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Hucmnasus coegunurensHoit Tkanu ([JCT) — sro Hapymenue
Pa3BUTHSA COEJUHUTETBHON TKAHM B OMOPHOHAIBPHOM ¥ IIOCTHATAIHHOM
IIepuoJax BCAELCTBUEe TeHeTHYeCKHM K3MeHeHHOTo ¢uopwIoreHesa
BHEKJIETOYHOTO MAaTpHKCA, INPUBOJsAIIee K PacCTPOMCTBY roMeocTasa Ha
TKQaHEeBOM, OpPTaHHOM M OpraHM3MEHHOM YPOBHAX B BHJE Ppa3IUYHBIX
MOpbOPYHKIMOHATBHBIX HApyUIEHUIH BHCLEPAJIBHBIX M JIOKOMOTOPHBIX
opraHoB ¢ mporpazueHTHsiM TedeHueMm (M.B.Bepmmuuna u coasr.,
Hanyonansusiit 13 kxoHrpecc mo Ooye3HAM OpPraHoB gsixaHus, CaHKT-
[Tetepbypr, 10 — 14 Hosa6ps 2003 1.).

B wHacrosmee Bpems OGOJBIIMHCTBO aBTOPOB HACIeICTBEHHEBIE
3aboseBanus coeguuutensHoi Tkauu (CT) moxgpaszesnsioT Ha JBe TPYIIIBI —
IuddepeHITIPOBaHHEIE u HexuddepeHIIPOBaHHEIE. K
nuddepennuposanusiM JCT orHOCaT Gonesus Mapdana-Amapa (MA),
curzgpom Oinepca-[anmoca (CO/I), CHHAPOM THUIIEPMOOGHIBHOCTH CyCTaBOB
('MC) cemeiinoro xapakrepa, HecoBepiueHHbIH ocreorenes (HO), curmpom
JCT ceppua, nepuogudeckas 6osesus (I1B).

K mezuddepeHINpOBAaHHEIM COEIUHUTENHHOTKAHBIM AUCILIA3UIM OT-
HOCAT CJIy4Yau, KOI/la KOMIUIEKC (PeHOTUIUYECKUX IIPU3HAKOB HU B OJHO U3
nubdepeHIITPOBAHHBIX 3a00I€BAaHUH He yKJIa[bIBAeTCA.

Bomesur MA (OMIM N 15470) sBiasiercs HacjaeICTBEHHBIM 3a00Je-
BanreM CT ayTOCOMHO-ZOMMHAaHTHOIO THIIa HAcjleZOBaHWUI. B ocHoBe
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IIATOJIOTUM JIEXUT HapylIeHWe CHHTe3a OJHOrO M3 OCHOBHBIX Genko CT-
bubpuIIHHA, YTO IIPUBOAUT K HAPYIIEHHOMY CTPOEHHIO O-I[eIIX KOJIIareHa
I Tuma u syjacTUHA, BXOAAIUX B CTPYKTYpPY KJIAIlaHOB CepAlia, MHUOKap/a,
CTeHOK COCYy/IOB, OpPraHa 3peHHd M OIOPHO-JBUTATeJIBHOTO amIapara. l'en
¢ubpunnuza I (FBN1) pacnonaraercs Ha AIWHHOM IIlede XpOMOCOMEI 15 B
mokyce 15g 21. B Hacrosmee BpeMA B  PpasIMYHBIX  CEMBAX
uneHTHUIEpoBaHO 60ee 550 myramuit rena FBNI.

B wactu ciryuae 6onesnp MA cBasana ¢ myranuamu B rerax FBN2,
FBN3 u oHa MOXXeT IIpOTEKaTh B BUJie ABHO BRIPAXKEHHOU U CTEPTOH POPMEL C
IIPOSBJIEHUAMU IIOPXKEHUA PA3TUIHBIX OPTaHOB U CHCTEM.

1. Ilopaxernme cepzeYHO-COCYZHCTOH CHCTEMBI. aHEBpU3Ma H/WIH
paccioeHue CTEHOK aOpTHI, IIPOJIA0MpPOBAaHME KJIANIAHOB, BPOXKIEHHEIE
IIOPOKM Cepjlia, AMJIATalusg KOPHSA aOpTHI, CTBOJIA JIETOYHOH apTepuw,
HapylleHue PHTMAa U IIPOBOAMMOCTU cepAua, mepdopanus CTBOPOK
KJIAIIaHOB.

2. AHomammm  ckerera: JebopManus ~TPYZHOH  KIETKH U
TI03BOHOYHUKA, apaXHOJAKTIJINSA, IUIOCKOCTONME, ‘CaHZajleBUIHAS MLIEh ,
‘roTmyeckoe  He6O”,  HapylleHuMe  IpHKyca U  JeHTHHOTeHe3a,
nonuxouedanusd, TUIOILIA3UA CKYJ, BBICOKOe He0O, THUIIepMOOHIBHOCTH
CYCTaBOB, BBIBUXU CYCTaBOB, II€PeJIOMBI KOCTeH, KOHTPAKTypa JIOKTEBBIX
CYCTaBOB.

3. Ilarosrorns opraHoB 3peHHA: CIAOOCTh CBA30YHOTO allllapaTa Xpyc-
TaJMKa, MUOIATHUA, OTCIOMKA CeTYATKH, TeTe€POXPOMHUSA KOJIOOOMBI PamyKeK,
MeTa/JIOKOpHea, Toxy6ble CKIephl, KaTapakTa, M3MeHeHHe Kaaubpa cocy/oB
CeTYaTKH.

4. Ilarororns opraHoB geIxaHus: M(U3eMa JeTKHUX, alluKaabHble OyII-
JIBI, CIIOHTAQHHBII ITHEBMOTOPAKC, BPOXK/I€HHbIE IIOPOKU Pa3BUTHUA JIETKUX.

5. H3meHeHHne KOXH H ee IPHAATKOB. aTpodudecKue CTpuu (ILI€4H,
cnmHa, Oenpa), HEJOCTATOYHOE Pa3BUTHE IIOJKOXKHOI KJIETYaTKU, TPBDKU
Pa3sIMYHOM  JIOKAJIM3allMM, BKIIOYasg MeXIIO3BOHOYHBIE, BapHUKO3HOEe
paciIvpeHue BeH, pa3pblB MEXXIIO3BOHOYHBIX CBA30K.

6. [lopaxerme HEpBHOH CHCTeMBI SKTa3UsA TBEPAOH MO3TOBOH 060-
JIOYKY, AWBEPTUKYIbl IIAyTHUHHOM OOOJOYKM CIIMHHOTO Mo3ra (i1om60-
cakpaybHag 06JIaCTh, TIOMOO-CaKpaJbHOe MEHUHTOIIeIe).

7. HapymeHrune crucreMsI reMocrasa.

8. MopgogyrrnroraismHsre HapyIleHHA co CTOpOHBI
DerposyKTHBHBIX OPTaHOB.

Cungpom  Onepca-llanmoca  (COJZ)  oriamvaercs — GOJIBLUIMM
TeHeTUYeCKUM M KJIMHUYECKUM pasHOOOpasMeM U HMeeT pas3Hble THUIIBI
HacJeLOBaHUA (ayTOCOMHO-IZOMWHAHTHBIN, ayTOCOMHO-PElleCCHBHBIH, X-



Menununckas Hayka Apmennn HAH PA '3 2011 5

CueIUleHHbIN). B HacrosBmee Bpemsa Boigensior 11 tumo COJl u ux
KJIMHUYeCKHe IIPOSABJIEHUA IIePeKpPHIBAIOTC. ITOT CHUHIPOM
XapaKTepu3yeTcs TreHepaJlM30BaHHOM pPa300JITaHHOCTBIO BCEX CYCTaBOB,
XPYIIKOCTBIO KOXHBIX IIOKPOBOB C IIPOABIEHUAMU IeMOPParndecKoro
IuaTe3a, KPOBOTEUEHMH M3 HOCA, [l€CEH, XXeIyJOYHO-KHUIIEYHOTO TPAaKTa,
reMaTypuel, KpOBOXapKaHbeM, MAaTOYHBIM KPOBOTeYeHHeM, IaTOJOTHen
pocTa 3y0oB, IOpayKeHUEM CKeJjleTa, BBIIAaJeHNeM MATKH M IPAMOM KHIIKU.
Jubdysnas xpoBoroumBocTh MArkmx TkaHed mpu COJl 1 tuma moxer
CIy>)KUTh TIPUYMHOM JIeTAJIBHOTO ucxoza manumenta. CameiMm  pac-
npocrpaHerHbiMH Tunamu COJI asnsrores I, II, III, a cameim Taoxensim — 1
TUI, IIPOTEKAIOIMUH CO CKeJeTHBIMU JedOopMalUAMM, BapUKO3HBIM
pacipeHueM BeH U IIOPOKAaMHU CepAlia. Y CTaHOBNIeHO, uro mpu I m II Tumax
COJZ, cummroMaTuKy 3a00JeBaHUS XapaKTepU3YIOT MyTallud TIeHOB
kosnarena Tuma V (COL5A).

e COL5A 1 noxkanusoBar Ha 9q 34. 2q34.3 rem COL5A2 - Ha
xpomocome 5. Pemeccusnsie Bapumanter COJl o6ycioBieHsl gedeKTaMu
(bepMeHTOB, YJaCTBYIOIIUX B OMOCHHTe3e KoJulareHa tTuna I, kak u mpu I'MC.
[Tpu C3/], usMeHeHUA CepAeIHO-COCYIUCTONH CHCTeMBI ITPOABJIAIOTCA B BUe
IIPOJIA0MPOBAaHUA MUTPAIBHOTO U TPUKYCIIHAAIBHOTO KJIANIAHOB, JOIIOJIHMU-
TEJIBHBIX XOPJ, U TPabeKyJ B IIOJIOCTAX JKEIYJO4YKOB, PacUIMpeHUs KOPHA
AOpTHI, AHEBPU3MBI AOPTHI, CHHyca BasbCcasbBRl, JBYCTBOPYATOTO
AOpTaJIBHOTO KJIallaHAa, CTE€HO3a YCThs JIETOYHOH apTepuu, AedeKTOB
MeXIIpeJCepIHOU 1 MeXOKe Ty JOYKOBOM IeperoposioK.

Hesapepmennsrii ocreoreres (HO): pazmuyator 4 tTuna HO, oramyaro-
IUXCA PAAOM (PeHOTUIIMYeCKUX IIPOSIBIeHUH 1 XapaKTepoM HacjeJOBaHHUA.

Tun 1 — xapakrepusyeTcA IIaTOJOTHYECKOH JIOMKOCTBIO IJIMHHBIX
TpyO4yaThIx  KocTeii, pebep wu  kiuo4un. [lepesloMbI  BOSHUKAIOT
BHYTPHYTPOOHO, B poJiaX U IIOCJIE POXAEHMS, B IeTCaZIOBCKOM U ITKOJIBHOM
Bozpacte (mo3gHue (GOpMBI). Y OSTUX IAIMEHTOB HApPyIIEHO Kak
9H/IOCTAJIBHOE, TAK M IIEPHUOCTATBHOE KOCTeOOpasoBaHUE C IIPOABIEHHEM
nuddysHOro ocreomoposa. XapakTep HaciaemoBaHuA maHHoi (opmser HO
ayTOCOMHO-JOMHWHAHTHBIN.

Tun II — camslii TsSXKeplii BapHaHT, IPU KOTOPOM JIETaJIbHBIM HCXOZ,
MOXeT HAaCTYNIHUTh KaK BHYTPHUYTPOOHO, TaK X B HEOHATAJIBHOM II€PHOZE C
perucTpanyeii MHOXXECTBEHHBIX IIePeJIOMOB M BBIPRXEHHBIX JedopMaluii
KOCTeH, C HaJIUudYheM MeMOpaHO3HOTO duepella, BO3HHKHOBEHHEM
BHYTpHYepeIHbIX KpoBomanuauuil. Jdror Tun HO Hacnexmyercs ayrocomHO-
pelecCHUBHO.
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Tun III — ornuuaerca or apyrux tunos HO HammymeM HOpMaIpHOM
OKpacKu CKJIep Ha (GOHe BBIPAKEHHOTO HECOBEPIIEHHOTO JeHTHHOTeHe3a:
XapaKTep HacJIeJOBAaHUA ayTOCOMHO- pelleCCHBHBIH.

Tun IV — xapakrepusyercs mepeiroMaMu U gedbopManyeil KocTeir Ha
done Hammuma (MOATHMN A) MIM OTCYTCTBHA HAapylIeHHA IEeHTHHOTeHe3a
(mogTun B) mpm HajWYMM HOPMAaJBHOM OKpacKu CKJIep. XapakKTep Hacie-
ZOBAaHUA ayTOCOMHO-IOMIHAHTHBIN 1 ayTOCOMHO-pelleccuBHBIiH [4]. ['eHepa-
nusoBaHHBIE MC — ero wacrora cpesu B3pOCIOTO HAaceJIeHUsA COCTAaBIAET
8%, ommaxko B ceBepHOIl uacTu EBpombl OH BCTpewaercs daile — ¥
IIKOJIPHUKOB ¥ TOZpocTKoB B 15% u 13% coorBercrBenHOo. [lo Hamum
JAHHBIM ,B apMAHCKOM IONyJIAIUU y JAeTeil mercamoBckoro Bospacta I'MC
BeiABleH B 40% cayyaeB ¢  He3HAYHTeNIBHBIM  IIpeobsajaHIeM
IpefcTaBuTesiel xxeHckoro noia. [Ipu npumenennu xpurepus P.Beington —
CIIOCOOHOCTH  BBINIOJHATH IIATH JBIDKEHWH: BO3MOXKHOCTb IIACCHBHOTO
TBUIPHOTO OTKJOHeHHsA V majnbia Kuctu A0 yriaa B 90°, BO3MOXHOCTB
IIACCUBHOTO NPpMXKAaTHA | masblia KHUCTU K BHYTpeHHeH ITOBEepXHOCTHU IIpefi-
IJTeYbs, pasrubaHue JIOKTEBBIX CyCTaBOB Ha Gostee ueM 10°, mepepasrubanus
B KOJIGHHBIX CycTaBax Oosee ueMm Ha 10°, BOBMOXXHOCTH KOCHYTBCA IIOJIA
JIAIOHAMU IIPU IPAMBIX HOTAX.

IlepBble ueTsIpe ABIKEHUA NapHSble (IIpucBauBaercs o 1 Gamry 3a
BO3MOXKHOCTH BBIIIOJTHEHMS [JBIDKEHUA Ha KOKIOU U3 CTOPOH), IOCIenHee —
HeIlapHoe.

CunTaeTcs HOPMaJbHOH /JJA 37Z0POBOTO 4YeJOBeKa IIOJBIKHOCTD
CycTaBOB, cooTBeTcTByMomyIo 0 — 3 6amram (B pycCKOIl IOIMYIALMH CTEIIeHb
I'MC B pguanasone 4 — 6 GannoB no P.Beington sBisercs Ajd >KEHIIWH U
MyxuuH B Bospacre 16 — 30 ser BapmaHTOM HOpPMSI); B EBpomeiickoi
nomyaanuu ymeperHas 'MC komeGrerca B mpezenax 4 — 6 6anos, a
BeipakenHas ['MC — 7 — 9 6asnos [20].

Ha coBpemenHOM 3Tame GOJTBIIMHCTBO HCCIeZOBaTeNel CUMTAIOT, YTO
nepsuunblii I[IMK npezcraBiser co60ii TreHeTHYeCKyIO IIaTOJOTHIO B BHJE
JOCT cepmma ¢ ayTOCOMHO-ZOMUHAHTHBIM THIIOM  HAcJIeJOBAHUA.
3apeructpupoBaH reH MukcomarosHoro IIMK, KoTopsIii JIOKaniw3oBaH B
xpomocome 16pl11,2 — 12,1. Cungpom IIMK Buecen B kartaimor V.McKisik
“MeHgeneeBckoe HacleZOBaHYE Y YeIOBeKa: KaTaJIOT YeJOBeUYeCKUX FeHOB U
reHerudyeckux OGosesneii” moxz N 157700. Ilpm sxoxappuorpaduueckom
uccienoBanuu Beigesnaor Tpu crenenu IIMK. I — mpomabupoBanue cTBOpok
MuTpasbHOro kiuamaHa Ha 3 — 6 mm; II — ma 6 — 9 mwm; III cremens —
mposabupoBaHue Oosee dyem Ha 9 MM. Pasnnuaror TpM KIMHHYeCKHX
BapuanTa Tederus [IMK:
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o MaJIOCUMIITOMHBIN — B GOJIBIIMHCTBE CIydaeB MMeeT
6IaTONIpUATHOE TeYeHue,

o KIMHUYEeCKH 3HAYMMBIHI — OH COYeTaeTrcsi C
perypruranueii KpoBU 13 JIEBOTO XeJIyJOYKa B JIeBOe IIpeJiCepAue,

. MOpGOJIOTUYECKH  3HAYMMBIH —  3HAYUTE/IBHEIE
MHKCOMAaTO3HbIE U3MeHeHUA MHTPaJIbHOTO KJIaIlaHa
COIIPOBOXAAIOTCA HAapacTaHUEM CepAeYHOHl HeJOCTaTOYHOCTH,
¢ubpuinAnueil MpeAcepAnii, IpUCOeAUHEHNEM HHGEKIHNOHHOTO
9H/IOKApAMTA.

Knaccupuxauus IIMK no }0.M.Benoseposy u coasr. [5]:

1. IIMK c mukcomaTo3HO# Imponudepanyeii: TepBUYHEIH,
ceMelHbIH, HeceMeHHbIl, Ipu cuHApoMe MapdaHa, npu Ipyrux
3a60JIeBaHUAX COeJUHUTEIPHON TKaHH.

2. IIMK 6e3 MHKCOMATO3HOH nponudeparuu:
3a00yleBaHUA KOPOHAPHBIX COCYJOB, peBMaTH4YecKas OOJIe3Hb
cepAla, KApAUOMHOIIATUY, ‘Pa3boITaHHbIE CTBOPKU MUTPAIbHOTO

KJIaTlaHa.

3.  Hopmanpusiii BapuaHT, oOo3Hauaemsbrii kak IIMK:
HETOYHAs AayCKyJIbTallUd,  OXOKapauorpadpuueckad G6oje3Hb
cepaua’.

[0.M.Benosepos u coasr. (2011) Beigenator ¢usnonornyeckuit IIMK
KaK BapMaHT HOPMAJIbHOTO Pa3BUTHUA CEpPAlA y JeTeil M IOJpPOCTKOB, He
COIIPOBOXAAIOIUMCS 3BYKOBOM CHMIITOMAaTHUKOMH, XapaKTePHBIMU >KaIo0aMu
U TIPOTEKAIOM UM 6eCCUMITOMHO.

OznHoBpeMeHHO pa3paboTaHa dxoKapuorpadudeckas KIacCUpUKaIus
CTeIleHH BBIPRXKEHHOCTH MUTpPaNbHOM AereHepanuu (M/Jl) y mamueHTOB c
[IMK.

M/, O crenenu — nmpusnaxku M/l oTcyTCTBYIOT.

M/ I crenmenu (MMHHMAJIBHO BBIpOXKEHHAd) — HEOOJIBIIOE YTOJIIIEHHE
OJHOM MM 060MX MUTPATIBHBIX CTBOPOK (3 — 5 MM), apkooGpasHas medop-
Maly MUTPAJIBHOTO OTBEPCTUA B Ipemenax 1 — 2 CerMeHTOB, CMBIKAaHHE
CTBOPOK, KaK ITPaBUJIO, He HapyIIEeHO.

M/ II crenenu (yMepeHHO BBIpaXKeHHAs) — 3HAUUTEIBHOE yTOJIIIeHUe
(5 — 8 MM) u yaIMHEHMe CTBOPOK, 3HAYMTeIbHAA TTyOMHA ITPOTaGUpPOBAHMAL
(mpesbruraer 10 mm). Jledbopmanus KOHTypa MUTPaJIbHOTO OTBEPCTUA Ha
IPOTSKEHUM HECKOJIBKUX CETMEHTOB, UMEIOTCS IPU3HAKY PaCTKeHU XOPJ,
pexxe HX eJWHHYHBIE pPa3pBIBBI, BO3MOXKHO pacCIIMpeHHe MHUTPaJIbHOTO
KOJIBIIA, CMBIKAHHE CTBOPOK HapyIIeHO MJIH OTCYyTCTBYeT.

M/, III cremenu (pe3Ko BBIpaXKeHHAs) — MUTpPAJIbHBIE CTBOPKU PE3KO
yTonmeHs! (6oree 8§ MM) U yAJIMHEHSI, MAKCUMa/IbHasA ITyGHHA IIPOIaGHpoO-
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BaHHUA, MMEIOTCA MHOTOYMCIEHHBIe Pa3pbIBRI  XOpPJ, 3HAYUTEJbHOEe
paclIypeHre MHUTPAJIBHOTO KOJIBIA, CMBIKAHHME CTBOPOK OTCYTCTBYET,
MMeeTCs 3HAYUTENbHAsd CUCTOJIMYECKas Celapanus CTBOPOK, BO3MOXHO
MHOTOKJIAITAHHOE  IIPOJIA0MpPOBaHMe, PpacUIMpeHHe KOPHA aopTHL. B
KapJIHOJIOTUYeCKOH  IIpaKTMKe  Pa3INYaioT  ClAeAyIolue  aHOMAaJIbHO
PacIoIoKeHHbIe XOP/bl — COeAMHUTETbHOTKAHbIE YJIM MBIIIeYHBIe THKU:
. COeIMHAIONIe MAIMJUITPHbIE MBIIIIIEI,
. OTXOAAILINE OT IANMWUIAPHOM MBINIIBI K CTEHKe
JIeBOTO XKeJTyZ0dKa,
o PAacIIOIOKEHHbIE MEXIy IBYMS CTeHKaMHU
XKeJIyIO9KOB.

BmecTe c 5TMM B IIOJIOCTAX >KEIYZOYKOB CEPAILIA PErHCTPUPYIOTCA
xapaktepusie ana JCT ceppua momonHuTtensHsle Tpabekynbl. [lo maHHBIM
M.B.Kospogoit [11], cpenu mereii paHHero BO3pacTa C HEpPeBMaTHYECKUMU
KapAUTaMHU IIpeo0aflaloT HallMeHThl MYXCKoro mona (63%), B 3Toil xe
TpyIIle COeJVHUTeTBHOTKAHAsd MWCILIA3UA ycTaHaBiauBaerca B 96,4%
crydaeB. IIpu mposemenun DxoKI' y zereit ¢ ICT cepmeuno-cocyaucToit
CHCTeMBI IIpeo6JIafaloT  JOIOJTHHUTEJIbHbIE XOPABI IIOJOCTH  JIEBOTO
xerymouka (74%), npu denorunmyeckux mnpossiaeHuax JICT B 87,5%
cIrydaes.

B Hacrosmee BpeMs IaTOJIOTHMYeCKas M3BUTOCTh BHYTPEHHUX COHHBIX
aprepuifi y  [Jereil  cuMTaeTcsi  IPOABIEHHEM  TeHepaJIM30BaHHOU
HenubbepeHIMPOBaHHOM IIaTOJIOTUH COeITHUTEIbHOM TKaHU:
IIAaTOJIOTUYECKass M3BUTOCTh STUX COCYZOB fABIAETCA OFHONW W3 IPUYUH
Iepe6pOBacKyJIAPHBIX PaCCTPOMCTB B eTCKOM Bo3pacre. Bosee Toro, y atux
IAIIeHTOB PacIIPOCTPAaHEHHOCTh HapylUIeHUA PHTMA ¥ IIPOBOIZUMOCTH
peTUCTpUpYeTCs 4allle, YeM B TpyIie KOHTpos [16].

Kpurepuu crenenu Bsipaxkensoctu [ICT cepzia [17] y GepemeHHBIX
xkeumuH ¢ [IMK:

Ma.rsre nprsaara (1o 1 6asny).

L. AcreHnyecKkuit THUII TEJIOCIOXKEHNU, WJTH
HeZIOCTaTOYHAsA Macca Teja.

2. OrcyTcTBHe CTpuii Ha KOXe IepemHeil OpIONTHON
CTEHKU Y JKeHIIVH, UMEBIIUX B aHaMHe3€e POZbL.

3. Hapymenue pedpakuuu B Bozpacre mo 40 nert.

4. Msinreynas THUIOTOHHSA X HU3KHE IIOKasaTelu
MaHOMEeTpHHU.

5. Ymnouiesnue CBOZa CTOIIBL.

6. CKJIOHHOCTh K OOpPa30OBaHUIO CHHIKOB, IOBBINIEHHAS

KPOBOTOYHMBOCTH TKaHEM.
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7 KpoBoTedeHue B mOCIepOZ0BOM IIEPUOJE.

8. BeretococyzucTsie ZUCHYHKIY.

9. Hapyurerue cepmeyHoro purMa 1 IpoOBOAMMOCTH.

bBorpnrme npusrary (1o 2 6asna).

1. Cxonnos, kudos, kubocKoanos.

2. ITnockocronue 2 — 3-ii cTeneHwu.

3. DJIaCTO3 KOXKHU.

4. I'mnepnofBMXHOCTS  CYCTaBOB,  CKJIOHHOCTh K
BBIBHXAaM, PACTSDKEHUAM CBA30YHOTO aIlIlapara CyCTaBOB.

5. CKJIOHHOCTH K  aNJepru4ecKMM  peakIuaM HU
IIPOCTYZHBIM 3a00/I€BaHUAM.

6. BapukosHas 60j1€3HB, FeMOPPOIA.

7. JucKuHe3ns xeT4eBBIBOAALIVIX ITyTeH.

8. Hapymenue sBakyaluoHHON (QyHKIHMH >KeIyJOYHO-

KHMIIEYHOTO TPaKTa.
9. Yrposa mpexzeBpeMeHHBIX POZoB Ha cpoke 32 — 35
HeJiesIb OepeMeHHOCTH, IIpeX/ieBpeMeHHBIe POJIBL.
10.  DBricTpsle u cTpeMHUTeNbHBIE POABL B aHaMHe3e C
TUIIOTOHUYECKUM KPOBOTeUYeHHeM B 3-M IepHOfe POAOB Wi 6e3
Hero.
11.  Ilpomamc reHmTamuii U IPEDKH y POACTBEHHHUKOB
TepBOY JIMHUH.
TaxesIsle IPOABJIEHHA H COCTOAHHA (XUPYpPTrU4YecKHe BMellaTeIbCTBa
WY TIOKa3aHWA K HUM, W3MEHEHHMI aHAaTOMHMYEeCKMX B3aHMOCBA3ei,
IpUBEJIINX K HapyIIeHNIo QYHKIUK OpraHoB) (3 6aja).

1. I'psoxu.

2. CrraHxnonTos.

3. BapuxosHas G6oje3Hb U TIeMOppoil (omepaTHBHOE
Jle4eHHe), XPOHMYeCKas  BeHO3HAf  HEeJOCTaTOYHOCTh  C
TPOPUIECKHMH HapYyIIeHUIMHU.

4. [TpuBsIYHBIe BBIBUXH CYCTaBOB MJIM BBIBUXU Oosee 2
CYCTaBOB.

5. Hapymenue MOTOpHOII (QYHKIUM D KeIyJOYHO-

KHMIIEYHOTO TpaKTa, TIIOATBePXAEeHHbIe pPeHTTeHOJOTHIeCKIMH,
YJIBTPa3ByKOBBIMH METOJAMU HCCIeZIOBAHUA.
6. [ MBepTUKYIIBI, ZOTUXOCUTMA.
7. IlonuBaneurHasg ajIeprus, TXKeJble
aHaMIaKTHYeCKHe PeaKIIHu.
bepemennsix ¢ IIMK orHOcAT Kk rpymnme puCKa IO aKyIlIepCKOH u
IepUHATAJIBHOM IATOJIOTUH, a IPU HAIUYUY MUKCOMATO3HOH JereHepaluu
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MUTPaJBHOTO KJallaHa ¥ 3HAYMMOI MHUTPAJIbHOMN PerypruTanuu — ele u K
TPYIIIle PHCKa IO HeGIarONPUATHBIM MaTePUHCKUM HcxozaM [9].

Briapmena B3ammocBa3p [MC u m3MeHeHWI cepIeYHO-COCYZUCTOU
CHCTeMBI y JeTeil IO TUITy MajJOil aHOMAJIWU PasBUTHUA CEpAlia — IIPOJIAIC
Pa3IMYHBIX KJIAIIAHOB CepAlLld, HaJIW4YMe [OMOJHUTEIBHOH XOpABl U
TpabeKyJ B IOJOCTH CEpJAlia MJIM COYeTaHUe IIPOoJaIca C JOIOJHUTETbHOM
X0opzoi. ABTopaMu BeisBieHO, uTo Ha ¢oue JICT wacrora [IMK moxozut mo
90% u B cTonbKHX Xe BennunHax onpegenderca 'MC y gereii c mposiancom
KJIaIIaHOB CEPZIa.

OpuuM wm3 xmmHudYeckux npossiaeHuit [ICT aBiagerca HapymeHue
bopM00Opa3oBaHUsA KOCTHOM M XpAIIEBOH TKAaHU — STO aCTEHOTHYECKOe
Teno, ‘Masas’ SKCKABaIUA TPYAWHBI, apaXHOZAKTUINA, CHUHIPOM ‘IpAMOMH
CIMHBI, CHUMMETPUYHOE WIM acCHMMETPUYHOe BJaBleHHe pebep C
IpOSBIeHHEM CKOJMO3a II03BOHOYHUKA B €r0 TPYZHOM M IIOSCHUYHOM
OTZeNax, ‘AMKa Ha TPyAUHe, 'KPbUIOBUJAHbBIE JIONATKU, ‘KPBLIOBUIHBIE”
pebpa, pacIoIoKeHue YUIHBIX PAKOBUH — “yIIM-JIOKaTOPHI , UX AedopManus
U CIIaAHHOCTb MOYeK yIIel CO IeKaMu.

B Hacrosmee BpeMa B IleIUATPUYECKOH IIPAaKTHKEe IPUHATA YCTaHOBKA
— BCe IALMEHTH ¢ kinHndYeckuMmu npoasrenuamu cturm JCT u, ocobenHo,
CO CHOBUTaMH B KOCTHOH CHCTeMe B 00S3aTeJIbHOM IOPAJKEe HOJDKHBI IIPOHTH
yrayOneHHOe KJIMHUKO-MHCTpyMeHTanbHOoe (DxoKI) u maGoparopHoe
HCCIIeZIOBAaHUE CEepAEeYHO-COCYAUCTOM cucreMbl (a1 BbiaBaeHus MASS
deHOTHIIa TIOpaXeHUs CoeZUHUTENbHON TkaHu — Mitral Valve, Aorta,
Skeleton, Scin), Bxmoyas u OKI' gna ycTaHOBNIeHMA HapylUIeHUs PUTMA U
nposogumocTu. B 50% ciryygaeB mpu coueranuu [IMK ¢ I'MC y manuenToB
peructpupyercs Ha OJKI' cumnrom Krepxa-JleBu-Kpucuecko, cunzmpom
paHHel peroigpusanuy xerynodkoB U B 60% cirydae Hamname BoaHBI U
Ha DKT.

[Tpu ynpTpasByKOBOM HCC/I€ZIOBAHUU OPraHOB OPIOIIHOM IIOJIOCTH Y
nanuenToB ¢ JICT MakcuMaibHbIe CABUTH BBIABJIEHBI CO CTOPOHBI JKETYHOTO
ITy3bIpA, B BUJle IepPeruO0B U IepeTsKeK. DXOrpaguiecKy neperuObl IposB-
JIAIOTCA B BUJIe HAPYLIEHUs NPABUJIBHOCTU (OPMBI XKEJTYHOTO Iy3bIpA — Kak
OJVHOYHBIE WJIN MHOXXECTBEHHBbIe M3THOBI C BJAIOI[UMHUCS B IIOJIOCTh
Iy3bIps, JIOKHBIMM IIOJNYIIEPETOPOJKAMHU, IIPEACTABIAIONUMU  COOOM
CKJIaZIKy CTEHKH >XEeIYHOTO IIy3bIpd. PacIpocTpaHeHHBIMM aHOMAaJIHAMU
GbOpMBI KEeTYHOrO Iy3bIps sABIAIOTCA — U-oOpasHas, S-oOpasHas u
“bpurniickuit xonmak® (mepern6 B o6sactu pHa). [leperopogxu B
GOJIBIIMHCTBE CJIy4aeB PAaCIOJIaTaloTCA B IIeeYHOH 06JIacTH, pexe B 06JacTH
TeJa.
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YcTaHaBIMBAIOTCA TaKXe aHOMAJIWM PasBUTHUA IIOYeK, KOTOpEIe
IO Pa3/e/IAIOTCA Ha CAeAyIOolHe TPYIIIIbL:

. aHOMAaJINU KOJIMYeCTBa II0YekK,

° AHOMAJIMHU IIOJIOXKEHHUS II0YEeK,

° aHOMAaJUM B3aMMOOTHOLIEHMS TIOYeK (aHOMaJIuu
cpaleHus),

° AHOMAJINU BeJINIUHEI I0YEK,

° AaHOMAJIMH CTPYKTYPBL.

YiaBoeHHas IOYKA [IMHHEe OOBIYHON, MeXZYy BepXHeH M HIDKHeH
IIOJIOBUHAMHU OIIpefiesiAeTcs OOopo3fa, yBeIWYeHHe IIeYeHU U CeJle3eHKU
Hepenxko npu JCT compoBoxzaerca BBIABIEHHEM JIOIOJHUTENIBHOMN
OJMHOYHOMN Cele3eHKH MU X MOXET OBITh ZBe U Gojiee. Y CTAHOBIEHO, ITO
no0aBouHas cejle3eHKAa MOXXeT OBITh pACIIOJIOKeHAa B JKeIyJOYHO-
CeJIE3eHOYHOH CBA3KE, B BepXHEH WM HIDKHEHN 4acTh OOJIBLIOTO CAJIBHUKA, B
XBOCTE IIO/KEeTyZOYHOU JKesle3bl, Ha HIDKHEH IIOBEPXHOCTH AuadparMsl, B
Karcyste mouku [20].

Ha coBpemMeHHOM »3Tame MemuIUHBI Iepuogudeckyio 6osesns (IIB)
OTHOCAT K HAaCJeACTBEHHBIM IuddepeHINPOBAHHBIM KOJUIATEHONIATUAM C
ayTOCOMHO-PEIleCCUBHBIM THIOM HaciegnoBaHusa. OJHAKO HEKOTOpEIE
aBTOPBI ~ CYUWTAIOT, YTO 3a0ojeBaHHe IlepefaeTcsi IO AayTOCOMHO-
IOMUHAHTHOMY THUITy, €CIM B CeMbe OKAa3bIBAIOTCA OOJIBHBIMU YeTBEPO MU
6omee moromkoB (J.Naffah et al., 1974). Teu MEFV, orBercTBeHHBII 32
passutue IIB, upeHTHGUINPOBAH ABYMA HE3aBUCHMBIMH KOHCOPIIUYMaMHU:
dpannysckum (French FMF Consortium) u mexxaynapozusiM (International
FMF Consortium) u pacroyokeH Ha KOPOTKOM Iutede 16-fi XpOMOCOMEI.
Omnucano 30 myranuit u momudopmusmos rera MEFV, oTBercTBeHHBIX 3a
pas3BUTHE JAHHOI marojaoruu [3].

B.A.ActBanarpss, E.X.Topocsu [1] BbIZensoT fBe KIMHHUKO-ITHOIA-
toreHetuueckne ¢Gopmer IIb: wmamas dopma - guarHoctupyerca Yy
TeTEepPO3UTOT MYXKCKOTO IIosa (IIpOTeKaeT OTHOCUTENBHO OJarompuATHO —
IPUCTYIB peAKue, OO0JEBOH CHHAPOM TOPAaKAaJIBHOTO Xapakrepa 0e3
JaIbHeNIIero pa3BUTUA aMIJIONZ03a) U MaHupecTHas GpopMa — IPOABIIAETCA
y o0bouX IIOJIOB C TSDKEIBIM TedeHWeM (paHHsII MaHU(eCTalys, 4YacTble
BBIDOKEHHbIe IIPUCTYIBI, IIPU CMeIIaHHOH (opMe TeueHMe Ipolecca C
TeHZJEHIMel TopaxeHWs modek amwmiaougosom) [1, 21]. Hepenxo y
nanuenToB c¢ I1b BriBasiorcs MAPC — TIMK, momonHuTenbHBIE XOPABL U
TpabeKyJbl B IIOJIOCTAX JKETYZOYKOB CEPALA, 3JIeKTpOKapAuorpadpuyecKue
(beHOMeHHI HapyUIeHWS IPOBOAMMOCTH IO THUIly cuHApoMa Kiepxa-JleBu-
Kpucuecko, paHHeil penosgpusanuy >XeryLoukoB U Hamuyue U BOJIHBI Ha
OKI'. Y3U opraHoB GPIOMIHOI HOJOCTH BBIABJIAET OTKJIOHEHUS CO CTOPOHBI
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’KeJT4eBBIBOJAIIE CHCTEMBI — JXeTYHOTO ITy3bIpA B BHJe IIepernboB u
IepeTsHKeK, CO CTOPOHBI IIOYeK — JAuciaoKamuu. Hepenkoit Haxopkoi
ABIAETCI y HUX JKe [AOIOJHUTEeJbHAas OLWHOYHAA Cejle3eHKa, KOTopas
CaMOCTOATeIPHO MOXET OBITh MPUYNHON abZOMIHAIBHBIX O0IEBBIX IIPHUCTY-
noB. YcraHosieHue Yy OompHbIx ¢ IIB  denorunmos [JCT Tpebyer
COOTBETCTBYIOIIell KOPPEeKIUH B IPOBOAUMOM 3THONATOTr€HETUYeCKOMH
TepaIuu.

B nureparype mmerorcsa coobmenus o BoraBieHuu Ha DKI' cunppoma
6parseB bpyraga mpu 'MC u MAPC y manuentoB ¢ MaphaHOIOZOOHBIM
cuHZpOoMOM H GosesHpi0 Mapdana-Amapa [19]. I'eneruyeckoit ocHOBOI
cunzpoma GpateeB Bpyraza sBasercs myrtanus reHa SCN5A Ha KopoTkoM
mrede 3-i xpomocomst 3p21-24 [29], oTBeTCTBeHHOI! 32 DYHKIIMOHHNPOBAHHE
HATPHEBBIX KAaHAJIOB KapAUOMHUOLMTA. JTOT Te€H KOLUPYeT CTPYKTYpy O-
CyOBeUHUIB HAaTPUEBBIX KaHAJIOB, O0eCIeYHBAOIINX HATPUEBBIH TOK
noTeHIyana geiicTBua. MyTauus reHa IPUBOAZUT K IOTepe QYHKIUU
KaHaJIOB, CO3/JaeT TeTepPOTeHHOCTh pedPaKTePHBIX IIEPHOZOB — YCIOBUA JIA
Pa3BUTUA MEXaHU3MOB reentry ¥ >KeJTyZOYKOBBIX apUTMUIl (BOSHHKHOBEHHE
KM3HEYTPOXKAIOWIMX O KeTyJZOYKOBOW  TaXMKapZuu U  GuOpuwuIanuu
XKeJIyIO9KOB).

VYcraHOBNIEHO, YTO OJHMM U3 MEXaHH3MOB BO3HHUKHOBEHUS
IIAPOKCU3MOB YKeTyZOIKOBOM TaXUKaApAUU TUIA “THPyeT IIPU BPOXKAEHHOM
curgpome yanuHerHoro uHTepBasa (CYW Q-T) apnserca B wacTu cirydaes
JCT, xruHWYecku MaHHGECTHPYIOIAA IIPOJIAIICOM CTBOPOK MUTPAIBHOTO
WM TPeXCTBOPYATOrO KJamaHa. [IpoBucaHme CTBOPOK Pa3IUYHOM CTEIeHU
IPUBOJUT K MEXaHHYECKOMY pas3ZpakeHHIO MHOKapZa ¢ (GOpMHpOBaHHEM
9KTOIIMYECKOTO reTePOreHHOro o4ara Bo3oyxaenus (6, 26, 27]. Bpoxzennas
dopma CYU Q-T oOycioBreHa TeHHBIMM MYTALMAMH U B 3aBUCHUMOCTU OT
JIOKAQIU3aIi MYTAallHOHHOTO TeHa pa3auyaloT 6 TumoB: 1-i TUm — reH
KVLQT1 (LQT1) na xoporkom mreue 11-it xpomocoms! 11pl15,5 xomupyer
CTPYKTYPY O-CyOBeIMHUIIBI Me/IJIEHHBIX KaJIUEeBBIX KaHAJIOB; 2-1 THUII — TeH
HERG (LQT2) ma pauaHOM mtede 7-ii xpomocomsl 7q35-36 komupyer
CTPYKTYPY O-CyOBeAMHUIIBI OBICTPBIX KaJHMEBBIX KAaHAJIOB; 3-H TUII — TeH
SCN5A (LQT3) na xoporkom mede 3-if xpomocomsr 3p21-24 xomupyer
CTPYKTypy Oesika HaTpueBbIX KaHajoB; 4-if Tun — LQT4 Ha gnuHHOM IUTede
4-#1 xpomocomsr 4q25-27 (B mpouecce uU3ydeHHUs); 5-1 U 6-if TUIIBI — Te€HBI
KCNE1 u KCNE2 (LQT5 u LQT6) Ha paunaoM mieue 21-#f XpoMOCOMBI
21q22,1-22 otBevaroT 3a cuHTe3 {3-cyOBeIUHUI, MEeAJEHHBIX U OBICTPHIX
KaJIMeBBIX KaHAJIOB COOTBETCTBEHHO.



Menununckas Hayka Apmennn HAH PA '3 2011 13

B octprix cinyvasx B yanuHeHnu uHTepBasa Q-T Bemymee sHaueHue
MMeeT HapylIeHHe JJIEKTPOJIUTHOrO OajaHca C THIOKAJIbIMeMHuell u
runoxaanemueii [6, 8, 28].

IIpu maTonoruu jerxux, IpU MOHOTEHHBIX 3a00JIeBaHUIX COeNUHU-
TEeJIBHOI TKAaHU YCTAHOBJIEHBI KaK OCJIOKHEHUS OCHOBHOTO 3a00JIeBaHUA, TaK
M CIIOHTAQHHBIH IIHEBMOTODPAaKC, aJleprhuueckue U  HHQPEKIUOHHO-
BOCIIaJIUTEeIbHBIE IIPOLIeCChl. Y MalMeHTOB ¢ cuHgpoMamu Mapdana-Amapa
n Onepca-/lannmoca Ha ¢GoOHE OTCYTCTBHA KIMHWYECKUX IIPOSBIEHUN
XpOHUYECKOTO JIETOYHOTO 3a60JieBaHMsA BBIABJISIOTCS 6poHxo0-
OOCTPYKTHBHBIH CHHAPOM U dMpusema [25].

IIpoBenenue BeICOKOpa3pelraroell KOMIBIOTEPHOH ToMorpaduu
(BPKT) pna puarsoctuku GpomxoserowHod muciutasuu (BJI/I) BeraBuio y
JeTeli TepBbIX 2 JIeT )KU3HU (HeJOHOIIEHHbIX) cOYeTaHre SM(pU3eMbl, XPOHHU-
YeCcKoro OpoHXWTa, OPOHXMONHUTA U JIETOYHON TUIEepTEH3HH, BCIEICTBUE
bubpo3Hsix  u3MeHeHuii  aprepumit  nerkux  [13].  Pakropamu,
crocobcrByomyMy - pasBuTtuio  bBJI/l, TO JaHHEIM < aBTOPOB, ABJIAIOTCA
cenymomue:

. He3peJIOCTh aHATOMHYECKUX CTPYKTyp JIETKOTO,
cucreMbl cypdaKTaHTa ¥ aHTHOKCHUIAHTHOH CHCTEMBI JIETKUX
HeJIOHOLIEHHOTO peOeHKa;

. TOKCHYECKOe nmemcTBre KHCJIOPOJa,
COIIPOBOXAAIOIIeeCs HEKPO30OM SIIUTEIUA ABIXaTeIbHbIX ITyTel;

. 6apoTpaBMa JIETKHX, OSTHUOJIOTUYECKOe 3HadYeHHe
KOTOpO# OBLTIO MOATBEPXKAEHO IIPU MOJEeINPOBAaHUY 3a00IeBaHUA
y 00e3bsiH, CBUHEH, KPOJIUKOB;

. peclupaTopHble PacCTPOMCTBA, IO IOBOLY KOTOPBIX
npoBogurcs MBJI — cunzpom gsixatenbHbix paccrpoiicts (CZP),
60se3ub ruannHoBbIX MeMOpan (BI'M), arenexTas, 6oye3HN yTeuKku
BO3[yXa, aIllHOd, a TaKKe 0OJIe3HU CepAeYHO-COCYAHCTOH CUCTEMBI
¢ oboraieHIEM MaJIOro KpyTa KpOBOOOPAIeH s

. MH(EKIIMOHHBIN IIPOLecC B pe3yJbTaTe KOJOHU3AIUN
IBIXaTeIbHBIX ITyTel GaKTepUAMU U BHPYCAMU;

. OTeK JIETKWUX BCJIEICTBHE W30BITOYHOTO OOBeMa
MH(Y3MOHHON Tepanuy, HAapyLUIeHUsS BbIBEJEHUS  KUAKOCTH,
OTKPBITOTO apPTEPUAIBHOTO IIPOTOKA;

. JIeTOYHAsA THUIEePTeH3UA BCIeACTBUE (GUOPUHO3HBIX
U3MeHEHUU apTepUuil JIeTKUX;

. HaCJe/[CTBeHHAs IIPeAPaCIONOXEHHOCTh (MYXCKOH
moi), OpoHXMajJbHAas acTMa, TUIEepTOHMYeckas Oosne3ns, ['MC,
IIMK B cemeiiHOM aHaMHe3e;
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) TUIIOBUTAMUHO3BL A, E, meduiur ceJieHa,
CepoCoZepiKaloNX AaMUHOKHCIOT, Ppa3BUBAIOIIUXCA Yy JeTel,
HaXO[AIIMXCS Ha IapeHTePaIbHOM ITUTAaHUHU.

B TeueHMe HECKOJIBKHUX HeJeNIb IIOCIE POXKAEHUA C IaTOJIOT0aHATOMMU-
JeCcKOH TOuUKM 3peHudA B passuruu bJIJI pasmmaaror 4 craguu: I cragms — B
HepBble 3 IHA — PeCIUPATOPHBIH JUCTpecC-CUHAPOM, IV cTamus — yeTBepras
HeZleld — 30HBI aTeleKTa3a, WHTEPCTUIUATBHBIA U IIepHOPOHXMATBHBIN
¢n6po3 B COYETAHUU C THIIOIIACTUYECKON U JeCTPyKTUBHOM 5MQHU3EMOI,
o6nurepupytomuit 6pouxuonur. H.II.Pa6unkosa u coasr. [15] BLABHIIN, YTO
WHTQIALMA BBICOKMX KOHIIEHTpAlMii KHCJIOPOJAa Y HOBOPOXKIEHHBIX
BBI3BIBAET TMOEIbh aJIbBEOJAPHOTO SHAOTENIUS M DHIOTEIUSA aJIbBEOJIAPHBIX
KallJULIPOB, YTO CO3JAeT YCJIOBUA IS KAIWUIAPHOM [AUCIIIA3HH,
NOJABIEHUs albBeosApU3anuy, GuOpo3sa U JIETOYHONW TUIEPTEeH3UMU.
Cuwnraerca, uwro JCT cosmaer mpexamocsutku g GOpPMHUpPOBAHUA
CTPYKTYPHBIX ¥ QYHKIIMOHAJIBHBIX HAapyUIEHUI CHCTEM OpPraHM3Ma U BMeCTe
¢ MHGEKIMOHHbBIMUA areHTaMU IIPUBOAUT K Pa3BUTHIO PEeLUAUBUPYIOLIETO
IIaTOJIOTMYECKOTO IIPOIlecca B ABIXAaTEeIbHBIX Iy TaxX [14].

ITpu 6pouxuansuoit actme (BA) y gereit ¢ mambiMu dopmamu JCT
“MeeTCs OCOOEHHOCTh KIMHUYECKOTO TeYeHMS: Y HHUX IIPOBOLUPYIOLINM
(bakTopoM yaie ABiIfeTCS U3MIECKas HArpPy3Ka, SMOILMOHAIBHBIH cTpecc. B
KIMHUYeCKOH KapTHHe IIpeo0yaflaeT KallaeBOH CHHIPOM, JINTeTbHAS
OJBINIKA, YTO COIPOBOXKAAETCA CIIOHTAHHBIM ITHEBMOTOPAaKCOM H OOJIBHBIE
TpeOyloT Ooyilee  AJUTENTBHOTO IPUMEHEHUS OpOHXOJIUTUYECKOH U
KOPTUKOCTEPOUJHOHM Tepamuu. Y HHUX JKe BOCIIQJIUTENbHBIH IIPOIeCC IIpU
XPOHUYECKOM JedOpMUpYIOIIeM OpOHXWTe, IIPOTEKalolleM TOPIUIHO,
TpeOyeT 0Gojee  AJUTENTBHOTO KYpPCOBOTO  aHTHOAKTEpPHAIBHOTO U
MYKOJIUTUYECKOTO JIeYeHHs. 3 Kypca IIoJ, KOHTPOJIEM YCTaHOBIEHUS
KOHIIeHTpallul MeTabOJIUTOB COeJUHUTETBHON TKAHH — OKCHUIIPOJIMHA WU
CynbpaTUPOBAaHHBIX IJIMKO3AMHHOIJIMKAHOB, a TakKXe OIIpefeseHUs
CBIBOPOTOYHBIX UMMYHOIIOOYInHOB A, M, G, E [7].

H.A.KopoBuna u coast. [10] cpemu gmereit ¢ BA u [ACT ceppua
BBIJIEJIAIOT TPYIIIIBI PUCKA II0 Pa3BUTHIO BO3MOXKHBIX OCJIOKHEHMUI] :

J IeTH C IpOJAlcaMM CepAedYHBIX KJIAaHOB C
reMOJMHAMUYECK!  3HAYMMOM  perypruramueil,  OTKPBITBIM
OBWJIBHBIM OKHOM M COpOCOM KpOBH Ha YpPOBHE IIpeICepAuii,
aHeBpHU3MaMH II€PETOPOJOK  CepAlla  BCIEACTBHE  Pa3BUTHUA
HapyLIeHU! TeMOAMHAMUKH,

o IeTu c MHOXXeCTBEHHBIMU aHOMAJIBHO
PACIIOIOKEHHBIMU TpabeKyIaMu U XOpJaMH B JIEBOM XKelTyAOdYKe,
IpoJIalicaM¥  KJIAIIAaHOB M AHOMAJIHAMM IIPAaBOTO IIpefceprust
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BCJIEZICTBME  BO3MOXKHOTO PasBUTHA HapylleHMH pHUTMA U

IIpOBOAUMOCTH,
° JeTh C MHKCOMATO3HBIM H3MEHEHHEM CTBOPOK
KJIAaIIaHOB BCJIeACTBHE BO3MOXHOTO Ppa3BUTHA

TPOMO05MOOINIECKUX OCTOKHEHUH.

Ilo mx Xe JaHHBIM, HapylleHHe PUTMAa CepAlla U IPOBOIUMOCTH Y
60y1bHBIX C DA 3aBUCHUT OT CTelleHU TSKEeCTH TeYeHH IPOoIiecca.

B sTHOIAaTOreHE3€e SpPO3UBHO-A3BEHHBIX IIPOIECCOB XKeTyAKa U JABEHa -
I[ATUIIEPCTHOM KHIIKM KMMeeT MeCTO HEeCOOTBETCTBHE MeXAY CHUCTeMaMH
“arpeccun” u “samuter’. Bexmymiee MecTo cpeiu (akTOpOB “‘arpeccuu’ IpH-
JaeTcs MeXaHWYeCKUM IOBpexzeHus™m, Helicobacter pylori, KuCIOTHO-
HeNTUYeCKUM  BO3AEHUCTBUAM, HApylIeHUAM  MOTOPHO-DBaKyaTOPHOM
byHKIMH eIy JOYHO-KHUIIeYHOTO TPaKTa, COIIPOBOXKAAIONIIMCS
pedmokcamu. K MexaHM3MaM 3aIl[uThl OTHOCAT afe€KBaTHYIO IIPOJYKIIHIO
IPUCTEHOYHOM CIN3M, CeKpelLuIo OMKapOOHATOB, pereHepaluio KIETOK
IIOKPOBHOTO SIIUTENNSA, BBICOKUN ypOBEHb TKAaHEBOH PE3HCTEHTHOCTH U
KpOBOOOpallleHNs CIM3UCTOH 000y04Kku [22]. ABTOpE y IAIMEeHTOB C
Tsokenod creneHbio JICT, mo cpaBHEHWIO C AETBMU C JIETKOH CTeIeHBIO,
YaCTOTy BBLABIAEMOCTH IIAHTACTPUTA YCTAaHOBMIM BhImle B 1,9 pa3sa,
IIOBEPXHOCTHOTO pAaCIpOCTPAaHEHHOrO JAyoZeHuTa — B 2,4 pasa u
IeCTPYKTUBHBIX IIPOLIECCOB CIM3HCTOH OOOJIOYKM [BeHAZIATUIIEPCTHOM
KUIIKK — B 1,2 pasa; B 5TOM OCHOBHYIO POJIb UT'PaeT HapylIeHHe PaBHOBECHUS
MeXZy ¢aKTopaMH arpecCMM M 3alllUThI, OCOOEHHO 3a CYeT CHIDKEHUA
HOCJIe IHUX.

YcraHoBieHO, uTOo oTpuuarenbHoe Bo3geiicTBue JCT Ha TKaHeByIO
PE3UCTEHTHOCTh CIM3UCTOI OOOJIOYKH JKeTyOYHO-KUIIEYHOTO TPAaKTa OCy-
IECTBJIAETCA IIOCPEACTBOM aHOMAJIBHOTO CHHTE3a PAa3JIMYHBIX KOMIIOHEHTOB
COeIMHUTENPHOM TKaHU (IIMKOIPOTEMHOB CJIM3M, IIPOTEOTIHMKAHOB
KOJIJIaTeHa, SIaCTHHA, GHUOPOHEKTHHA, HapylleHHe oOMeHa MarHusd, IIMHKa,
Meznu, 6ydepHBIX CHCTeM, CHCTEMBI TOMeOCTas3a, KpoBoobpaienus) [22,24].

Beicokas wacrtora coueranmsa JICT ¢ guchyHKIMAMH CHCTEMBI
reMocTasa Jierja B OCHOBY KOHIENIIMM O TIeMaTOMe3eHXHMaTbHBIX
mucmnasusax (TM/) [2].

I'MJI — aBTOpEI XapaKTepu3ylOT KakK TIpynmy 3a0ojeBaHUI
COeIMHUTEIbHOM TKAaHU C HEeJOCTATOYHBIM WMJIM AHOMAJIBHBIM Pa3BUTHEM
KOJUIAT€HOBBIX CTPYKTYP, IPUBOAAIIMX K HEIOJTHOLEHHOCTH COCYAMCTOH
CTeHKH, CBA30YHOTO alIlapara, KJAIlaHOB M XOPJ, CepAlia, KOXH, CKeJeTa U
IPYTHUX CTPOMAJIbHBIX OOpa30BaHUil, COYETAIOMUXCI C TeMOpPParHYecKUM
CHUHIPOMOM M HapylIeHUsMHU B cucreMe romeocrasa. Cumraercs, uro I'M/]
ABJAETCA  CAaMOCTOATENBPHOM  TPYIIOH  TreMOpparMYecKUX  [JUATe30B,
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OTIMYAIOMENCAs OT KOAaryJomaTWil, Ba3oNaTHif ¥ TPOMOOIUTOIIATHIA.
Henonnouennocts crenku cocymoB mnpossiaderca mnpu M/ y stmx
IAIIMeHTOB TeJIeaHTHOSKTasHAMM, apTepHO-BeHO3HBIMH QHUCTyJIaMU U
SPO3UBHO-YJIBIIEPO3HBIMA H3MEHEHUAMU CJIU3HUCTBIX O0OJIOUEeK, BMeCTe C
STUM BBIABJIAIOTCA TAKKe THIEPIIACTUYHOCTD KOXHM, IIposabupoBaHUe
CTBOPOK KJAIlaHOB Cep/lla, Ppa3jIM4Hble HapylIeHHsd cKesuera, Mopdo-
GbyHKIMOHAMBPHBIE U JUCIOKAIMOHHBIE H3MEHEHHUS OPraHOB OpIONIHOM
IOJIOCTH, TPOMOOQIeOUT — BeHO3HAd HeJOCTaTOYHOCTh, HApyIIeHUA
ZeHTHHOTeHe3a, HOCOBbIe KPOBOT@YEeHU.

[Jna TM/] xapakTepeH cOYeTaHHBIN THUII KPOBOTOYMBOCTHU (TPOMOOIIH-
TApHOTO U COCYAUCTOTO, KOATYJIAIMOHHOTO M COCYAMCTOro). Y OGOJIBHBIX C
JCT BBIABIAIOTCA KPOBOTOYMBOCTh MUKPOIMPKYIATOPHOTO THIIA — IIETEXUH,
CHHAYKOBOCTB,  HOCOBBIe  KDOBOTE€UEHHUsd, KPOBOTOUMBOCTH  JleCeH,
KPOBOM3JIMAHUA B CKJIEPHI, MEHOPPAaruu, MUKPOTeMaTypHH, TeMOpPParuy Ha
BUIVMBIX CJIM3UCTBIX 000M049Kax [2].

ABTOpBI CYMTAIOT, YTO TOJIBKO JE€PMATOCIAPAKCUC — OTCJIAMBAIONIAAC
pBymIafcs KOXa, ABJIAETCA crenruduIecKUM IpOABIeHHEM
remopparudeckoro xapakrepa mpu /JICT; mapymenus B cucreMe remocrasa
OTMevaloTca y 3HauuTenbHOro uwmciaa mnamueHtoB ¢ JCT wu, rraBHEIM
obpa3oM, y [eTeif C HACIeJCTBEHHBIMM KOJUIAT€HONATHAMU. TaKuM
IalleHTaM B KOMIUIEKC JIe4eHHS HeOoOXOAMMO BKIIOUYHTH JiedeOHEIe
CpesCTBa, HANpaBJIeHHble Ha KyIHpPOBaHHE U IIpe/yTpeXIeHHe pPasBUTHUA
reMOpparu4ecKoro CHHApoMa Ha (OHe IPOBOJUMON KOMOMHHPOBAaHHOM
tepanuu JICT.

A.M.MambetoBa u coaBT. [12] B Xome wucciaemoBaHUS OOJBHBIX C
PasIMYHOM BPOXXJEHHOU IIaTOJIOTHEN OPraHOB MOYE€BOM CUCTEMBI BBIABUIU Y
Bcex gereil mpusHaku JICT. ABTOpHI yCTaHOBWJIM, YTO C HapacTaHUEM
TSDKECTH ITIATOJIOTMM OPraHOB MOYeBOH cucTeMbl (THApoHedpos, pedirroc-
HedpomaTHA C apTepHaJbHON THUIePTOHUe) BBIABIAETCA U Ooyee TaXemas
crerrenb BbIpaxeHHocTH JICT. Bosnee Toro, y GonpmuHCTBA GONBHBIX C
BPOX/IEHHBIMU  IIOPOKAMHM  Pa3BUTHA  OPTaHOB  MOYEBOH  CHCTeMBI
HAaOMIOfAlOTCA  Kak  MapdaHOMZHBIE, TaK W 3JIEPCONOOOHBIE
¢denotunnueckue mpusHaku JCT. Y OGonpHBIX ¢ ruapoHedpo3oM U
BPOX/IEHHBIMU IIOPOKAaMM Pa3BUTHA OPTaHOB MOYEBOI CHCTEMBI IPU3HAKU
JCT accomuupytorcs c 60jee yacTsIM HaxumgueM ckoanosa u IIMK.

I[Ipu  wucciremoBaHMM ~ OCOOEHHOCTEH  HM3MEHEHHIl  IOYeYHOMH
TeMOJVHAMUKH Yy [JeTel, CTPafalolUX XPOHMYECKMM BTOPHYHBIM
nuenoneppurom (XBIIH), pasBuBmmMcsa nHa dome JCT, A.H.Ysynosa u
coaBT.[23] yCTAaHOBMJIM, YTO OCOOEHHOCTBIO HAPYUIEHHH TeMOJWHAMHKU
nouek nipu XBIIH na done JICT aBngercs BoBreueHMe B IPOIECC He TOIBKO
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IIOYEeYHBIX COCY/IOB Ha YpOBHE CEeIMEHTa, HO M COCYJOB Oojiee KPYIIHOTO
KaamOpa, B YaCTHOCTH, CTBOJIOBBIX ITOYE€YHBIX aPTEPHI.

Hern u nmogpoctku ¢ JCT pmomxHBI HaxOAUTBCA Ha ydeTe B Pecry0-
JIMKAaHCKOM CITeIIMaTHU3MPOBAHHOM JAMCIIAHCEpe, a TaKXKe ITPOXOAUTH peabu-
JIATAIUIO B IPOGUIBHON KINHUKE WIN OTAe/IeHUH.

ITocrymuira 13.06.11

Cwpuwlguljub hnrujwusph ghuwjuqhwt punwbklwb pdoljh
wpwipnhluymd

U.U. Skp-Gupunjui, U.U.Gujunyub , U.[F Fudpjul

Ushumwnwtipnid ubkphuyugus k Eptluwtiwph 61
Ukdbwhwuwlubph  Ynuwnphtqitnnd  swpwlguljut  hprudwsdph
hudwlwpquyhti wwpninghuyh, huyybu twb nyju Wwpnnghwihl
punpny opgquitkph i1 hwdwlwupgtph wnihopquwljut
Unpdndniiljghntim] powbqupnudubph  Jhpwupbpu;  qpuljwbnipjut
nnno ufjuykp:

Connective tissue dysplasia in practice of practioner
A.A. Ter-Galstyan, Ar.A. Galstyan, A.R. Davtyan

The work covers a part of reviewed literature on pathology of
connective tissue dysplasia in the contingent of children and adults, and
polyorganic morpho-functional dysfunctions of organs and systems typical of
this pathology.
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