrCHOB: JICYyTEPOKOKK®, KUTAHCKUIl JTMMOH-

HuK!, 3aMaHuxa’, apanus® B BHC HACTOCK; alMIaK?,
repuMaKc keHblleHs', TuHcaHa®. [lo mokasanusM wnc-
MOJIb3YIOT 3HAOTCHHbIE MHTEP(EPOHBI; UMMYHOMOLY-
JUPYIOIIKE TpaBsiHbIE COOPBI, BKIIOYAIOIINE JIUCTHS
3EMISIHUKHU JIECHOM, KOPEHb COJOAKU TOJIOH, KOPEHb
Jomyxa OOJBIIOTO, 4Yepeay, MENHCCy, dadperm | Jp.
C 1enblo YKpemjeHus! COCYIUCTON CTCHKH Ha3HA4YaloT
UIIMIY LIXAIOBaTyio!, (IaBaHOWABL: PYyTHUH?, (IIAMUH.
Koppekuusi HelipoBereTaruBHbIX HapyLIEHU IIPOBO-
JIMTCSI C TIOMOIIbIO HOOTPOIHBIX (TMparieTam’, MUpuIu-
TON') U HOOTPOMOMOAOOHBIX (MAHTOram?, aMHUHAJIOH!,
(henubyT?) penaparos.

5.1.3. IlaToreHeTn4eckasi Tepanus

Hocut 3amecturtenbHbli XapakTep W HallpaBJiieHa
HA CIMUMYIAYUIO KOLIA2EHO0OPA308aHUs, KOPPEKYUIO
MemadoaUMa 2NUKO30AMUHOLTUKAHOS, CTNAOUIU3AYUIO
MUHEPANLHO20 00MeHA, DUOIHEPSeMULecKo20 COCMOsi-
HUSL OP2AHU3MA U NPOYECCO8 NEPEKUCHO20 OKUCTEHUS.
B 3aBucHMOCTH OT CTENMEHW TSHKECTH KIMHUYECKOTO
COCTOSTHUSI OOJILHOTO M BBIPAYKEHHOCTH HApyIICHH Me-
tabomm3ma CT cienyeT mpoBoauTh 1-2 Kypca Tepanuu
B IOl IPOIOJDKUTEIBHOCTHIO TI0 2—4 MecsIIa.

1. Cmumynayua xonnacenoobpazoeanusi OCyIIECT-
BIISIETCS C MTOMOIIBIO MPENaparoB, YAyUIIalomUX CHH-
Te3 KojulareHa (dnbKap, am3uH', mpommu?’). Jlomon-
HUTEJIBHO CJIeIyeT Ha3HauaTb KO(aKTOpbl CHHTE3a
kxoyutarena: Butamuusl C, E, rpynmsr B, mpemaparst
Kajbiyst, Gochopa, MarHus, Kajgus U MUKPOIJICMEH-
TBI: ME€[b, LMHK, CEJEeH, KpEeMHHH, OOp, MapraHel.
Onbkap (JIEBOKapHUTHH) — JICKAPCTBEHHBIN Mpenapar
MeTa0OJIMIECKOTO ACHCTBUSA HAa OCHOBE L-KapHUTHHA,
MIPUPOJHOTO COEAMHEHUS, POJCTBEHHOTO BHTaMHUHAM
rpynmnsl B. Yiyumaer GelKoBBIH M )KUPOBOW OOMEHHI,
CTUMYJIMPYET SHeproodpa3oBaHue, BOCHOIHACT aAedu-
uut kapuutuna npu JICT. B Bo3pacte no 3 ner xus-
HU J103a IIperapara ONpeneseTcs Je4alluM BPauoM.
Ot 3 1o 6 et — Ha3HA4alT B pa3oBoi mo3e mo 0,1 T
(5 kamens), ot 6 1o 12 ner — 0,2—0,3 r (11-16 xamnemns)
2-3 paza B aeHb. Kypc neuenns — He MeHee | Mecsna.
Buramun C nprHHMaeT y4acTHe B CHHTE3€ KOJJIareHa,
9JIaCTHHA, IIMKO30aMHHOINIMKAHOB, 3a’KUBJICHUU DaH,
oOpazoBanuu pybma. /loza — 350-500 wmr/cyt. [lo-
MOJIHUTENBHO K BUTaMMHY C Ha3zHauyaloT BUTaMHH P,
cofepxamuil  OnopIaBOHOUAB! (PYTHH, KBEPIIETH-
HBI, KaTe€XWHbI), KOTOPble CTaOMWJIN3UPYIOT MOJIEKYIY
KOJUTareHa, yKperwisitoT ocHoBHoe BemiectBo CT, mH-
rubMpyIoT rHanyponuiasy. Buramun E, — anabonu-
3aHT, aHTHOKCHJAHT, YKPEIUIAET MBIIIEYHbIN KapKac.
Hoza — 400 mr/cyr. Buramun B, ysennumsaer co-
JeprkaHue UcTenHa (OCHOBHAS aMMHOKHCIIOTA CTPYK-
TypHOro 6enka CT Koxu, BOJIOC W HOTTeH — Keparu-

31ech U 1ajee Mo TeKCTY MPEemapaTsl, pa3pelieHHbIe AeTsM: 6e3 HHaeKca — ¢ poxaeHus; ' — ¢ 1 roma, >— ¢ 2 1er, > — ¢ 5 nert, * — ¢ 12 ner,
5—c¢ 15 net, ® — odunmanbHble JaHHBIC O TPUMEHCHHUH B IETCKOM BO3pPAacTe OTCYTCTBYIOT, HO HMEETCS OTBIT IPHMEHCHHSI.
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HA), MIEPEHOCUT MarHuii BHYTPb KICTKU. [Ipenapamoi
sumamunog epynnol B: HelipoMmyasTHBUTY, 1 TabmI. co-
nepxut 100 mMr Tnamuna (Butamun B)); 200 Mr nupwu-
JMoKcuHa (BUTaMuH B 6) n 200 MKr muaHokoOaaMuHaA
(Butamun B,)). Jlosa — '/, Tabn. 1 pa3 B aeHb neTAM
oT 3 5o 6 jer; 1/2 Tabn. — aersam ot 6 no 12 ner. [Ipo-
JIOJDKATENBHOCTh Kypca — 1 wmecsan. Mubsramma
KOMIIO3uTyM®, 1 mpaxke comep:kuT: OeH(pOTHAMUH —
100 mr, mupumokcud — 100 mr. Jo3a: 1 gpaxe 1 pas
B JIeHb JeTsiM oT 6 1o 12 mer. Mumbramma® (2 min),
pactBop [uisi uHbeKUMH. OlHA amITylia COACPIKHT: TH-
amua — 100 mr, mupugokcna — 100 mr, manokoOa-
mamua — 1000 mxr. Kypc — 1 mecsan. Munepais-
Hasl MOAJICPXKKA MPOBOAUTCS MyTEM Ha3zHA4YeHUs Op-
TaHWYECKHUX COJIeW MarHus (JIaKTart, IUTpAT, MMUJ0JAaT)
B KOMOHWHAIIMH C MarHe3no(uKcaTopoM MHPUIOKCH-
HOM (BuTamMuH B)), yny4maromum OHOyCBOSEMOCTDH
Maruusi, — npenaparamu Marue B. Jlosa Marue B,
Tabn.: gersm > 6 ser (macca tena Oonee 20 kr) —
4-6 tabn./cyt, Marne B, ®opre Tabn.: netam > 6 ner
(macca Ttema Oomee 20 kr) — 2-4 Ttabmn./cyt, Mar-
He B, muTheBOM pacTBop: AeTsaM > 1 roxa (mMacca Tena
oosee 10 kr) — 1-4 ammynel/cyt). PacTBop B ammyinax
pacTBOPSIOT B '/, cTakaHa BOABI Ul IpuemMa 2-3 pasa
B JIeHb BO BpeMs eabl. Kypc — 1 mecsu. 1o nokazanu-
sIM Ha3HAJYaIoT: OnoMep°, 1 Tabi. — 7 Mr acraparuHa-
Ta Meau (2 Mr Mesn); Ipu OTcyTCTBHH — 1 % pacTBOp
Menu cynbdara B pacTBOpe MOJIOKa, MUHHMAaJbHas
032 — | Karmis Ha TOj1 JKU3HH; Ono-Mapraneir’, 1 Taom.
comepxutr 12,5 mr acmaparuHara Mn (~2 mr Mn);
IUHKAT, 1 Tabn. comepxkutr 44 Mr cynbdara IIHHKA.
Jo3srl: getsim 1o 1 roma — 1015 mr/cyT; 2—12 getr —
15-25 wmr/cyr. Heocenen — pactBop Juisi mpuema
BHYTpb B pa3Benenuu 1: 50. leram no 1 roma — 25
Kar. (5 Mkr cemena), 1-2 mer — 2,5 M (10 mxkr),
2-5 et — 5 mut (20 mxr), 5-12 et — 10 mut (45 Mkr),
crapmie 12 ner — 15-20 mu (67,5-90 mkr) 1 pas/cyT.
Cenenoxen ¥, 1 tabmn. comepxut 0,21 Mr ceieHomnupa-
Ha (50 Mkr cenena). Jletsim crapme 12 et mo 1 Taom.
B JICHb BO BpeMs efibl. CllelyeT MOMHHATH O B3aMMOJICH-
CTBUHM BUTAMHHHO-MHUHEPAIHHBIX KOMITJIEKCOB.

2. Koppexyus memaboruzma 2iuko30amMunoiuKa-
HO6 OCYIECTRIISICTCS IIyTEM Ha3HAYCHUS TIEPOPaTbHBIX
XOH/IPOTIPOTEKTOPOB M3 TPYMITBI XOHAPOUTHHCYIb(a-
TOB (XOHIPOUTHHA CYIb()AT®, XOHIAPOKCHI’, CTPYKTYM"),
mnko3oamuHormkanoB (JJOHA?, moko3amuHa Cyiib-
¢ar ®) mubo mpenaparoB KOMOMHUPOBAHHOTO JICHCTBHUS
(aptpa’, aprpoduiekc®), KOTOpbIe comep»,aT KOMOMWHa-
IO XOHJIPOUTHHA CyIb(ara u IITF0K03aMUHA CyIb(dara.
XOHAPOTIPOTEKTOPH! YUACTBYIOT B PETYISIINH MeTabo-
JM3Ma XOHJIPOIIMTOB U TMOJABICHUU CHHTE3a (epMeH-
TOB, MOBPEXKIAIOIMNX cycTaBHOM xpsy [57]. [To onen-
ke EBpornetickoii acconmaruu pemaronioros (EULAR),
XOH/IPOTIPOTEKTOPHI (CTENeHb OKa3aTelbHOCTH [A)

0e30omacHbl W MOKa3aHbl Uil KyIHpPOBaHHs OOJIEBOTO
cuHipoMa (ypoBeHb pexomeHmanuii A) [60]. MeTomom
MeTaaHaJIn3a yOeqUTEeIbHO JOKa3aHa TepareBTHIECKast
3¢ GeKTUBHOCTD IIIOKO3aMKHA cyibdara [67]. [Ipu cy-
CTaBHBIX OOJSIX y JeTel cieqyeT HauMHaTh C XOHAPO-
HPOTEKTOPOB MECTHOTO JEUCTBHUS (XOHAPOKCHI Ma3b®,
xoHapoutuH-AKOC wma3p®, anduyron-kpem®) nm6o
[IPOTHBOBOCHAIUTEIBHOIO JIEKAPCTBEHHOIO CPENCTBA
quMeTuiIcybpokenaat, 3MGEeKTHBHOCTh  KOTOPOTO
MOATBEPIK/ACHA pe3yNbTaTaMHu JBOWHOTO CIIETOTO KOH-
TpoarpoBaHHOTO HccaenoBanus [S1]. [Ipu orcyrcTBun
a¢dexTa Ha3HAYAIOT IEPOPATBHBIN XOHIPOUTHHA CYITb-
¢ar (crpyxrym®, xonnpoutnH-AKOC?). JTo3a noapocrt-
kam — 750-1000 mr 2 paza B gesb. lIpogomkurens-
HOCTb Kypca — 3—6—12 mecsnes.

3. Cmaburuzayus MuHepaibHO20 0OMeHa TPOBO-
JUTCA C TIOMOINBIO IPENapaToB, HOPMAIHU3YHOIIUX
(dochopHO-KaIBIMEBBIH ~ OOMEH:  Jproxajbiude-
pod1, ButamuH D,boH U npenaparoB KajbIus: KaIbIHid
D,-Huxomen’, narekans D %, BUTpyM KajblMyM C BH-
taMrHOM D*; 0cCeMH-rHpOKCHANaTUTHBIE KOMIUICKCHI
(ocreoxea’). Ilo mokaszanusm HaszHauaroT Marue B!,
[UHKHUT U BATAMUHHO-MHHEPaTbHbIE KOMIUIEKCHI (FOHU-
Kar’, CympajiiH, TyOBUT ¢, OIUTOBHT 2, KOMILTHUBHT 2).

4. Koppexyus 0OuodHepeemuueckoz0 CcOCMOsSHUSA
OpeaHu3mMa OCYLIECTBISIETCS IIyTeM Ha3HA4YeHUs Ipe-
MaparoB, CTUMYIUpyomux BeIpaboTky ATD (docda-
neH’, kyaesuTa?, kynecan s gereit!, kosusum Q104
anbkap 30 %', KapHUTOH', SITUKCUD SIHTAPHBIA® U 1p.).
Kynesuta® (yOuaekapeHOH) — JIEKapCTBEHHBINA TIpe-
mapat kosH3uMa Q10. IIpumensercs mis mpoduiak-
THKH W ycTpaHeHus Jedunura kodHzuMa Q10 mpwm
3a00JIeBaHMUSX CepJla, WHTCHCHBHBIX (H3MUECKHX
Y TICUX03MOIMOHANBHBIX Harpy3kax. Jloza — ot 30 mr
(1 xamc.) no 90 mr (3 xarnc.) B cytku. Kypc neuennss —
1-3 mecsma. Crneayer MOMHUTE, YTO TIpenaparsl, CTH-
MYJUPYIOIIUE MPOIIECCHl KIETOYHOTO dHEProoOMeHa,
HA3HAYAIOTCSl yTPOM JIMOO B MEPBYIO MOJIOBUHY [HS,
a KyneBuTa‘, puOOKCHMH® M KaJusi OpOTaT, MOBBILIAK0-
1mMe akTUBHOCTH IuKiIa Kpebca, — Bo BTOpyIo mOJI0-
BUHY JTHSI U BEUEPOM.

5. Cmabunusayus npoyecca NepeKucHo20 OKUC-
nenusi.  CrocoOCTBYIOT — YTHETEHUIO  CBOOOIHOpa-
JUKAJIBHOTO  OKHCJICHHUS, YIYUYIICHUIO TKaHEBOTO
JbIXaHUsI, OBICTPOMY YHAJICHHIO NMEPEKUCEH U TOKCH-
YEeCKUX PpaJMKAIOB KHUCIOpOIa: KyaeBHTa'!, KymecaH
ist geteit’, kosmsum Q104 numoesas kuciora®, Ome-
ra-3% u aHaJoru.

5.1.4. IllpumepHbIe cXeMbl MeJUKAMEHTO3HOM Te-
panuu

Cxema 1. Y1po, oben. o enwt: Ilporun 0,5, karmc.,
1-2 pa3a B nenb. Jlo3a mo Bo3pacty. Kypc — 2 mec.

[ocne enpr: Mazne B, numwesoti pacmeop, 1 amn.,
2—4 pasa B aesnb. Kypc — 4 mec.
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Cxema 2. Ytpo. Ilocne enpl. Kypcamu co cmenoti
npenapamos:

ackopbunosas kucioma (MIPH OTCYTCTBHH OKcalla-
TYpUH M CEMEHHOTO aHaMHe3a MOuYeKaMEeHHOW Ooies-
uu) 10 0,6 r B 1ewb. Kype — 4 Hen.;

anvkap 30 % pacmeop (103a IO BO3pacTy) B coyeTa-
HUU ¢ KyneBuTa, 0,03, kamc., 1-3 paza/cyt, y nereit —
¢ 12 ner xwu3nn. Kypc — 4 wen.;

munopounam, Tadm., 0,25 (mo3a mo BO3pacTy);
1-2 pa3a B nepByto nonoBuHy 1Hs. Kypc — 4 Hen.;

Bum. E (no3a no Bo3pacty) Ha Houb. Kypc — 4 nHen.

Cxema 3. Y1po, oben: cmpykmym, kanc., 0,5; 2 paza
B JIeHb BO BpeMms enbl. Kype — 4 Mec.; Ha HOYb: Kalb-
yuti-gpopme, maon., 0,5 (n03a mo Bospacry). Kypc —
1-2 mec.

Cxema 4. Ho enwl: nponun 0,5, xamc.; 1-2 pasa
B JIeHb (1032 110 Bo3pacty). Kypc — 2 mec.

[Mocne enpr: Maene B, ®opme, I mabn., 2-4 pasa
B JIeHb (1032 1o Bo3pacty). Kypc — 1 mec.

[Ipenaparer xene3a — 1-2 pasa B neHs. [lo3a
o Bo3pacty. Kypc — 2 mec.

Hanee: Ilpemykran 0,02 B Tabn. — 1 Tabn. 3 pasa
B JIeHb (/1032 110 Bo3pacty). Kypc — 2 mec.

5.2. Oco0eHHOCTH Tepanuy HACJEeACTBEHHBIX Ha-
PYLUCHUI COCIUHUTENbHONH TKAHU

5.2.1. Cunapom Mapdana

IToka3zana obOoraieHHas 0€JIKOM, BUTAMUHAMU, Ma-
KpPO- M MHKpO3JIEMEHTaMH nuina. JleTsm ¢ upe3MepHo
BBICOKHM POCTOM YK€ C pPaHHErO BO3pacTa W Ha BECh
MEepPHUOJl POCTa HAa3HAYAIOT MPOIYKTHI MUTAHUS (OJIUB-
KOBOE, THIKBEHHOE, COEBOE, XJIOMKOBOE Macio, CeMeHa
MOJICOTHEYHHKA, CaJIo U T. I1.), COAepIKallre TOoIHHEeHa-
CBIIIICHHBIC JKUPHBIC KHCIIOTHI.

[Tokazansl JIOK, maccax, MHIUBHIYaJIbHO IOIO-
OpaHHas JBHUTAaTeIbHASI aKTHBHOCTH, OajhbHEOTEeparus,
3akajuBaHue. [IpoTHBOMOKa3aHbl TspKenble (unde-
CKHE U NICUXUYECKNE Harpy3KH, 3aHATHUS CIIOPTOM.

Ipu ounamayuu aopmer netsim ¢ CM pexomMeHay-
0T auHampdeckoe OxoKI'-HaOmronenwe ¢ wHTEpBa-
moMm 1 pa3 B 612 MecsIeB ¢ y9eToM auameTpa Kop-
HS aOpThI M NP HAJIWYHME MOKAa3aHUH — Ha3zHaueHHe
B-anpenoOnokaTopoB uin jo3aprana. [Ipodunakruye-
CKOE JIeWiCTBHE JIaHHOW TPYIIIHI MPENapaToB JT0Ka3aHO
Y B3pOCIIBIX U HanOoJIee BEIPAKEHO MPH JUAMETPe aop-
THI 4 CM.

dakTopaMu pHCKa PAaCCIOCHMS aOPTHI SABJISIOTCSA:
yYBEJIMUCHUE JHAMETpa aopThl Ha YPOBHE CHHYCOB
BanbcanbBbl 5 ¢M, HapacTaHue AWJIATAI[UN AOPTHI 00-
Jiee 4eM Ha 2 MM B TOJl, HAIMYUE PACCIOCHUS aOPTHI
y OJIM3KHUX POJICTBEHHUKOB OOJBHOTO. XUPYPrUYECKOEe
JIe4eHHe aHEeBPU3MBI aopThl (IIPOTE3UPOBAHUE H3MeE-
HEHHOTO y4acTKa) y NaIlueHTOB ¢ CHHIpoMoM Mapda-
Ha MOXKET OBITh PEKOMEHIOBAHO TP pa3Mepe aopThI

6omnee 50 mm. [Ipu pazmepax aoptel oT 46 10 50 MM
OTIEpaTUBHOE BMEIIATEeIILCTBO PEKOMEHAYETCS B CIIy-
Yyae THKEJIOW aopTaibHOW MM MUTPAIbHOW HEJOCTa-
TOYHOCTH, HAPACTAHHH Pa3MEpPOB aopThl Ooyiee 2 MM
B Tof, IUIAHUPYEMOH OEpEeMEHHOCTH WM HAJTHYUHU
OTATOLLEHHOTO MO PAacCIOEHUI0 AOpThl CEMEHHOTO
aHaMHe3a.

Xupyprudeckue BMEIIaTeNbcTBa Ha aopTe y TMa-
IUEHTOB ¢ cuHApoMamMu Mapdana, Dnepca—Jlanio,
Jlynca—Jlutia, 1ByCTBOpYATHIM a0pTaJbHBIM Kilama-
HOM CIIe/IyeT IUIAHUPOBATh YXKe MPHU pa3Mepax aopThl
40-50 MM WJIM KOTJ@a UHAEKC TUIOMIAJAN KOPHS aopThl
(nr?/poct — B cM?/M) mipessimaer 10. s marmeHToB
¢ cunapomom Jlynca — JluTtna xupyprudeckast Kop-
pEeKLUsI aOpThl MOXKET OBITh PEKOMEHJOBaHA B CIIy-
yae MNOATBEpkACHHOU MyTauun B reHax TGFBRI
u TGFBR?2 yxe nipu pazmepax aopTsl 42 MM 1o OxoKI
(BuyTpennsas rpannna) wim 44-46 mm mo KT wmm
MPT (kmacc moka3aTenbCTB 2a, yPOBEHB J10Ka3aTEb-
Hoctu C).

ITonBBIBUX XpycCTaauKa, OCIOKHEHHBIH BTOPUUHOU
[JIAyKOMOM, JIereHepalusi CeT4yaTku C yrpo3od ee OT-
CIIONKN — abCOoIIOTHOE TIOKAa3aHHe JIJIsl OTIepaTHBHOTO
nedeHus (yoaJeHus XpycTanuka) Y OONbHBIX CHHAPO-
MoM Mapdana.

5.2.2. Cunapom Duepca—Jlanso

Tepanus 3aBUCUT OT KOHKPETHBIX IPOSIBICHUH ITa-
TOJIOTUH, MMeIolieicst y mnanueHrta. Ilokazansl 000-
rameHHasl OeJIKoM, BHUTaMHUHAMH, Makpo- M MHKPO-
arieMeHTamMu muia (cM. paszzen 5.1), Kypchl Maccaxa,
¢usnoreparnn W 11e4eOHON (UBKYIBTYpHI, 3alIUTa
KOXKH OT TPaBM U BO3JIEHCTBHS MPSIMBIX COTHEYHBIX JIy-
Yeif, npoduiTakTuKa HHPUIUPOBAHUS PAHBIL.

C nenpio pa3MsrdeHus: KeJIOUAHBIX PyOLIOB MTPOBO-
1T horodopes 0,2 % pacmeopa eudpokopmu3ona, au-
oaswt (0,1 T — 64 AE ma 30 mu aneratHoro OydepHO-
ro pacTBopa Wik Ha 30 MJI TUCTUIUTUPOBAHHOU BOJIHI,
nojkuciennot no pH = 5,0-5,2); ¢ubpunomusuHa
(20000 EJl — conmepkumoe omHOTO (hi1akoHa — pa3Bo-
1T B 200 MJI JUCTUIIIIMPOBAHHOM BOJIBI, TOJKHCIECHHOM
1o pH 5,0-5,2) u ap.

MenrkaMeHTO3HOE JIeYeHHE MPU HATUYHUN MTOKa3a-
HUI OCYLIECTBIIAIOT MyTeM Ha3HAYCHUS BUTAMUHHBIX,
MUHEPAITBHBIX KOMIUIEKCOB, TIO0 TOKa3aHUSM — XOH-
JIPOTIPOTEKTOPOB, OCCEMH-TUAPOANIATUTHBIX W OWO-
SHEPreTUYECKUX TPErnaparoB, KOTOPble MPUHUMAIOTCS
COYETaHHBIMU KypcaMu 2—3 paza B rofl MpOA0JIKUTEIb-
HOCTBIO TI0 2—4 Mmecsina (cM. paznen 5.1.3). [porpec-
cupyromuid 0oneBoil cuHApoM y marmeHtoB ¢ COJ[
co ckoimo3oM III-1V cremenu, BelpaskeHHas aedopma-
LS TPYAHON KIIETKH, TSKENast CTETIEHb I0CKOCTOIIHS
CITy’KaT MoKa3aHHeM K ITPOBEJCHHIO OIepaTUBHOTO Jie-
YEHHsI, KOTOPOE CIIEAYET OCYLIECTBISATH B COCTOSHUHU
OTHOCHUTENHHON pemuccun Meradbommma CT.
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5.2.3. HecoBepuieHHbIii 0CcTeOreHe3

[lokazan maasmuii oOpa3 XU3HHU, aUeTa, 000-
rameHHass OeyKkoM, KambiieM, (GochopoM, MarHHEM
¥ MHUKpodsieMeHTamMu (cM. pa3zaen 5.1). AKTHBHO mpu-
MEHSIOTCS Imaasmi Maccax, JIOK, OanpHeoneueHue,
ncuxorepanusi. s yCKOpeHus! 3aKUBJICHUS Mepesio-
MOB TIPOBOIAT 3MekTpodopes 5% pactBopa Kaivyus
xnopuda, 4% pactBopa macHus cyibgama, 2% pac-
TBOpa Meou cynvghama, 2 % pacTBOpa yurka cyibpama
M0 YETHIPEXAIEKTPOJHON METOTUKE HAa BOPOTHHKOBYIO
30HY HJIM MECTHO.

[lo moka3aHWsAM HMCTIONB3YEeTCSI CUMIITOMAaTHIECKAas
(cm. paznen 6.1.1) 1 maroreHeTHYECKas MEMKaMEHTO3-
Hasl Tepanusi ¢ Y4eTOM BBISBICHHBIX METa00INYEeCKHX
HapymeHnuit (cM. pazgen 5.1.3). Ilokazanbsl 6udocdo-
HaTHl (3TUAPOHAT, TAMUIPOHAT, AJCHPOHAT, HEPHIPO-
HaT), OOJaJaromie BHIPAKECHHOW aHTHPE30POTHBHON
aKTHBHOCTBIO. BHYTpUBEHHOE BBElICHHE ITaMUIpOHATA
(0,51 Mr/kr) nnu npueM ajneHIpoHaTa yIydlIaloT Ka-
YEeCTBO JKM3HU OONBHBIX ACTEH, TOPMO3AT pe30pOLHUIo
KOCTHOM TKaHW, CHIDKas PHUCK Pa3BHUTHS TEPEIOMOB
W yMEHbIIass WHTEHCHUBHOCTH OOJIEBOTO CHHIApPOMA.
JmuTenbHO, ¢ y4eTOM KIMHUKO-OMOXMMUYECKUX MTOKa-
3arenei, Ha3Ha4atoT STHAPOHAT (10 MI/KT B CyTKH BHY-
TPUBEHHO 3—7 qHEW B Mecsl Win BHYTpb 20 MI/KT Kyp-
camu 10 30 nHeit). [Ipyn HECOBEpIIEHHOM OCTEOTEHE3E
III Tumna mokazaHo paHHee Haydajo JieueHus (co 2-ro Me-
csilla JKU3HM) HEPUIPOHATA, KOTOPHI OKa3bIBaeT IO-
JIO)KUTENbHOE BIMSHUE Ha POCT peOeHKa M CHUXKAET
4acToTy mepenoMoB. IIpu KOCTHBIX JedopManusx
MPOBOIAT KYpChl KOHCEPBATHBHOW TEparvu, IOATO-
TaBJIMBas TMAIMEHTOB K MPEICTOSIIMM OIEPATHBHBIM
OpPTOMNEINYECKUM METO/laM JIEUEeHHUs, KOTOpbIe Cleay-
€T TIPOBOJUTH Ha (JOHE OTHOCUTENBHON CTAOMIM3aLUU
mokaszarejeil mMeradoim3Ma KoiiareHa. Pa3paOoraHsb
Hay9HbIE OCHOBBI W HA4YaThl KIIMHUYECKUE MCIIBITAHUS
10 TeHHOM Teparuu 1aHHOTO 3a00JIeBaHusI.

5.2.4. CuHApPOM runepMoOOHJIBHOCTH CYCTABOB

Tepanust NperMyIIECTBEHHO Oa3uUpyeTcsl Ha KH-
HE30Tepanuy ¢ WHIWBUAYATH3UPOBAHHBIM TOAO0pOM
YIpaXHEHWH, BBITIOTHIEMBIX B JAOMAITHUX YCIOBHSX,
HaNpaBJIeHHBIX Ha YKpEIUICHHE MBIIIEYHOr0 KopceTa
B LIEJIOM M MBIIIEYHOTO anmapara, OKpyKaromero mpo-
OonemHble cycTaBbl. [lo mMokazaHUSM HCTONB3YIOT Op-
TOTIEZIMTYECKYIO 00yBB, CYITHHATOPBI, OPTE3bI, KOPCETHI,
OMHTOBAaHMWE JJACTUYHBIM OWHTOM THIIEPMOOWIHLHBIX
cyctaBoB. He mokazaHbl mpodeccroHalbHbIe 3aHATHUS
MY3BIKOH, 0COOCHHO (popTenuaHo (IIUTEIHHOE CTaTH-
YeCKOe HampshKeHne), bareToM U TaHamu [26].

Hanwuwne BeIpaxeHHOTO OOIIEBOTO CHHIpOMA Tpe-
OyeT TpOBeCHUS KypCcOBOTrO (hU3nOTEpaneBTUIECKOTO
nedenus (cMm. pasaen 5.1.1) u Ha3HAUEHUST HECTEPOU/I-
HBIX TPOTHBOBOCHAIUTENBHBIX MPENnaparoB (CM. pas-
nmen 5.1.2).

5.2.5. TIposanc MUTPAJBLHOIO KJIATIAHA

[Narmuentsr ¢ [IMK u xamo6amu, 00yCI0BICHHBIME
TIOBBIIIICHWEM TOHYCA WJIM PEaKTHBHOCTH CHMITaTHYe-
CKOW HEPBHOH CHCTEeMBI (CepueOueHue, Kapanairiy,
OJIbIIIIKA), TPEOYIOT Teparuu [B-aapeHoOI0KaTOpaMH.
OpTocTaTnvecKyo CUMITOMATHKY (TIOCTypaibHasi TU-
MOTEH3US U CepAIeONeHIe) MOKHO YMEHBIIIUTH TTOBBI-
[ICHUEM TIOTPEOJICHUS JKUAKOCTH M COJH, HOIIEHUEM
KOMITPECCHOHHOTO O€lbs, @ B TSDKENbIX CIydasx —
MpUEMOM MUHEpaJOKOPTHKOMI0B. Hapymienus putma
MOTYT OBITh CJIEJICTBHEM JC(PHUIINTA MATHUS U CIIYKHUTh
OCHOBaHWEM /IS HA3HAYCHHs] OPTraHUYECKHX COJIeH
Marays (MarHusl OUTpaT, JIAaKTaT, MHI0JIaT) B coYeTa-
HUH C MarHe3no(pUKcaTopoM MUPUAOKCHHOM. Jlokaza-
HO, YTO OPTaHWYECKHUE COJIM MarHus B COCTaBe Ipera-
para Marne B, ycBauBaroTCs Jydie HEOPraHMIECKUX
coJiei, a Omaroaps HaMM4MIO BUTaMuHa B, (mupumok-
CHHA) B COCTaBe Iperapara MarHuii 10JIbIIIe yIep:KrBa-
eTCsl B KJIETKaX.

[NarmenTam ¢ [IMK ¢ TpaH3UTOPHBIMHU UILIEMUUYECKU-
MU aTakamH Ha ()OHEe CHHYCOBOTO pUTMa U 0e3 TpoMOOB
B JIEBOM TIPEACEPIUH MTOKa3aHa Teparusl alleTHIICaTHIIN-
ToBOH KucnoTo (75-325 mr/cyT), mepen Ha3HAYCHUEM
KOTOpOH HEOOXOIMMO YOeIOHUThCS B OTCYTCTBHE OKCa-
JaTypud W YTOYHHUTH JaHHBIE CEMEWHOrO aHaMHe3a
10 TIOBOAY MOYeKaMeHHO# Ooneznu. [lpuemom arerun-
CAJAITUIIOBOM KHCIIOTHI MO)KHO OTPAaHMYHUTHCS y Talld-
eaToB ¢ [IMK, mepenecmix MHCYIBT, HO HE UMEIOIINX
MPU3HAKOB MUTPAIBLHOH peryprutauud, GpuopHuIsSIun
TIpeACcepIuii, TPOMOOB B JIEBOM TPEICEPAUN WU YTOI-
meHns (5 MM u 0oJlee) CTBOPOK MHUTPATBHOTO KilalraHa.
[Ipn HamMuMM yKa3zaHHBIX OCIOXHEHUH WU Hed(hek-
TUBHOCTH alIETUJICAJTUIIMIIOBONH KHCIIOTHI MOKa3aH MpH-
em Bapdapuna ¢ uenessiM MHO 2,0-3,0.

C nenbto mpouITakTUKH WHPEKIIMOHHOTO YHI0Kap-
UTa TIPU BCEX MAHUIYISAIUAX, COMPOBOXKIAIOITIXCS
Oakxrepuemuet, maruentam ¢ [IMK, B ocobGeHHOCTH
MIPY HAJIMYUU MUTPAJIBHON PETypruTaluu, yTOIILEeHUH
CTBOPOK, YAJIMHEHUH XOpA, AWJATalliy JIEBOTO JKEly-
JTOYKa WITH TIpEeJICepInsl, Ha3HAYa0T aHTHONOTHKH.

XUpypruueckoe JieYeHUEe IOKa3aHO NP THKEJION
MUTPAJILHOW HEIOCTATOYHOCTH, COMPOBOXKIAIOIIEHCS
KJIMHUYECKON CUMIITOMATUKON WIIM TUJIaTallen, a TaK-
KE CHCTOJIMYECKON AUCRYHKIIUEH JIEBOTO KETyI0uKa.
B 6ompmmacTBe ciydaeB npu [IMK a¢ddexruBna pe-
KOHCTPYKTHBHAs orepanus (B 0COOEHHOCTH MpH Iopa-
KEHHWHU 3aJJHel CTBOPKHU) C JYYIIHUM JOJITOBPEMEHHBIM
MIPOrHO30M 110 CPaBHEHMIO C MPOTE3UPOBAHHEM MHU-
TPaJILHOTO KJIATIaHa.

6. AUCMMAHCEPU3ALUSA

XapakTep JUCIAHCEPHOTO HAONIOJICHHUS U IPOBO-
JIUMBIX KJIMHUKO-UHCTPYMEHTAIBHBIX 00CIe0BaHUI
nanuenToB ¢ HHCT u JICT onpenensieTcst TSAKECThIO
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TeueHus: 3aboneBaHus. Ha monukIMHUYEeCKOM 3Tarie
peabunuTanuy OCYIIECTBIISETCS OLEHKA (PU3UYECKOTO
pa3BuTHs peOeHKa, YPOBHS apTepHaTbHOTO JaBICHUS,
COCTOSIHUS TeMOTPAMMBI M aHATM30B MOYH. AHAITU3HUPY-
€TCS1 COCTOSIHUE U CAMOYYBCTBHE MAIIUCHTA, IBUTATEIb-
HBIH pexxum, aueTa, agekBatHocTh JIOK u criopTUBHBIX
Harpy3oK, IpoQopHeHTaIus moapocTkoB. OcoOBIN aK-
LIEHT JIeNaeTcss Ha OICHKE COCTOSHHS OMOPHO-/IBHTa-
TEIHLHOTO afapara, CepAedHO-COCYIUCTON CHCTEMEI,
OpTaHoOB 3pEHHsI, 3yOOUENIOCTHOH 001acTH, 0COOEHHO-
CTSIX TeueHHUs 3a00ieBaHUil Ha ()OHE COMYTCTBYIOLICH
COCIMHUTEILHOTKAaHHON maronoruu [2]. Ilpu Heobxo-
JUMOCTH MPOBOMAATCS KypChl (PUTOTEPAITMU, CUMITTOMA-
TUYECKOTO HEMETUKAMEHTO3HOTO JICUCHHUS.

MuHMMYM OJIMH pa3 B TOJ NOKa3aHbl OCMOTPHI OKY-
JIUCTa, OPTOIIe/Ia, CTOMATOJI0ra, KapAHOoJIora, a 1o MoKa-
3aHUSAM — JOPYTUX crenuanucToB. OOuH pa3 B rog HEOO-
XOIMMO KOHTPOJMPOBaTh cocTosiare Mertadommsma CT,
ypPOBEHb 0011Iero BuTamuHa D, 00111ero 1 HOHU3UpPOBaH-
HOTO KaJblusi, MarHus, Gocdopa, IMHKA, MEIH, CelieHa
B CBIBOPOTKE KpoBH. [ [py CHIKEHUH MUHEpaITbHOH TIITOT-
HOCTH KOCTHOHM TKaHH OZIMH Pa3 B 2 TOAa, a IIPU OCTEOTIO-
p03€ — OJIMH pa3 B roji CIEAYET MPOBOAUTH KOHTPOJILHOE
JCHCUTOMETPUUCCKOE HCCIIEAOBAHHUE; MPHU ILIOCKOCTO-
ITUH OJIMH Pa3 B TOJl — ONTUYECKYFO MOJOMETPHIO, a IPH
CKOITM03€ — ONTHUYECKYI0 TOMOTrpadHio MO3BOHOYHHUKA.
He pesxe ueM oy pa3 B TOJ pEKOMEHTyETCS BHITIOTHSTH
OKT u Y3U cepaua, ynensst ocoboe BHUMaHUE COCTOSI-
HUIO KOPHS a0pThl, CTETICHH MPOJIA0MPOBAHKS U MHUKCE-
MaTO3HOro M3MeHeHus kinanaHoB cepaua. Jderu ¢ ACT
TpeOyIOT PETYIIIPHOTO JICYSHUS B CIICTIMATN3UPOBAHHBIX
CaHATOPHSX ISl OOMBHBIX C TIATOJIOTHEH OTIOPHO-/IBHTA-
TEJIHHOTO ariapara, a Mo MOKa3aHusIM — U CEpACIHO-CO-
CYIUCTOW CUCTEMBI. [laliMeHTHI C TSKEITBIM TEYCHHUEM 3a-
OoJieBaHUs HYXKJIAIOTCS B ITOXH3HEHHOM MEIUIIMHCKOM
HaOMIOEHUH, TTOCTOSHHOM TIPOBEICHNH HEMeTUKaMeH-
TO3HOM Teparnuu, a MPH BbISBJICHUU OMOXUMHUYCCKUX Ha-
PYLIEHUH — CUCTEMATUYECKUX KypCcaxX 3aMECTUTEIbHON
MeTa0OJIMYECKOU Teparuu.

Bakyunayus npoBoauTtcs mo odmie cxeme. Mckimo-
YEHHUEM SIBJISIFOTCS MTAlMEHTHI C OCJIOKHEHHBIM TE€UEHH-
€M TPEABIIYIIUX MPUBUBOK, KOTOPHIX BaKIUHUPYIOT
M0 WHJUBUAYAIbHOMY TpaduKy IHAISIIAM METOIOM
C IPEIBAPUTEIBHON OATOTOBKOIA.

Boennas cayocoa. Tlonoxenne o BoeHHO-Bpaded-
HOM JKCTIEPTHU3€E CONEPIKUT KATETOPHH TOTHOCTH K BO-
CHHOM CITy»0€ B 3aBUCUMOCTH OT XapaKTepa U TSHIKECTH
3a00JIeBaHMsI, HO HE MMEET OT/CIbHON CTaThH, MOCBS-
mennoi JICT>.

[IpuspiBHrK ¢ HHCT MoryT OBITH MpHU3HAHBI HE-
TOAHBIMHU TI0 HACJICICTBEHHOMY COMAaTHYECKOMY 3a00-

3 Tlocranosnenue IpaButenscrBa PO «O6 yrBepxkaenun IMonoxke-
Hust 0 Boenno-Bpauebnoii akcepruze» Ne 565 ot 4 urons 2013 ropna.

neBanuto. [IpuspiBHUKH ¢ nposiBieHusmu JICT moryT
ObITh NPU3HAHBI HETOIHBIMH WJIM OTPAHUYEHHO IOJI-
HBIMH K BOMHCKOH cCily’k0e IpH HaJWMYUM OpraHHbIX
rn3MeHeHu#, Hanpumep, co croponsl CCC (apurmum,
HEHPOLMPKYIATOpHAST TUCPYHKIMS C TSHKEIBIMU TIPO-
SIBICHUSIMHU ), OPTaHOB 3peHUs] (MUOMML, OOJIE3HU XPY-
CTaJliKa, COCYAMCTOH OOOJIOYKH, CETHYAaTKH), OIOPHO-
JBUraTeIbHOIO anmapara (CKOJIMO3, IUIOCKOCTOIME,
apTpo3, ocreornopos). Ilpu ompeneneHnun TroaHOCTH
OCHOBHYIO POJIb HI'PaeT He IMarHo3 Kak TaKoBOM, a Ts-
KECTh HapyIWCHHUs (PYyHKIMH OpraHa WM CHUCTEMBL.
B kauecTBE OCHOBHOTO [MarHo3a yKas3blBaeTcs 3a-
OoneBanne, HapyIaroniee padoTy opraHa (CHCTEMBI)
U OTpaHnYMBaIoNIee PyHKIIMOHAIBHYIO CIIOCOOHOCTb.

Meouko-coyuanvnas dkcnepmusza 'y TalUCHTOB
¢ HHCT u JICT npoBoauTcst HA OCHOBAHUM BBISIBJICH-
HBIX HpPU KIMHUKO-MHCTPYMEHTAJIBHOM OOCIIeN0Ba-
HUU HapymeHnid. OCHOBaHMEM Ui NPHU3HAHMS JIUIA
B Bo3pacte A0 18 jer kareropuu «peOeHOK-HHBATUI
SIBIIIETCS: 3HAYUTEIBHOE OIpPaHUUEHUE KU3HEIEATENb-
HOCTH, TPHUBOAALICE K COLMAJIBbHON Je3ajanTtalun
BCJIEACTBUE HApyLIEHHUs Pa3BUTHs, POCTa, CIOCO0-
HOCTEH K caMOOOCITy>KUBAaHHIO, TIEPEABIKEHUIO, OpH-
SHTalUK, KOHTPOJIS IMOBEACHUS, O0yueHHs, OOIIeHUs
U TPYIIOBOI JESITENBHOCTU B OyIyIIEM.

B cBs3u ¢ tem uro JICT He umeer craryca camo-
CTOSITEIILHOW HO30JI0THUSCKOW (DOPMBI, TIPH HAITpaBJie-
HUM Ha MEAMKO-COILMAJIBHYIO JKCIEpTH3y B KauecTBe
OCHOBHOT'O JIMarHo3a Iejecoo0pa3Ho yKaszaTh Bedyllee
3a00NieBaHle MM CHHJAPOM, MOCTYKUBIIMH MPHYMHON
yTparhl TPYIOCIIOCOOHOCTH (BapHKO3Hasi 0OJIe3Hb HIIK-
Hux koHeuHocrtel, [IMK, Oymiesnas smduszema, CKOJIHO-
THUYeCKasl JedopMaius MO3BOHOUHHMKA M T. 1.). Heob-
XOIUMO TMOTYEPKHYTh CUCTEMHBIH M MPOTrPEIUEHTHBII
XapakTep NaToJIOrUH, IIEPEUNCIIB €€ OCHOBHBIC IPOSIB-
nenwst B rpade «ComyTeTByromue 3aboreBanus» [9].

IIpogeccuonanvruan opuenmayus u dKcnepmusa
npogheccuonanvroll npueoornocmu. IIpoTHBONOKa3aHBI
CHELUAIBHOCTH, TPEOYIOIINE 3HAYUTEIHLHOTO SMOLHO-
HaJIBHOTO M (U3UYECKOTO HANPSDKEHHS, AJIUTEIbHOTO
CTOSIHUSL U (PUKCHUPOBAHHOTO IIOJIOXKEHUS TYJIOBHUILA.
He nokazansl nmpodeccun, cBI3aHHBIE C OXJIAXKICHHEM
U TIieperpeBaHueM, paboTol Ha BBICOTE, C TOBBILICHHON
OMACHOCTBIO TPaBMaTu3Ma, BO3JCHCTBHEM 3JIEKTPO-
MarHUTHBIX II0JIEH, TOKCHYECKHMX BEIIECTB, OOIIEH
Y JIOKaJbHOW BUOpAIMH, a TakXKe IMepeHarpsKeHueM
3peHHsL. DKCIepTH3a NpoQecCHOHANTBHON MPUTOAHOCTH
MIOJIPOCTKOB JIOJIKHA MPOXOANUTH B HECKOJIBKO ATAalloB,
Ha Ka)JIOM 13 KOTOPBIX Bpay peIlaeT 3a1a4u B COOTBET-
CTBHHU C BO3PACTOM IOIPOCTKA, YPOBHEM €ro 00IIe00-
pa3oBaTeIbHON MOATOTOBKH U COCTOSHUEM 370POBBSI.

IlepBblil dTann NpoOBOAUTCS B JETCKON IOJIMKIMHHU-
K€ B paMKaxX MNPOQHUIAKTHUYCCKHX MEIHIMHCKHX OC-
MOTpOB. B Hacrosiliee BpeMsi MEAULMHCKAE OCMOTPBI
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IIKOJILHUKOB IIPOBOJISATCSL COIVIACHO TpuKazy MuH-
3lIpaBa, TPU STOM OIEHHBAETCS COCTOSHUE 3JI0POBBS,
HaJIM4YHe BO3PACTHBHIX (YHKIIMOHAIBHBIX OTKIOHEHWH,
KJIMHUYECKUH CKPUHMHT Ha COCIMHHUTEIIbHOTKAHHYIO
HaTOJIOTHIO®,

Ha BTOpOoM sTane (merckas MOJMKIMHUKA) MPOBO-
JUTCST DKCIIepTH3a MpOo(ecCHOHANFHOW MPHUTOAHOCTH
B paMKax MPEIBapUTEIHLHOTO U MEPHOINIECKUX MeH-
UHCKUX OCMOTPOB. OICHUBAETCS TSHKECTh TCUCHHS
3a00JieBaHusl, HMCCICNYIOTCS (YHKIIMU 3PHUTEIBHOTO
U CIIyXOBOTO aHAlIM3aTOPOB, OIOPHO-IIBUTATEIHHOTO
anmnapara, CepAeYHO-COCYAMCTON W JbIXaTeJIbHON CH-
CTEMBbI, aJaNTallMOHHbBIN MMOTECHI[MAI OPraHOB, HAHOO-
Jiee YSI3BUMBIX TIPU JICHCTBUU TOTO WJIM HHOTO Tipodec-
CHOHAJILHOTO (aKTopa.

TpeTwii 3Tanm MPEeayCMOTPEH B CIOXKHBIX CIydasx
9KCMEPTU3bl TPO(PECCHOHANBHON MPUTOTHOCTH IO~
poctkoB ¢ TsokenbiM TederrneM HHCT u ACT ¢ mpu-
BJICYCHHEM KOHCYJIbTaHTa 1o 3aboneBanusm CT u Bpa-
ya-riporaroora.

Tlcuxomepanusa. OcHOBHasI 1IeNIb — BBIPAOOTKA CH-
CTeMBbI aJIeKBaTHBIX YCTAaHOBOK W 3aKpEIJIeHHEe HOBOW
JIUHUM TIOBEACHUS B CEMbE MAI[UCHTA, YTO ITOMOXKET
obecrieunTh 3P PEKTUBHOCTS JieueHUs: peOeHKa. BaxHo
Pa3bsICHUTH TMOIPOCTKY (M 0053aTENIbHO €ro pojuTe-
JISIM) XapakTep UMEIOUTUXCS Y HET0 KIIMHUYECKUX CHM-
MITOMOB, OOyYHUTh METOJAaM ayTOTCHHOW TPCHHUPOBKH.
ITo mokazaHMsIM OCYIIECTBIISICTCS TICHXOJIOTHYECKAs
MOJICPIKKA,  TICUXOJIOTMYECKOEe KOHCYJIBTHPOBAHUE,
TICUXOJIOTHYECKas UATHOCTHKA, IICHXOJOTHICCKHMA
TPEHMHT, TICHXOJIOTHYECKass KOPPEKIHUs, MPOBOIATCS
WHMBHIyaJIbHbIC JTMOO IPYMIOBBIE METObI IICHXOJIO-
TUYECKOM paboThI.

Kpumepusimu  s¢pgpexmusnocmu  ducnaucepusa-
yuu CIeIyeT CYMTATh YAy4IIEHHE OOIIETr0 COCTOSHHS
pebeHka (TIOBBIMIICHUE TOJICPAHTHOCTH K (PU3HUECKOM
Harpy3Ke, yMEHBIIICHUE YaCTOThI U HHTEHCUBHOCTH 00-
JICBOTO CHUHJIPOMA, YBEJIMYCHHUE MBIIICYHOUN CUJIBI U TO-
Hyca, HOpPMaau3als SMOIMOHAIBLHOTO COCTOSHUSA).
bnaronpusTHEIM TIpPU3HAKOM SBISIOTCS HapacTaHHe
Macchl TeJa, MpeKpaIieHne MporpecCupPOBaHUs CKOIHU-
03a, kudo3a, 3aMeJICHHE TEMIIOB YPE3MEPHOTO POCTa,
YMEHBIIICHHE CTEIEeHU JIe(opMaIiyl TPYJIHON KIETKH,
MpeKpaIieHrne WK YMEHbBIIEHHE YaCTOThI CTIOHTAaHHBIX
BEIBUXOB B CyCTaBax, YMEHBIIICHWE CTENEHH MHOIINH,
reMOPParuyecKoro CHHAPOMA, PELUJAMBOB CIIOHTaH-
HOTO THEBMOTOPAKCA, YIYYIICHUE COCTOSIHUS MTOJIOCTH
pTa, CTOWKash pEeMUCCHsI XPOHUYECKHX 3a00JICBaHMIA,
accoupoBaHHbIX ¢ naronorueit CT.

4 Tlpuka3 MuHmCTepCcTBa 31paBooxpanenus Poccuiickoit Memepa-
uuu Ne 1346H ot 21 nexadps 2012 roga «O mopsiiKe NPOX0XKACHUS
HECOBEPIICHHOJICTHIMHU MEIUIIMHCKUX OCMOTPOB, B TOM YHCIIC IIPH
MOCTYIJICHUU B 00pa30BaTelIbHbIC YUPEXKACHHUS U B TIepuoj] o0yye-
HUS B HEX).

OOBEKTUBHBIM TOATBEPKIACHUEM 3PPEKTUBHOCTH
JUCTIAHCEPU3alUU SABJISIFOTCS Pe3yNIbTaThl J1adopaTop-
HBIX M HMHCTPYMEHTAJIbHBIX METOIOB HCCIIECIOBaHMA.
Baxxno mobuthes crabmin3anuu ToOKaszaTenedl Me-
tabonmmzma CT, MuHepanbHOro oOMEHa, MHUKpPOdJe-
MEHTOB B CBIBOPOTKE KPOBH, a TAKXKE YTy4YLICHHUS MH-
CTPYMEHTAJIbHBIX 11apaMeTpPOB (YMEHBILECHHE CTEIICHU
posabupoBaHus KIJIAIAaHOB CEpPALlA, OTCYTCTBHUE IIPO-
IPECCUPOBAHMS HAMETpa KOPHSI aopThl, YBEIHYCHUE
COKpaTUTEIbHON CIIOCOOHOCTH MHOKapAa, perpeccu-
pOBaHHE MPHU3HAKOB OCTEONOPO3a IO JAHHBIM JCHCH-
TOMETPHH, YIYUILICHUE COCTOSHUS HHTPA- U 3KCTPaKpa-
HHAJFHOTO KPOBOTOKA 10 MaHHBIM Y3/ u mp.).

7. BAKNTIIOMEHUE

Jmarnocruka u nedeane HHCT — omun u3 cambix
CJIOXHBIX Pa3JeOB MEJIUIIMHCKON HAayKU U MeIUaTpUU
B yacTHOCTHU. biarojapsi Hay4yHO-TEXHUYECKOW PEBO-
JIFOIMKA B T€HETHKe i1 MHornx mMoHoreHuelx HHCT
C YETKUM (PSHOTHUIIOM U YCTAHOBIICHHBIM THIIOM Haclie-
JTIOBaHUS UICHTH(DUIIMPOBAHBI COTHA MYTAIMW U TIPE]I-
JIO’KE€HBI HOBBIE IEPCIIEKTUBHBIE METOJIbI MOJIEKYIISIPHOM
nuarmoctuku. OaHako OOJBIIMHCTBO U3 HUX B Poccnu
MOKa HEJOCTYIHO, MOATOMY 0c0o00e 3HaYCHHUE UMEIOT
MIPEICTABICHHBIE B PEKOMEHIAIUAX IMEIUATPUUYCCKUE
acniextsl BbIsiBlieHust psina HHCT, umeromux cora-
COBaHHBIC MEKIyHAPOMHBIC KPUTCPUHU THATHOCTHUKH.
DTO TIOMOXKET CO3AaTh OMHOTHUITHBIC TPYIIBI OOIBHBIX
JIETeH JUIst BepU(PHUKAIIMK JUATHO3a B OYIyIIIeM.

J1ist moncka reHoB-KaH/IUAaTOB, OTBEYAIOIIHX 32 (hop-
mupoBanue JICT 6e3 deTko odepueHHON KIMHHUYCCKOM
KapTUHBI U THTIA HACJIEIOBAaHU, HanOoJIee aeKBAaTHBIM
IIPEJCTABIISIETCS. METON HOMHOSEHOMHO20 CKAHUPOBAHUS
OOHOHYKIeOMUOHBIX noauMmop@ruuix 3amern (SNPs). On-
HAKO CIOKHOCTb €T0 UCIOIb30BAHUS 3aKIIIOYAETCS B OT-
CYTCTBHE YETKHUX KPHUTEPHEB JAUATHOCTUKH TIPH OTOOpE
OONBIIUX TPYMIT OONBHBIX C OMHOTUITHOW KITMHIYECKOM
KapTuHOi. IIpeuioKeHHbIE aNrOpUTMbl JUATHOCTUKHU
JCT u ee ¢peHOTHIIOB y JIeTeil MOTYT TIOMOYb PEIICHHIO
3TOM Ype3BbIYANHO CIIOKHOW 3adaud. BromHe noruu-
HO TpenronoxuTh, 9To0 K JACT ceromHss MBI OTHOCHM
HE TOJIBKO PEIKO BCTpPEYaroIIrecsi MOHOTeHHBIE 3a00-
JICBAHUSI CO CMEIIAHHBIM (DEHOTHUIIOM, HO ¥ LEIbIH P
TeHEeTHYECKH HEOIHOPOIHBIX MOHOTEHHBIX (opM, 00-
YCIJIOBJIEHHBIX «MSTKUMHW» MYTalUUsIMH, KOTOpbIE UAYT
IO/ MAaCKOM TIOIUTEHHO-MYJIBTU(AKTOPHOH MTaTOIOTHH.

Bpau-nieqmatp momKeH yMeTh JHMArHOCTHPOBATH
knaccupuuupyembie Mmonorenusie HHCT, ICT u auc-
TUTaCTUYECKUE (PEHOTHIIBI, 3HATh MTOKa3aHUs JIJIS MEU-
KO-T€HETUYECKOI0 KOHCYJIBTUPOBAHUS, YMETh ONpeE.e-
JIUTH TAKTUKY BEJCHUS U TUTAH JICUCHUS, HAIIPABICHHOTO
Ha KOPPEKIMIO BBISIBICHHBIX HAPYILICHUH, YITy4IICHHUE
Ka4yecTBa JKU3HU U MPO(PUIAKTUKY Pa3BUTUS BO3MOXK-
HBIX OCJIOXKHEHHH y peOeHKa.
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Hakorenne nadopMaruu B 001aCTH JUArHOCTHKH
pazmuuneix HHCT, JICT u ee ¢heHOTHTIOB, IpOBE/ICHNE
MHOTOIICHTPOBBIX PAHIOMH3WPOBAHHBIX HCCIIECIOBA-
HUH, HaNpaBJICHHBIX Ha MOMCK 3()(EKTUBHBIX METO-
JIOB JICYCHUS M TPOQUIAKTUKH, CTaHYT OCHOBAaHUEM
JUIS TANbHEWIIero yriryOJieHusl 3HaHWUM B 3TOM 0Ona-
CTH MEIUITMHBI ¥ COBEPIICHCTBOBAHUS NaHHBIX PEKO-
MCH/IAITNH.

20 mas 2015 roma ma IX Poccuiickom dopyme «3m0-
pOBbe jeTeil: MpoQWIAKTHKA M Teparus COLUUAILHO
3HauuMbIX 3a0osneBanuil. Cankr-IletepOypr-2015»
Obuta mpuHATa 1-51 4acThb POCCHHCKMX PEKOMEHAALUH
«HacnencTBeHHple ¥ MHOTO(QAKTOPHBIE HAPYIICHHS
COEJMHUTEILHON TKaHU y JieTed. AJITOPUTMBI JTUATHO-
cTukd. TakTHKa BEICHHsD, MOATOTOBICHHBIC KOMHTE-
TOM 3KCIIEPTOB NEAUATPUYECKON Ipynisl «Jlucruiasus
COCAMHUTEIBHON TKaHW» mpu PoccuiickoM HaydyHOM
o011ecTBe TepareBToB.

PaGouasi rpynna mo mojAroToBKe TEKCTA PeKo-
MeHJanuii

Mpencemarenu: n-p mex. Hayk, npodeccop T.W. Ka-
nypuna (Cankr-IlerepOypr); a-p Mea. HayK, npodeccop
C.®. I'nycaes (Tepnb).

Ynennl padoueil rpynmbl: IOTCHT, KaHI. M.
Hayk JI.H. A06GakymoBa, mpodeccop M.JI. Anumora
(Cmonenck), kana. mea. Hayk H.C. AnronoBa (CaHKT-
[letepOypr), kanx. mea. Hayk }O.C. Anenuenko (Tsepsb),
n-p men. Hayk B.I. ApcentseB (Cankr-llerepOypr),
N.I. Bacunsena (MIBaHOBO), JOIEHT, KaHJ. MeJ. Hayk
W.JI. Vranosa (Mxerck), mpodeccop A.H. V3yHora
(Yensounck), npodeccop E.E. Kpacnosa (MBanoBo),
JoLeHT, kaHa. Mea. Hayk A.B. Kommesa (TBeps), mo-
1eHT, kaua. men. Hayk U.W. MBanosa (TBeps), MOIIEHT,
kana. mea. Hayk E.I. Kymunosa (bapnayn), moueHT,
kann. mea. Hayk JI.B. Kysnernosa (Ilerpo3aBosck), kaus.
men. Hayk A.H. [lakyko, n-p men. nayk A.M. Mambe-
toBa (Hampumk), morent, kana. men. Hayk B.B. Mypra
(TBepn), moment O.B. IlmorHukoBa (OMCK), TOIICHT,
kana. men. Hayk A.B. CepraxoBa (Caparos), mpo-
¢deccop H.H. Cmupnosa (Cankr-IletepOypr), AOLECHT,
kaua. men. Hayk E.E. CraroBckas (Cankr-IlerepOypr),
JoLeHT, KaHa. Men. Hayk B.B. Cymenko (OpenOypr),
noreHt, kaua. mea. Hayk O.10. daneesa (MBaHOBO).

CocTtaB KOMHTETa JIKCHepTOB: Tpodeccop
E.H. bacapruna (Mocksa), npodeccop M. A. Bukropo-
Ba (Omck), npodeccop M.IO. I'anakrnonosa (Kpacho-
sipek), mpodeccop B.H. l'opoynoa (Cankr-IletepOypr),
mpopeccop H.FO. Jlenmoymu (Omck), mpodeccop
JLLA. Jleptoruna (Caparos), npodeccop JL.A. XKenenu-
Ha (Cankrt-IlerepOypr), mpodeccop 3.B. 3emioBckuii
(Canxr-IlerepOypr), mpodeccop A.C. KanmpikoBa

(CraBponons), mpodeccop B.H. Kaprames (Tseps),
mpoeccop P.P. Kunmpmusposa (MxeBck), mpodeccop
JLA. Kpusmora (Owmck), mpodeccop H.II. Kotmyxo-
Ba (Mocksa), mpodeccop A.M. KymuxoB (CaHKT-
I[TerepOypr), mpodeccop|C.E. Jlebeapkonal(Openodypr),
akanemuk PAH, npodeccop A.11. MapteiHoB (MockBa),
mpoeccop U.FHO. MenpnukoBa (Cankr-llerepOypr),
npodeccop 3.B. Hecrepenko (Ykpamna, Jlyranck),
npogeccop I'U. Heuaesa (Omck), mpodeccop A.B. ITo-
yuBajoB (Boponex), mpodeccop K.M. Ilmennu-
Hast (Cankr-IlerepOypr), mpodeccop A.A. CaBucbko
(PocroB-Ha [lony), mpodeccop M.I. CemenoB (CaHkT-
ITerepOypr), mpodeccop A.H. Cemsukuna (Mocksa),
npodeccop E.M. Crnusak (Spocnarib), mpodeccop
IA.B. Cysoposa| (bapuayn), mpodeccop E.JI. Tpuc-
BetoBa (bemapycb, Munck), nmpodeccop E.B. YBapo-
Ba (Mocksa), npodeccop T.B. ®pomnosa (VYkpawna,
Xapeko), npodeccop O.E. Yenmnayenko (OpenoOypr),
npodeccop B.B. Uemonanos (MBaHoBO), mpodeccop
M.JI. YUyxnosuna (Cankr-IlerepOypr), 3. A. H., npodec-
cop H.II. Hla6anos (Cankr-llerepOypr), mpodeccop
A.B. Srona (CtaBpomons).
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