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Pesiome

BeegeHue. B cTpykType Bcex BpOXAEHHbIX NOPOkoB pa3BuTis 30 % NpUXoauTcs Ha BPOXAEHHbIE
nopokn cepgua (BIC), OHM BHOCAT CylleCTBEHHbIN BKNaj B MOKasaTe/M nepuHaTanbHOM W
MIlaleHYeCKOn CMEpPTHOCTW, MPWUBOAAT K WHBANMOHOCTW, TeM caMbiM TpebylT 3HAYUTESNbHBIX
9KOHOMMYECKUX 3aTpaT Ha XMPYPru4eckyrd KOPPEeKUMo U coumaribHyo noMoLlb AeTsM-uHBanmaam. B
Pecnybnuke KasaxctaH yactota BINC cpeawn xuBopoxgeHHbix coctasnseT 8-10 Ha 1000, a obuiee
konu4yecTBo Aeten, poamelumxcs ¢ BIMC B KasaxcraHe exeroaHo okono 3000.

Llenbto uccnepgoBanua 6bin aHanW3 nUTepaTypHbIX UCTOYHWKOB MO npobrieme (hopMUMpOBaHUS
BPOXAEHHbIX NMOPOKOB Cepaua Ha (PoHe Aucnnasni COEAUHUTENBHOM TKaHMW.

Ctpaterma noucka. [lonck nutepatypHbiX MCTOYHMKOB Obin npoBegeH B 6asax PubMed, Google
Academy, Tompson Reuters.

Bcero u3yyeHo 70 MCTOYHMKOB MO KMHOYEBLIM CrOBaM (BPOXAEHHBIA MOPOK cepAaua, Aucnnasws
COEAMHWUTENbHON TKaHW, Masnble aHOManuu pasBuTMS cepiua, pacnpoCTPaHEHHOCTb BPOXOEHHbIX
MOPOKOB cepaLa, CoeanHUTENbHAs TKaHb).

Kputepuamu  BkmtoyeHns B 0030p ObinM  CTAaTUCTUYECKUE,  KIMHWYECKUME  AaHHble Mo
pacnpocTpaHeHHOCTH naTornoruv B Mupe 1 B Pecnybniuke KasaxcraH.

Kputepuu UCknioueHns — BpoXaeHHble NOPOKU cepaLa, BCNeACTBIUE TEHHETUYEKUX MyTaLMiA.

PesynbTathl. B 0630pe npecTaBneHbl: MEXaHU3Mbl Pa3BUTUS ANUCTNA3NN COELUHUTENBHOM TKaHM
Ha COBPEMEHHOM 9dTane, COeAMHWUTENbHOTKAHHbIE AMCNNasuM cepaua, PacnpoCTPaHEHHOCTb
BPOXOEHHbIX NOPOKOB cepaua y aeten B mupe 1 Pecnybnuke KazaxcTaH.

BbiBoabl. AHOManWs KomnareHoBbIX CTPYKTYP BbI3blBaeT pasBuUTUE AMCMNIA3nU COeaUHUTESbHON
TKaHU, KOTOpasi Ha COBPEMEHHOM 3Tane 3aHUMaeT OAHO W3 BEAyLMX MECT B CTPYKTYpe CepheyHo-
cocyamcTbix 3aboneBaHuii geTckoro Bospacta. B To e Bpems, €€ BKknag B OLEHKY TSXeCcTu
3abonesaHust 60onbHbIX geTen ¢ BI1C u3yyeH He JOCTATOYHO.

WccnegoBaHus OTEYECTBEHHBIX M 3apyOEXHbIX Y4YeHbIX, CBUAETENbCTBYOT 00 YHMKANbHOCTY
CTPOEHUS N PYHKLWWM COEANHUTENBHON TKaHW opraHnamMa. MNpu BO3LENCTBIM 3K30reHHbIX 1 AHAOrEHHbIX
(haKTOpPOB B MEPWOL OHTOreHe3a CO3AAKTCA YCIOBUS AN BO3HUKHOBEHUS BPOXAEHHBIX MOPOKOB
cepaua. /3ydeHne MexaH13MOB Takux HapyLIEHU OCTAETCS akTyamnbHbIM U B HACTOSLLEe BPEMS.

Knroyeenie cnosa: ducnna3usi coeOUHUMEbHOU MKaHU, 8POXOEHHbIL NOPOK cepdya.
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Summary

CLINICAL AND EPIDEMIOLOGICAL SIGNIFICANCE
SYNDROME OF CONNECTIVE TISSUE DYSPLASIA
IN THE FORMATION OF CONGENITAL HEART DEFECTS.
REVIEW.
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Tamara Kh. Rymbayeva 2, http://orcid.org/0000-0003-3769-6796
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BBepnenue. Structure of all congenital malformations include 30% malformations of the heart and
blood vessels (CHD - congenital heart disease), congenital malformations make a significant
contribution for child mortality and disability, requiring significant economic costs for surgical
correction and social assistance for children with disabilities. In the Republic of Kazakhstan, practical
measurement of CHD among live births is 8-10 per 1,000 live births and every year the total number
of live births children with CHD in Kazakhstan is 3,000.

The aim of study was analyzed of literature data of congenital heart defects and studied the
problem of the CHD associated with connective tissue dysplasia.

Search strategy. Search of literary sources was conducted in the bases of PubMed, Google
Academy, Tompson Reuters.

A total of 70 sources were studied by keywords (congenital heart disease, connective tissue
dysplasia, prevalence of congenital heart defects, minor cardiac abnormalities, connective tissue).

The criteria for inclusion in the review were statistical, clinical data on the prevalence of pathology
in the World and in the Republic of Kazakhstan.

Exclusion criteria are congenital heart defects due to gene mutations.

Results. The review presents: the mechanisms of dysplasia of connective tissue at the present
stage, connective tissue dysplasia of the heart, the prevalence of congenital heart diseases in
children in the World, and in the Republic of Kazakhstan.

Conclusion of the research work show that the anomaly of collagen developed of connective
tissue dysplasia, which at the present anomaly of collagen occupies one of the leading places in the
structure of cardiovascular diseases of childhood. At the same time, the contribution the anomaly of
collagen to the assessment of the severity of the CHD is not sufficiently studied.

The research of Kazakh and foreign scientists testify about uniqueness of the structure and
function of the connective tissue in organism. Influence of exogenous and endogenous factors,
conditions for the onset of congenital heart defects are created during ontogeny. The study of the
mechanisms of such destructions is relevant at the present time.

Key words: connective tissue dysplasia, congenital heart disease.
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Tywingeme

TYA BITKEH XYPEK KEMICTITI1 KANBbINTACTbBIPYOA
KINIVMHUKANDbIK-9MUAEMMNONOIrNAnNbIK MAHbI3AbUbIFbI
ASHEKEPTIHIHIH AUCNNA3UACbLI CUHOPOMBI.
O9AEBUET LUOJYbI.

Mapguna P. Maguesa *, http://orcid.org/0000-0001-6431-9713
Tamapa X. Peim6aesa 2, http://orcid.org/0000-0003-3769-6796

1OHKonorus xaHe BU3yanbabl AMarHocTuka kaceapachil,

2 AMnnoMHaH KeWiHri XaHe KocbiMwa 6inim 6epy kadegpachil,
Cemen KanacbiHbIH MemMnekeTTik meguuuHa yHUBEpPCUTETI,
Cewmen K., KazakctaH Pecnybnukachbl.

Kipicne. Tya 6itkeH xypek kemictiri (TBXK) ywiH Tya GiTkeH pamy kemicTiktepiHiH 30%
KYpbInbIMbIHAA, Onap, NepuHaTanablk MeH 6ana enimi anTapnbiKTai ynec MyrefekTikke oKenyi xoHe,
OCblnamila, XUpyprusnblk Ty3eTy XoHe Myrefek OananapFa oneymeTTik KemeK VLWiH eneyni
9KOHOMMKanbIK LWblfbIHAAPAbI Tanan etedi. Tipi TyFaHgapfa apacbiHga KasakctaH Pecny6nukacsl
TBEXK cbipkatTaHywwbinblik 1000 xbinbl 8-10, xaHe BisaiH enimizae xbin 6ombl 3000 TEXK meH TyFaH
GananapablH, xannbl caHbl 6ongel.

I3pey ctpateruacbl Pub Med, Google Academy, Tompson Reuters HeriiHgeri aaebu kesnepaeH
i3gey xyprisinai.

TyiiHgi cesgepmeH (Tya 6iTKeH XYpeK KeMmicTir, [SHeKepTiHiHiH, AMCnNasuschbl, LWaFblH
KapaMonormanblK aybiTKynap, Tya GiTKEH XYpek akaynapblHblH Tapanybl, AaHekep TiH) xannbl 70
anebi ke3neH 3epTTengi. 3epTTeyre KOCbINyFa apHanFaH kputepuinep anemge xoHe KasakcraH
PecnybnukacbiHaa natonorusiHblk Tapanybl Typarbl CTaTUCTUKambIK, KNWHUKANbIK gepektep 6onabl.
LbiFapy kpuTepuinepi rengik mytauusnapra 6annaHbICTbl Tya OiTkeH Xypek akaynapbl Gonbin
Tabbinagpl.

3epTTeype: Kasipri keseHzeri goHeKkep TiHIHIH AWCNNA3MACHIHbIH, XYPEKTIH, LOHEKep TiHiHIH
QucnnasuscbiHbiH, anemaeri xaHe KasakctaH PecnybnukacbiHoa Tya BiTkeH Xypek aypynapbiHbiH,
Tapany MexaHusmaepi YCbIHbISFaH.

KopbITbiHAbINap. KonnareH KypbinbiMbiH - aHOManus Kasipri yakpiTta 6ananblk Xypek-KaH
Tamblpriapbl  aypynapbiHblH,  KypbifbiMbiHAA KETeKwi opbiHgapablH,  6ipi 6onbin - Tabbinagpl
OOHEKEPTIHIHIH - Aucnnaswacel, AamblTy TyfbidaTbiHbiH - kepceTTi. CoHbiMeH kaTap, TBXK 6ap
Bananapfa oKblabl HayKacTapAblH aypy ayblpsiblfFbiHa BaFanay OHbIH, YEeC XETKINIKCI3.

OTaHOblK XoHe LleTengik fanbiMgapablH 3epTTeynepi, ASHeKep TiHiHIH, KYpbiNbiMbl MEH
(DYHKUMACBIHBIH, XanfFbl3abiFbl Typanbl Kyonanablpagbl. OHTOreHes 6GapbiCbiHOA 3K30reHi xoHe
SHOoreHai hakTopnapablH, acepiHeH Tya BiTKEH XYpek KeMICTiri nanga 60nybl YLLiH XaFaan xacangbl.
Ocbl 6y3binybIHaH TETIKTEpiH 3epTTeY ©3eKTi ByriH Kanagbl.

TyliHdi ce3dep: doHekepmiHOep ducnnasusickl, mya bimKkeH Xypek kemicmiai.
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dysplasia in the formation of congenital heart defects. Review. Nauka i Zdravookhranenie [Science & Healthcare].
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xaHe [leHcaynblk cakTay. 2017. Ne 4. b. 94-112.
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Beeaenue 3MOPHONOrMYECKM POLOCTBEHHbLIMY. 10

B CTpyKType BCeX BpPOXAEHHbIX MOPOKOB  BHYTPEHHEE POACTBO  MOXET  NPOSBNATLCA
passuta 30 % nPUXOAUTCS Ha BPOXAEHHbIE  TOXAECTBEHHLIMW NOBPEXOEHUSMU U peakLmMsMu
nopokm  cepgya  (BMC), oHn  BHOCAT B ycnoBuax natoforun. W3 MeseHXuMbl
CYLLECTBEHHbIN BKnag B nokasatenn  obpasyercs: KOCTHasi U XpsLLEBas TKaHb; KPOBb M
nepuHaTanbHOM UM MIAJeHYecKol CMEPTHOCTW,  numda;  Magkue  Mbldbl;  COBCTBEHHO

NPUBOLAT K MHBANWUAHOCTH, TEM CambIM TpebyioT
3HauNTEeNbHbIX  3KOHOMWYECKMX  3aTpaT  Ha
XVUPYPIUYECKYI0  KOPPEKUM W coumanbHyHo
nomowps geTam-uHBanugam. B Pecnybnuke
KasaxctaH yactoTa BIC cpean X1BOPOXAEHHBIX
coctasnsieT 8-10 Ha 1000, a obLiee KonNM4eCTBO

neten, pogmewmxcs ¢ BMC B KasaxcraHe
exeroaHo okono 3000.

Lenb o063opa nutepaTypbl:  aHanu3
NUTEpaTypHbIX  UCTOYHMKOB N0  npobneme

(hopMMPOBaHUS BPOXAEHHBIX MOPOKOB cepaLa Ha
(hoHe ancnnasum CoeaMHUTENbHON TKaHM.

Ctpaterusi noucka: [louck nuTepaTypHbIX
UCTOYHMKOB Obin npoBeaeHB 6asax PubMed,
Google Academy, Tompson Reuters.

Bcero u3yyeHo 70 UCTOYHWMKOB MO KITHOYEBbIM
CnoBaM (BPOXOeHHbIN NOpoK cepaua, Aucnnasms
COEOVHUTENBHON  TKaHW, Marble  aHoManuu
pasBuTUS cepaua, pacnpoCcTpaHeHHOCTb
BPOXOEHHbIX MOPOKOB Cepaua, COeAnHUTENbHAs
TKaHb).

Kpumepusmu  ekmtoyeHuss B 0630p  6binu
CTaTUCTUYECKNE,  KIMHWYECKUE  [aHHble  No
pacnpocTpaHeHHOCTM naTonoruu B mupe u B PK.

Kpumepuu uckmoyeHusi — BINC Bcneactame
FEHHETUYEKNX MyTaLWiA.

B npouecce nogrotoBkn M paboTbl Hag
nutepatypHbiM - 0b3opom  BygeT  onpedeneH
(haKTop puCKa BPOXAEHHbIX NOPOKOB cepaLa, Kak
AMCnnasuns CoeauHUTENbHON TKaHMW.

1. MexaHusmbl pasgeumusi ducnnasuu
coeduHUMeNbHOU MKaHU Ha CO8PEeMEHHOM
amane.

A3  cpegHero  3apodblIEBOr0  NUCTKA
(Mesogepmbl) B npouecce  9MOPUOHANBLHOrO
pasBUTUS  OpraHu3ma  pasBuBaeTCcs  Tak
Ha3blBaeMas 3apofblileBast TKaHb — ME3eHXUMa,
13 KOTOPOW B JanbHeunLwem auddepeHumpyoTcs
noBa 3avatka. OguH M3 HWX [JaeT Hayano
pasBUTUO  KPOBM W COCYdOB,  pYyrow
(hOPMMPOBaHMIO BCEX BWAOB COEAWMHWUTENBHOM
TkaHnm (CT), B TOM u4ucrne KocTel, Xpsien w
rnagkux Mbiwl. Takum 06pa3om, MHOTME TKaHW W
OpraHbl Mpu  MOBEPXHOCTHOM  PacCMOTPEHUM,
nMetolme  mano  obliero,  OkasblBaKTCA
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coeauHuTenbHas TkaHb. CoeanHUTeNbHas TkaHb
B YeslOBEYECKOM OpraHu3Me SBMSETCS CaMOoM
pasHonnaHoBon. OHa BkMYaeT B cebs Takue
Heroxoxue Apyr Ha apyra cybcTaHuum Kak KocTb
W KUP, KOXa 1 KpoBb. [103TOMY NPUHSTO rOBOPUTH
o rpynne CT:

a) COBCTBEHHO COEAMHMTENbHAs  TKaHb,
BKNIOYalOLWas  pbixnytl  (CONpoBOXAaeT  BCe
coCyabl, T.e. HAXOAMTCA MOYTW BE3AE), NNOTHYHO
COEOVHUTENbHYI0  TKaHb  (KOXa,  CyXOXunus,
CBS3KW,  aroHEeBpO3bl, TBepAas  MO3roBas
obonoyka), XWpoBYyl TKaHb (KOXa, CarbHUK,
Opbibkenka), PeTUKYNApHYl TkaHb  (KpacHbIM
KOCTHbI MO3r, NMMAOY3nbl, TUMYC, CeneseHka),
MUrMEHTHYK TKaHb (BOSOCI, CeTyaTka rfasHoro
s6n10Ka, 3aropeBLUas koxa);

0)  XpsleBas  TKaHb, BKITIOYaKoLLas
TManWHOBBLIN  XPSALL,  SNacTUYeCKUn  XpsL,
BOMOKHUCTbIN XPALL;

B) KOCTHas! TKaHb;

r) KPOBb.

W3BecTHo, utO ntobas TkaHb COCTOWT W3
KNETOK (HepBHas, anuTennanbHas, MbilLEYHas),
HO TONbKO COEAMHUTENbHAS TKaHb UMEET MEXay
STUMM KNEeTKaMW MEXKNETOYHOE BELLECTBO.

OCHOBHbIMW CTPYKTYpHbIMKU 3nemeHTamm CT
SBNAITCSA KNETOYHbIE 3MeMeHTbl (ocTeobnacTbl,
XoHgpobnacTtel, 0AoHTOBnacTbl,  Makpodary,
TYYHble KNETKW) 1 SKCTPaLenonsapHbId MaTpUKC
(konnareH - 15 TUMNOB, 9NacTuH,
[MIMKO3aMWHOIMWKAaHbl W MPOTEOTTIKaHBbI).
KoHCcUCTEHUMS COeaMHUTENIbHON TKaHU 3aBUCUT
OT  COofepXaHus  amMopdHOrO  KOMMOHEHTa.
KonnareHoBble BOIOKHa NpMAalOT BCEU TKaHW
MPOYHOCTb M MO3BONSIOT  pacTArMBaThCs, a
anacTuyeckMe BOMOKHA BO3BPALLAIOT TKaHb B
MCXOAHOE MOMOXKEHWE MOCTE €€ PACTSKEHUS.

OYHKUMM COeaMHUTENBHOM TKaHW: GroMexaHm-
yeckas, Tpoduyeckasi, bapbepHas, nnactuyeckas,
MopdoreHeTU4eckas. YHUKanbHOCTb CTPYKTYpbl W
(OYHKLMM COEOMHMTENBHOM TKaHW CO3AaI0T YCMOBMS

ONs BO3HUKHOBEHMS ~ OrPOMHOTO  uucrna  ee
aHoManui 7 3abonesaHui, BbI3BaHHbIX
BO3OENCTBMEM  3K3OTEHHbIX U SHAOMEHHbIX

(haKkTopoB B Nepuop oHToreHesa [1].
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CoeanHuTenbHas TKaHb COCTaBMSET OKOIO
50% Bceit macchl Tena W CKpennseT Bce TKaHW
opraHMsmMa ¥ opMuUpyeTca C NepBbIX [AHEN
XU3HM nnoga. MNpu geduumte KOMNOHEHTOB, U3
KOTOpbIX ~ CTPOWUTCS  COEOUHWUTENbHAs  TKaHb,
BO3HWKAIT Cepbe3Hble aHoManun passutus. Mpu
BblpaXXeHHOM Aeduunte komnoHeHtoB CT aTu
aHOManuW HeCOBMECTUMbI C XM3HbIO YyXe BO

BHYTPUYTPOBHOM nepuoge (3amepLuas
BepemeHHocTb). [lp  MeHee  BblpaXeHHOM
neguunte pebeHok poxgaercs
KI3HECNIOCOBHBIM, HO XapaKkTepuayeTcs
ancmopuamMamm n bonee HU3KUMK

nokasaTteniiM1 Maccbl Tefla u pocTa.

KonnareHn coctasnser Gonee 30 % obwen
Macchl 6enkoB Tenia MNEeKONUTaLLMX, MPUYEM U3
HUXx 40 % Haxopsatca B koxe, 50 % B TKaHsX
ckeneta, 10 % B CTPOME BHYTPEHHUX OPraHoB.
KonnareHb! SBNAKTCA npeobnagarowmnm
KOMMOHEHTOM 9KCTPaKIETOMHOrO MaTpUKCa KOXH,
CYXOXWINN, KOCTHOW, XPALLEBOW TKaHW, CTPOMbI
BCEX MapPEHXMMaTO3HbIX OpraHoB, 6as3anbHbIX
MembpaH, CTEHOK KPOBEHOCHbIX COCYAOB U
KMWeYHWKa. B TkaHaX nogasnswowas 4acTb
KOfnareHa HaxoguTcsl B COCTaBe KOJareHoBbIX
BOMOKOH, OHW obpasylTca u3  ubpunn, B
npoLecce CUHTe3a BOMOKOH MPUHUMALOT yyacTue
NPOTEOrNnKaHbl 1 FAIMKONPOTENHDI, UrparoLme
pOnb  MHTEPUOPUNIAPHOMO  LIEMEHTUPYIOLLErO
Bewlecta [17, 66]. 3akOHOMEpHOE W3MEHEHME
pbixnion CT B MocCTHaTanbHOM OHTOreHese, ee
«CO3pEeBaHME»  XapaKTepu3ylTcs, BEPOSITHO,
B3aWMOCBS3aHHbIMW  U3MEHEHUSMU  KIETOK 1
MEXKNETOYHOro  BewlectBa.  [locteneHHoe
YNNOTHEHNE MEXKMETOYHOro BELLECTBa,
BCIMEACTBME HapaCTaHWsi MacChbl KOSareHoBbIX
CTPYKTYp, npuBOANT K MOBbILLEHMIO
MexaHu4eckomn npoyHoctn CT, HO B TO e BpeMS
CHUXaeTCs ero NpOHMLaeMoCTb  Afis
TPaHCNOPTUPYEMBIX  BELLECTB,  3aTPyAHSETCS
BbINOSHEHME  TPO(PMYECKON  (PYHKUMM  U3-3a
peayKUMn TKaHeBbIX Lene.

Wcxoos U3 gaHHbIX O CBOWCTBAX WM CTPOEHUM
MONEKYMbl KOnnareHa, Ha CErogHsIUHWA AeHb
pasnnyalT  Kak  MUHUMYM 27  reHeTU4ecku
0bocobrneHHbIX TMNOB konnareHoB. Kaxaas TkaHb
XapakTepusyeTcs JOCTAaTOYHO CTporuM Habopowm,
CTPOEHMEM W COOTHOLLEHWEM TWUMOB KosrareHa
[10]. OanH 1 TOT Xe TUN KIETKN B COCTOSHUM
CMHTE3NpPOBaTb  OAHOBPEMEHHO  HECKOMbKO
KONNareHoB Unu  U3MEHATb  UX  CnexkTp nog
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BMUSHMEM  BHEWHuX  Bo3gencteum  [60].
OCHOBHbIM (haKTOpOM B MpoLecce Aerpagauum
KonnareHa M ero OcBOBOXZEHWS U3 TKaHew
sBnseTCA [encTeme KonnareHasbl.
AkTuBaTOpamMu CcaMoW KonnareHasbl SBMAKTCA
NNasMuH, KannukpewH, CEpUHOBbIE NpoTeasbl, a
WHrMbuTopamm — a-2-makpornobynmH wn - B-1-
aHTMKonnareHasa [63]. TecT, noO3BONAKLNIA
cyautb 06 oOMeHe KonnareHa, OCHOBaH Ha
onpeaenexum MOPOKCUNPONMHA B
Buonornyecknx xuokocTax, Tak kak 12-14 %
aMVUHOKMCIOTHbIX OCTaTKOB KonnareHa
npeacTaBleHbl MMAPOKCUMPOTMHOM [21].

/3y4eHne CTpyKTYpbl U npouecca CUHTE3a
KONnareHoB NPOBOAWTCS NpW  MCCIEA0BaHWM
BUONOrMYecknX Xugkocten (Moya, CbIBOPOTKA),
TKaHen (XpsiL, KOCTb, KOXa) U KynbTypbl KOXHbIX
¢ubpobnacto. B moye ¢ nomowpl MeToda
Xpomarorpaun 1 anektTpochopesa NPOBOAUTCS
aHanus AKCKPETUPYEMbIX KonnareHoBbIX
nenTuaoB, a oOnpedeneHne 3penbiX CLUMBOK
KonnareHa (MMaPOKCUAM3UANMPUAONNH "
NM3MANUPULONNH) C  WCMONb30BaHMEM
BbICOKO3(h(PEKTUBHOM KMOKOCTHOM
xpomatorpacpum. B cbiBOpOTKE  KpOBM
nposoautca  onpegenenne  N-TepMUHaNbHOMO
nponentuaa konnarena Il Tuna (pN-Ill) [2].

B ornnuMe OT MHOTMX HacneacTBEHHbIX
bonesHen obmeHa (heHUNKETOHYpMS,
MyKOBMCLUMAO3, TanaccemMum " ap.),
XapakTepu3yHLmxcs NPEUMYyLLECTBEHHbIM
HaKOMIEHWEM OAHOW UMK HECKOMbKUX MyTaLMi B
CTPYKTYpe 3abonesaHus, KonnareHoBble
OonesHn,  Mo-BUAMMOMY,  He  BKIHOYalOT
pacnpocTpaHeHHbIX MyTauun. K HacToswwemy
BpeMeHn onucaHo 6onee 20 pasnnyHbIX TWUMOB
konnareHoBbIx 6onesHei [62, 36].

Takum 06pa3oM, CUCTEMHOCTb NOPAXEHUS Npu
naTonorM COEAUHUTENbHON TKAHWM BO MHOMOM
CBSi3aHa C LUMPOKUM pPacrpoCTpaHeHneMm ee B
opraHusMe yeroseka. VI3MEHEHWs COeanHUTESb-
HOM TKaHW, CBA3aHHbIE C HAPYLUEHWEM CUHTE3a W
(YHKUAW  MPOM3BOAHBIX  KOMMAreHoBbIX U
anacTuyeckux 6enkos ObINO NPEANOXEHO Ha3BaTb
AVUCNNasvusmMn COEANHUTENBHON TKaHU.

«[ucnnasna coeguHutensHomn Tkanmy (OCT) -
aT0 reHeTUYEeCKM AETEPMUHMPOBAHHOE
3aboneBaHue, xapakTepu3yloLLeecs HapyLLeHeMm
pasgutns  CT B ambpuoHanbHOM U
nocTHaTanbHoOM nepuogax BCreACTBue
W3MEHEHHOro (pnbpunnoreHe3a BHEKNETOYHOMO
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MaTpukca,  npuBodAWEee K - pacCTpPOMUCTBY
roMeoctasa Ha TKGHEBOM, OpraHHOM W
OpPraHN3MEeHHOM YPOBHSM B BMAE Pa3nUYHbIX
MOPOPYHKLMOHASTBHBIX HapyLUeHuI

BUCLEpanbHbIX W NOKOMOTOPHbIX OpraHoB C
nporpeaueHTHbIM TeueHnem [33, 51].
CoeauHuTenbHas TkaHb NPEACTaBAAT coboil
KIaccuyeckuit npuvep (PYHKLMOHANbHOW
CUCTEMbI, BCE 9NMEMEHTbI KOTOPOM HaXOAATCs BO
B3aMMOCBSA3/ 1 B3aMMO3aBUCUMOCTU, MPU 3TOM
HapylWweHWs  Kaxgoro W3 KOMMOHEHTOB
COEAMHUTENbHON TKaHW OTPaXatoTCcs Ha Apyrux,
a TaKkKe NPWBOAAT K M3MEHEHWSAM CUCTEMbI B

LenoM, OkasblBas CWNbHOE BNMsHWE  Ha
OpraHuaM, Ha €ro (beHoTWN, Ha pasBUTHE
naTonormyeckux npoueccoB. deHoTun - 3TO

pesynbTaT B3auMOAENCTBUS reHOTMNa CO CPEAON,
pesynbTar peanusauuu BHYTPEHHMX
BO3MOXHOCTEN,  3aOXeHHbIX B FeHoTune.
BHyTpeHHsis OCHOBa OpraHuama, ero
HacneaCTBEHHOCTb  (FEHOTWN)  HaXOAWT  CBOE
BblpaXeHWe npu OnpedeneHHbIX YCrioBuUsX B
pasBMTMM  OpraHM3amMa C  OnpeaeneHHbIMM
npusHakamu (cheHoTun). F'eHoTUN onpeaensieT u
KoHTpormpyeT  cbeHotun.  [lpn  M3MEHEHWM
reHOTUNa M3MEHSIETCS peakums HacneaCTBEHHON
CTPYKTYpbl Ha YCroBWsi cpefbl, HOBas Hopma
peakuMn B MPexXHen cpede BEAET K PasBUTUIO
HoBbIX Npu3HakoB [11]. CornacHo 3ToMy MOXHO
Takke  roeoputb, uto [ACT - 310 rpynna
HacnegyemblX WM BPOXAEHHbIX HapYLIEHWN

COEMHUTENbHOW  TKAHW  MyNbTU(AKTOPHOM
NpMpoabl, XapaKTEpU3YIOLWMXCA  reHETUYECKON
HEOHOPOAHOCTLIO " OTHOCMTENbHO

[0OPOKAYECTBEHHBIM TEYEHMEM, 0ObeaNHEHHbIX
B CMHAPOMbI 1 (heHOTUMbI HAa OCHOBE OBLLHOCTM
BHELLHWX W/unu BUCLEpParbHbIX Npu3Hakos [61].
Hanbonee W3BECTHbIM reHeTUYECKUM
Bap1aHTOM HacneLCTBEHHOM Ancnnasmm
COEOVHUTENbHON  TKaHW  SBNSIETCH  CUMHAPOM
MapdaHa. [Jonroe Bpemsi npeanonarany, 4to a1o
3abonesaHue 06ycnoBneHo MyTauusMn B OQHOM
W3 KonnareHoBbIX reHoB. OfHaKko okasanoch, YTo
npu  cuHgpome  MapdaHa  nepBUYHbIM
Broxummyecknm AedekTom sBnseTcs
HapyLeHne CTpykTypbl ¢wmbpunnvHa 1 — Genka
MUKPOMOPMNNAPHBIX BOMNOKOH BHEKMNETOYHOrO
MaTpuKca, BbINOMHAOWEr0o B GonblMHCTBE
COEAMHUTENbHLIX ~ TKAHEW  apXMTEKTYpHble
yHKUMM. MyTaumm B reHax, KOAMPYHOLLMX 3Ty
rpynnbl Benkos n cneumnduyecku
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9KCMPECCUPYIOLMXCA B COEAMHUTENBHON TKaHW,
Takke MNpUBOLAT K pPasfnYHbIM  BapuaHTam
HacneaCTBEHHON AWUCMNasun  CoeaMHUTENbHOM
TKaHM.

Wccneposatenu, uayvatowme npobnemy [ACT,
HEOOQHOKPaTHO  fJenamu  MOMbITKy — CO34aHus
COrMacoBaHHbIX peKoMeHZauuii no AuarHoOCTUKe
Aucnnasunm coegnHuUTensHon TkaHu: 1986 r. -
BepnuHckas HO30M0rMs paccMmaTpusaet
HacneacTeeHHoe npoucxoxaenne CT; B 1994 r.
NpeanoXeHo pasgenuTb OCT Ha
o depeHUmMpoBaHHble  (cuHapoM  MapdaHa,
onepca-flaHno) u  HeguddepeHUMpOBaHHbIE
(MASS-cuHgpom) [26]. TeHTCkue kputepum [57,
43]  onpegenunn  KpUTEPUM  AMATHOCTMKM
cuHgpoma Mapdpasa, MASS-cuHgpoma. B 1998
r. - BunnbopaHwckme Kputepun cuHapoma
Onepca-faHno. 1998 r.- bpaiToHCcKMe Kputepumn
OVArHoCTUKM  CUHOPOMA  rUnepMobunbHOCTM
cycraso  [51, 37]. B 2010 r. 6binm
NepecMOTPeHbl  AMArHOCTUYECKUE  KPUTEPUM
cuHgpoma  MapdpaHa.  Hanpumep,  cuHOpom
Onepca-Janno 1:100000, cuuopom MapdaHa
1:10000, HesaBepLueHHbI ocTeoreHes 1:10000
[46, 59]. OpHako nO-MpexHeMy OTCYTCTBYIOT
KpUTEPUM ANarHOCTUKN HeauddepeHLMpoBaHHON
[ucnnasun coeguHuTenbHoi Tkanm (HACT).

Ha cerogHsi cyuwlectByeT moponornyeckoe
nogreepxaeHne [CT kak HacneacTBeHHble
W3MEHEHUS B TreHax, KOAMPYIOWMX CUHTE3 M
NPOCTPAHCTBEHHYK) ~ OpraHM3auui  KonnareHa,
CTPYKTYPHbIX 6enkoBO-yrneBoAHbIX KOMMIIEKCOB,
a Takke TreHHble AedekTbl (hepMeHTOB W
KOhaKTOPOB K HWM, Beaywe K W3MEHEHUSM
CTPYKTYpbI KOMNareHoBbIX,  3MacTUYECKUX
unbpunn, rUKONPOTENAOB, MPOTEOrNNKAHOB W
tubpobnactoB. BrnusHue cpegbl npu  3TOM
UrpaeT posib TPUrepHbIX (hakTopoB. HekoTopble
uccnegoBaTenu  JOMycKatT NaTOreHeTUYEeCKoe
3HayeHne rMnoMarHmemMmmn, OCHOBLIBASACH Ha TOM,
yto B 46,6 % -72,0 % Habntogexun npu OCT
OBHapyxuBaeTCca AedmunNT MarHust B pasimyHbIX

cybctpatax  (BOMOCHI,  9PUTPOLMTLI,  POTOBAS
XuakocTb) [18].
MonuopraHHocTb  nopaxeHus npu  OCT

obycnoeneHa TeMm, YTO COEAMHWTENbHas TKaHb
npucyTCTBYeT BE3AEe, W, UTO HEManoBaxHO,
COYETAHME  [OMCNMACTMYECKUX  M3MEHEHWN
3aBUCMT OT CPOKOB (DETANbHOTO  PasBUTUSA
Pa3NNYHbIX CTPYKTYP W TWUMOB  M3MEHEHHbIX
konnareHoB. 3axapoea W.H. (2013) B cBoem
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nccnegoeaHuM  yctawoeuna, 4to Yy 56 %
nauuentoB ¢ [JCT obHapyxeH 0CTeOneHNYEeCKuit
CUHOPOM M CcOBUTM B COAepXaHuu
MUKPOSNEMEHTOB, MPUHUMAIOLLMX  HEMOCPeacT-
BEHHOE YyyacTMe B Mpoueccax OCTeoreHesa
(kanbuus, Bopa, Meau, MapraHua 1 uuHka) [13].

Uncto  coeamHUTENbHOTKAHHBIM - 0Bpa3oBa-
HWEM SBMSETCS KnanaHHbIM annapat cepaua.
[eMOgMHaMMUYecKn  Maros3Hayumble  aHaToMu-
Yeckne W3MEHEHUS apXWTEKTOHUKM cepaua W
MarucTparnbHblX  COCYAOB  CUMATAlOT  MarbiMu
aHomanmamu  passutus  cepgua wnm  MAC
cuHgpom.  [latomormen  aKkcTpakapamanbHOro
MaTpukca 0bbsACHsETCS BO3HWKHOBEHWE
aTPUOBEHTPUKYNSPHON KOMMYHUKaLuK, aedekta
MeXmnpeacepaHON Neperopoakm W aHamormyHbIX
BMC [20]. AHomanbHas Tpabekyna - 31O
(OMOPO3HOMBILLEYHBIN TSK, COEAUHSIOLLNIA CTEHKY
KENyaoUka M MEXOKenyaouKoBYH Meperopoaky.
NloxHas  (OgononHuTenbHas) xopga -— 3T0
(OMOPO3HO-MbILLEYHBIA  TSX,  COEAMHAILLEN
KanunnsipHble Mblwibl mexay cobon, nubo co
CTEHKOW  Xenygouka U MEXoKenydo4KkoBom
neperopoakoil. B CTpyKType He TOMbKO ManbixX
aHoManui cepgua, HO W BCeX CepaeyHo
coCyaucTbIX 3aboneBaHui AeTCKoro Bo3pacTta
BeAyLLee MeCTo 3aH1MaeT nponanc MUTParibHOro

knanaHa. Camo  croBo  mponabupoBaHue
O3HayaeT npornbaHMe B  MPOTMBOMONIOXHYHO
CTOPOHY  M3-3a  HabyxaHusi,  0OBEMHOCTM
(yTsoKenenus). Mpw HacneaCcTBEHHbIX

KonnareHonaTtusx nogobHas  TpaHchopmaums
obycrnoBneHa He BoCNanUTeNbHLIM NPOLECCOM, a
MOBbILWEHHbIM  COAEPXaHWEM  1asnypoHOBOM
KACNOTbl M XOHAPOHTUHCYNbata B CTPOME
CTBOPOK MUTPAsIbHOTO KnanaHa, T.e. U30bITOYHbIM
HaKOMMEHNEM KMCIbIX MyKononmcaxapnaos [38].

Takum obpasom, Bce Oornbluee 3HayeHue B
CTPYKTYpe CepAeYHO-COCYAUCTON naTonorum y
neten " MoApPOCTKOB npuobpeTatot
(DYHKUMOHANbHbIE  HApYLUEHWS M COCTOSIHUS,
CBA3aHHble € CWHOPOMOM  Aucrnasum
coeauHuTenbHon Tkaln cepaua (CACTC).

MpusHakn  OCT  umewT  Takke U
HacneaCTBEHHbIN  XapakTep: Tak, MNpU3HaKK
OMCNNasun  AMarHoCTMpOBaHbl Yy MaTepend B
93,4%, y otuoB - B 57,1% cnyyaes, uTO
Nno3BONSeT MPeanosnoXnTb NpeBanupoBaHne Tak
Ha3blBaEMOro «MartepuHckoro apektar. MAC
no NnWHWM poauTenu-geTn BbisiBNeHbl B 98%
cnyvaes [24].

Kak 6bino otmeyeHo paHee, npu [CT
HabnogaeTcs W3MEHEHUS MHOMMX OpraHoB W
cucteM.  Hepegko  MMEHHO  BTOpPWUYHas
XPOHWYECKas naTonorus onpeenser TAKeCTb
KIMMHUYECKOTO COCTOSHWS U SBNSIETCH OCHOBHOM
NPUYKHON obpatueHns nayueHToB B
MeauUmMHCKoe yupexaeHue. 3a nocnegHue 20-25
neT W3MEHWNIOCh  KIAacCUYecKoe  KIMHUYEeCKoe
TEYEHMEe  MHOMMX  W3BECTHbIX  BonesHew,
yBENMYMNacb 4actota  MPOSIBMEHUA  CTUMM
[u3aMbpuoreHesa y geTeit, UMEeT MecTo pocT
annepruyecknx N ayToMMMYHHbIX 3aboneBaHui.
PoxnoeHne wmeHee 4 % 300pOBbIX  AeTenm,
yBENUYEHNE YAeNnbHOro Beca nepuHaTanbHOM
naTofioruu, PocT Cry4aeB BHe3anHOM CMepTU
Cpeau HaceneHus pasHbIX BO3PACTHbIX Pynn
BbI3blBAaeT HEOBXOAMMOCTb  M3Y4YeHUs  3TOro
SBMNEHUA C MPUBIIEYEHUEM YYEHbIX Pa3fMYHbIX
cneumansHocteir. C  Havana 90-x  rogos
npowsioro  Beka  nybnukyloTcs  pabotl,
obbacHsoWMe MacwTabHocTb  natomopdo3a
MHOrUX BonesHen aucnnasven CoeauHUTENBHON
TkaHu.  [OCT  cnyXuT  KOHCTUTYLMOHANbHOM
OCHOBOW MOSIMOPraHHbIX HapYLWEHUN 1 ABNSETCS
(hOHOBOW naronorue ans pasBuUTUs
noeHTUMUMpyemblx  3aboneBaHuii  OpraHoB 1
cucTeMm (cepaeyHo-cocyamncTon,
NULLEBaPUTENBHON, MOYEBbIAENNTENBHOM,
OMOpHO-ABWraTenbHon, HepsHon) [33, 58]. Mo
[aHHbIM nuTepaTypbl npu ocmotpe nuy ¢ AACT y
37% BbISIBNSOTCS pacLUMpeHHbIe
NMOBEPXHOCTHbIE BEHbl HWKHWUX KOHEYHOCTEN; Y
51% menkoe BeTBneHWe HeBOMbLKX COCYAOB Ha
koxe Oegep, roneHei. Yactota BapUKO3HOMO
pacLUMPeHNst BEH KOPPEerMpyeT CO CTEMeHbio
TSKECTU  KnuHuyeckux  nposienenmn  [CT.
AHrnorpacdnyecknin gucbanaHc y naumeHToB C
[OCT BbISBNAKTCA TaKKE MOPAXEHNEM apTepui
cpegHero M Menkoro  kanubpos -
MHOXECTBEHHbIE KPYMHbIE aHEBPU3MbI NOYEYHbIX
1 MO3rOBbIX COCYAO0B, BEAYLMX K BOSHUKHOBEHMIO
Ba30peHanbHOM rMNepTEH3NIA 1 reMopparnyeckmx
WHCYNbTOB [35].

HecBOEBPEMEHHOE BbISIBMIEHNE W JIEYEHWE
peten ¢ [ACT npuBoaWT K 3HAYUTEINbHBLIM
nocneacTBusM B MOAPOCTKOBOM W Bonee
cTapwem Bo3pacte. MccnepnosaHue 300poBbS
wkonbHukoB ¢ [CT nokasano, 4YTO AaHHas
NaToNorus BAMSIET Ha KAYECTBO XMU3HM YYaLLmXCs,
TaK, 6onbwni npoueHT yyawmxea ¢ ACT umenu
NMOXyLo ycrneBaeMocTb B Wkone. CpaBHUTENbHAS
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OLEHKa NCUX0-3AMOLMOHANBHOIO cratyca
nogpoctko ¢ ICT npu cpaBHEHWUN UX C rPynnow
noeten  u nogpoctkoB 6e3  TakoBoi  6bino
BbISIBNIEHO, YTO KOMUYECTBO Pa3nmnyHbIX %anob co
CTOPOHbI OpraHoB W cucTeEM 6biNo Bbille Cpeau
nuy ¢ ACT. BolgeneHbl «naTorHOMOHUYHbIE As
OCT»  KNUHWYECKMe CUHAPOMBI:  CHKEHHBIN
nagekc maccol Tena (MMT<17), runepBeHTU-
NAUMOHHBIA cuHapom (y muy ¢ ACT B 4 pasa
yawle),  apuUTMWYECKMA UM aCTEHWMYECKMM
CMHOPOMBbI (B 2 pasa valle), apTepuanbHas
rmnoteHsus (6onee Yem B 2 pasa value). Yactota
HapyLIEHMN CHa, a TaKKe CUHKOManbHbIX U
NPEeCUHKONanbHbIX COCTOSHUIA B rpynne geten
nogpoctkoB ¢ CT Gbina noyTn B 2 pasa BbllLe,
yeMm y obcnenoBaHHbIX Oes AOCT.
FacTpanrmyeckme M aucnencuyeckue xanobbl
[OCTOBEPHO valle umenu obcnenoBaHHble C
OCT. HOetn u nogpoctkn ¢ npusHakamm [OCT
yalle 6onenu pecnmpaTopHbIMKU 3aboneBaHNaMM
1 obpalanucb K Bpayam B TEYEHWE NOCNESHEr0
roga (39,8% npotus 32,0%) [3].

B aTom cBA3W, ydyeHble  npegnaratT
paspaboTaTtb anroputM paHHEN AUarHOCTUKW 1
aTanHoro HabntogeHus aeten ¢ npusHakamu JCT
B 3aBWCMMOCTW OT CTEMeHW AMUCNNIacTUYEeCKUX
M3MEHEHWN, 1 B JarnbHeNLLeM CO3aaHne CTPYKTYp
N0 CUCTEMHOMY W3Y4YEHWIO AAHHOW NaTomorum,
co3faHue e[IMHON KIMHWKO-TEHETUYECKOIA
knaccucbukaumm CT.

2. CoeduHumenbHomkaHHble ducnnia3uu
cepdya.

HecmoTpsi Ha NOMMOPraHHOCTb  MOPaKEHMUIA
npu OCT, Bepywen natonorveil, CokpaLlaroLlen
KU3Hb  MALMEHTOB, SABMSETCA  KapAuOBacKy-
napHas. CoeauHUTENbHOTKAHHbIE — AMCnnasum
cepoua B HacTosilwee Bpems  Haubornee
akTyanbHbl  M3-3@2  BbICOKOW  4acCTOTbl  MX
pacnpoctpaHennss B nonynsuum [19]. CACTC
npuBnexaet npucTanbHoe BHUMaHWe
uccnegoateneil, Tak kak UMeeT puck pasBuTHS
OCMOXHEHWA,  TakMX  KaK  WH(EKLMOHHBIN
SHAOKAPANT, apuTMum, TpomBoambonmm,
BHe3anHas cmepTb. CnekTp AMCNNacTUYECKUX
W3MEHEHWUA CO CTOPOHbI CEpAEYHO-COCYANCTOM
CUCTEMbI [OBOMbHO pasHoobpaseH. K Haubonee
YaCTbIM U3 HUX OTHOCSATCS MPOManc MATPaNbLHOTO
KnanaHa, NoxHble XOpAbl Xenyao4koB, OTKPbITOe
OBafbHOE OKHO; K Gonee peakum - nponanc
TPUKYCNMAANBHOTO KranaHa, aHeBpu3Ma aopTbl 1

ChHyCcOB BanbcanbBbl, M3MEHEHUS aopTanbHOro

knanaHa (nponanc, [ABycTBOpYaTblil) M psig
apyrux. B knaccudmkaumm - Hbo-MOPKCKOK
accouuaumm  KapauonoroB  BblgeneH  Kak

camocTosTenbHbin - CACTC [42].

Y MHorux peten ¢ BIC wumewT wmecto
COYETAHUS  pasfMyHbIX  MOPOKOB  cepaua.
MpumepHo y 1/3 pgeteir BIC coyetatotca ¢
9KCTpaKapAmarnbHbIMA BPOXAEHHbIMA aHOManNs-
M (OMOpPHO-ABMraTeNbHOro annapata, LieHTpanb-
HOW HEPBHOM CUCTEMbI, XenyLo4HO-KULLEYHOro
TpakTa, MOYENOSioBON CUCTEMbI U Ap.) M
MHOFOYUCAEHHLIMU CTUTMaMK An33ambpuoreHesa.
Mponanc mutpansHoro knanada (MMK) - ogHa u3
Hambonee pacnpoCTPaHEHHbIX W KIMHUYECKN
3HaYMMbIX aHOMamnuin  KnanaHHoro —annapara
cepaua y geten. AHOManmbHO PaCchoNOXeHHbIE
xopabl (APX) nuwb B nocnegHve rogbl ctanm
paccMaTpuBaThCsl Kak MPOsIBMEHME «CUHOpOMA
ACT cepauar [9]. HapyweHus cepaeyHoro putMa
W NPOBOAMMOCTM SIBMSKOTCA OAHWM W3 YaCTbIX
naTonornyeckux (heHoMeHoB, HabmogaroLmMXes
npw aucnnactudeckon kapauonatim [7, 29]. NMMK
Bnepsble onucaH B 1963 r. J.B.Barlow n B

nocneaytolemM  Apyrumn - uccnegoBaTensamu.
Yactota [IMK B pasnuuHbIX  nonynsaumsx
coctaBnser or 15 pgo 38%, y IKeHWWH

HabnogaeTca vawe, Yem y Myx4uH. OnucaHbl
CeMbW C  ayTOCOMHO-LOMMHAHTHOW  (POPMOW
Hacneposanusa [49]. OcHoBHas npuumHa MMK —
HapyleHne meTabonusMa KonnareHa, npexae
Bcero Tuna Ill. O6HapyxeHa nOBbILEHHASsA
yacToTa  aHTUrEeHOB  TMCTOCOBMECTUMOCTM
cuctembl HLA-Bw35 [70].

FMnepMobunbHOCTL  CyCTaBOB  BCTpeYaeTcs
npu MMK B 2 pasa yalie, 4em npu OTCYTCTBUK
KnanaHHoW natonoruu. [lOBbIlWEHHas NOABUX-
HOCTb CYyCTaBOB OTMe4aeTcs B 52% crnydvaes.
YcraHoeneHa cBsasb [IMK w1 nnockoctonus.
CnabocTb CBA30YHOrO annapata CTombl MpWBO-
OMT K BO3HUKHOBEHWIO NROCKOCTONMS. M3MeHeHns
KOXW BCTpeyatoTcs y ogHon Tpetn nuy ¢ MMK.
Habniogaetcs  NOBbIWEHHAs  PacTSHKUMOCTb
KOXW. HapylweHus 3peHns onpegensiot B Buge
muonuu,  acturmatuama.  [ny6okuin  yron
nepegHen kamepbl rmasa Bbisensetcs B 100%
cnyyaes. Y 40% naumentos ¢ NMMK HabnogaeTcs
NOMYTHEHWe XpycTanuka [47].

Opyrne MAC - u3ameHeHust CTpoeHuUst cepaua,
kak ~ MpaBWnoO,  He  COMPOBOXZaLMecs
KMMHWYECKN  3HAYMMBIMKA  HAPYLUEHUAMM  UX
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dyHkumn. Cpegree konnyectso MAC y petei ¢
COEANHUTENBHOTKAHHbBIMM 3abonesaHuaMm
Bbllle, YeM MOMynAUMOHHbIE  Ludpbl MO
pacnpoCTPaHEHHOCT BPOXAEHHbIX aHOMasnum
cepaua, uTO  NWWb  NOATBEPXAAeT  UX
OMarHoCTMYEeCKyld  ponb B pacrno3HaBaHum
[aHHon natonorun. Kak npaswuno, Marnble
aHomanuum  cepgua  obHapyxuBatoTCa  npw
POXIEHUWM MU B PaHHEM [ETCTBE, HEKOTOpbIE U3
HAX  noaBeprawTcs  obpaTHOMY  pasBUTUIO
(HanpuMmep, OTKPbLITOE OBanbHOE OKHO). [pyrue
COXPaHSOTCH B TEYEHUE XU3HU U CTaHOBATCA
(haKTopoM pucka (hOpPMMPOBaHWS KapauasbHOW
natonoruu [14, 30].

AHomanbHO pacnonoxeHnHsie xopabl (APX) -
pesyrnbTaT reHeTU4eckoro aedekta unu HapyLue-
HWA amOpuoreHesa, NPUBOZALMIA K Pa3BUTUIO
ANCNMACTUYECKMX W3MEHEHUN COEAUMHUTENBHOM
Tkain [31]. B 95% aHomanbHble  Xxopabl
pacrnonaralTcs B NorocTy NEBOro Xenyaoyka, 1
npumepHo 5% B NONOCTM NPaBOro Xenyaoyka. B
3aBUCUMOCTM  OT  PacrionoXeHuss B  MOMOCTM
cepaua BbIgeNsT AuaroHanbHble, nonepeyHble
¥ npogonbHble APX. Y feTen valle BCTpeyarTes
APX ¢ puaroHanbHbiM  (23%), panee ¢
npogonbHbIM — (7,5%) © € nonepeyHbIM
pacnonoxenuem (5,0%). JloxHas xopaa — 310
[epuBaT BHYTPEHHErO MbILLEYHOTO Criost cepaua,
B nepuog 3mOpMOHanbHOrO  pasBuTUS W
obpasyiolierocd 13 NanUANSpHbIX Mbiwy. [1o
[aHHbIM  HekoTopblX aBTopoB APX creayet
paccMaTpuBaTb Kak (DakTop pucka BO3HUKHO-
BEHWs cepaeyHblx aputMuic. Hambonee wyacto
9TO MpOSIBASIETCS B BWAE MAPOKCM3ManbHbIX
KENyA04KOBbIX TaxmKapaui, " [axe
ubpunIaLMaMN xenyaoukos [16].

Takum 00pa3om, COBPEMEHHble AaHHble O
ctpyktype  u dyHkumm  CT  obbsicHsoT
CUCTEMHOCTb KMUHUYECKUX MPOSIBIIEHUA NpU ee
BPOXAEHHbIX Aucnnasusix. [eHepann3oBaHHbIN
xapakrep HapyLLeHWH, 0ByCnoBneHHbIN
pacnpoCTPAHEHHOCTbIO  MHOTOYHKLMOHANbHON
COefVHUTENbHON TKaHW, CBONCTBEHEH HE TOMbLKO
OTAENbHbIM HO30110rM4eCKUM hopmam
3aboneBaHuit, Takum Kak cuHapom MapdaHa,
cuHgpom  Onepca-flaHno, HO U HEMOJHbIM
aHomanusaM, K kotopbiM oTHocutcs MAC. B
3aBUCMMOCTU OT Xapaktepa GMOXMMWUYECKOro M
reHeTuyeckoro fedekra MopPOpYHKLMOHANb-
Hble MPWU3HaKM NpUOBpPEeTalT YepTbl TOW MM
MHOW HO30J10rN4eCckon (hOpMbl UM aHOManuu.

3. PacnpocmpaHeHHOCMb 8POXKOEHHbIX
nopokoe cepdya y demeli 8 Mupe, 8 cmpaHax CHI
u Pecny6nuke Kazaxcmat.

B 6GonblUMHCTBE pPa3BMBAKLLMXCA PErMOHOB
Mupa BpoXaeHHbIe aHoManus (BA) B HacTosiLee

BpeMs  OCTaeTca  aKTyanbHOM  npobrnemon
obuwectBa M 34paBOOXpaHeHUs, a Takxe
ABNAETCH  (DAKTOPOM  [ETCKOM  CMEPTHOCTM,

[ETCKOM WHBANMMOHOCTW, U OTHOCATCH K 4mcny
Hambonee CepbesHbIX NATONOTUA B COCTOSHUW
340poBbs feTen [34].

BpoxaeHHble  NOpokKu
Bedywen npuunHOM B
nepeBoro  rofja  XM3Hw,
WH(EKUMOHHOM  aTnonoruu  cmeptn  [52].
HecmMOTpss Ha  3HauMTenbHbIM  Mporpecc B
meauuuHe atuomorms  BINC  Bce ewe He
MONHOCTbIO AicHa. Bce Gonblue AeTen JoxuBaoT
[0 COBEpLUEHHONETHS, MOITOMY OYEHb BaXHO
y3HaTb aTuonormio BINC. BpoxaeHHble nopoku
pasBUTUS NUOMPYIOT W B CTPYKTYype MpUYMH
nepuHatanbHon cmeptHocTu [48, 23]. CornacHo
3NMAEMUOSIOTMYECKUM nceneaoBaHusaM,
NPOBOAVMbIMM pasHbIMU y4eHbIMM C
BPOXOEHHbIMM ~ aHOManuaMu  poxgatotcest 5%
HOBOPOXAEHHbIX [12], nmeTanbHOCTb NpW 3TOM
coctaenseT 30-40 %. [50]. BrusHue BpoxaEHHbIX
aHoManuin Ha obLLyl0 CTPYKTYpPY MnafeHYeckou
CMepTHOCTM Bo3pacTaeT [5, 6]. Mo gaHHbim BO3
YacToTa BPOXAEHHbIX 3aboneBaHnUi 3aHUMaeT 4-
6%, u3 Hux BIMP - 25 %, XpOMOCOMHblE
Hapywerns 0,8% ¥ MoHOreHHble 3aboneBaHWi
1%. Takke 6onee uyem, B 80 % cnyyaes
BPOXOEHHbIE MOPOKM COYETalTCH C  TSHKENON
COMaTMYeCKON HeoHaTasbHo natonoruen [8, 40].

Wccneposaxue B Benukobputanum
BPOXAEHHbIX MOPOKOB cepAua B 16 eBponenckux
CTpaHax nokasano, Y10 CcpepHss  obuias
pacnpocTtpaHeHHocTb WMBC coctasnset 8,0 Ha
1000 poawmLumxcsa. Obwwas pacnpoCTpaHEHHOCTb
BHexpomocoMHblx ~ MBC 7,0  Ha 1000
POAMBLUMXCS, U3 KOTOPbIX 3,6% - nepuHaTanbHas
cmepTHOCTb, 20% BHYTPUYTPOBHas [44].

B Pecnybnuke KasaxctaH B CTpyKType
MNaJeHYeCckOn CMEPTHOCTM MO  OoduLMansHoM
cratuctuke BIP 3aHMMatoT BTOpOE MECTO U
cocTaBnsitoT 22,8%. B CTpykType nepuHaTtansbHom
CMEpTHOCTM NepBOe MECTO 3aHUMatoT acquKcus,
runokeus, Ha BTopom — BIP [28]. Mo gaHHbIM
HauuoHanbHoro  leHeTuuyeckoro  Peructpa
Pecnybrukn KasaxctaH (panee - HIP PK)

cepaua SBnsTCA
CMepTHOCTN  [eTen
NPy WUCKMOYEHUM
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exerogHo B pecnybnuke poxgaetcs ot 2 500 o
3 500 perem C  BPOXOEHHbIMM U
HacneaCcTBEHHbIMM 3abonesaHusMu, yTO
coctasnser or 200 po 243 Ha 1000
HOBOPOXAEHHbIX. Kak nokasan aHanus fgaHHbIX
oumumanbHo MeOMLMHCKOM CTaTUCTUKN,
Hambonee BbICOKWIA YPOBEHb
pacnpoCTPaHEHHOCTH BPOXAEHHbIX aHOManui B
2009 rogy B Pecnybmuke  KasaxcraH
3apeructpupoBaHbl B KOxHO-KaszaxcTaHckon -
967,4, AxkmonuHckon -783,6, >KambblnbCkom-
707,0 obnactax u B r. Anmatbl 788,1 cnyyas Ha
100 000 Hacenenns. Haubonee Hu3kue
nokasatenu B KycraHaickon - 354,6, ATbipayckon
- 378,8 n B KaparanauHckon-386,9 obnactsax Ha
100000 xutenen [15]. CornacHo nccnegoBaHUaM
OTeYeCcTBEHHbIX aBTopoB Jons BIP B cTpykType

nepuHatansHon cmeptHoct 3a 2010 rog
coctaBuna 14,9 %. Y Kaxgoro TpeTbero
ymepwero pebeHka ¢ BIP  BbisBReHb

MHOXECTBEHHbIE MOPOKW Pa3BUTUS, B CTPYKTYPY
KOTOPbIX BXOAWUNM BPOXAEHHbIE MOPOKW Ccepaua
[4]. WssectHo, 4TO0 BocTouHo-KaszaxcTaHckas
obnactb (BKO) B yactHocTu r.Cemeit, 0THoCUTCA
K 30He 9KOMOrnyeckoro HebnaronosyyHo no
pagMauMOHHOMY  3arpsisHEHWMO,  BCREACTBUE
aeatenbHocT ObiBlwero  CemunanaTUMHCKOro
SOEPHOro nonuroHa. Y aeteit JaHHOro pervoHa
no HaCTOsILLEro BPEMEHM ocTaTes
HEen3y4YeHHbIMM nonynsunoHHas 4acToTa,
CTPYKTypa BPOXAEHHbIX aHOManuii u nx Mecto B
CTPYKTYpE MIafieH4eCckon CMepTHOCTH [22].

PacnpoctpaHeHHocTs BIIC y pgeten umeet
TEHOEHUMIO K YBENUYEeHU0 BO BCeM mupe. [lpu
atom noytn 90% peten ¢ BIC poxuaiot Ao
B3pOCMOro  BO3pacTta, Npu  3TOM  HET
OOHO3HAYHOTO  MHEHWs O  BO3OENCTBUK
PasNNYHbIX 3K30- U SHAOrEHHbIX (haKTOPOB Ha
poxaeHne pebeHka C BPOXOEHHOM aHOManuen
[65]. MoaTomy cBOEBpPEMEHHBIE MEPONPUATUS MO
paHHeMy BbISiBNEHWMO 1 neyeHno geten ¢ BIC
ABNSAETCS HeobXxoauMbIM yCnoBWEM
COBPEMEHHOrO0 0bLecTBa.

B KaHazckom uccrnefoBaHuM Yucno criyvaes
rocnutanusauuu getei ¢ BINC konebanock ot 79
no 87 Ha 1000 Hacenewus [53]. B obwem,
aBTOpbI MOATBEPXAAKT YBENNYEHNE KONMYECTBa
neten ¢ BINC B anHamuke: pacnpoCTpaHEHHOCTb
WBC y peten B nepsblit rog xu3Hn ¢ 1998 no
2005 r. Gbmma Ha ypoBHe 8,21 Ha 1000
poguBlumxcs  kuebimu, B 2010 rogy aTOT

nokasatenb yeenuuuncs u coctasun 13,11 Ha
1000 poamBLLMXCS XMBbIMM.

PacnpoctpaHeHHocts  BIC B
coctaBnana 34 Ha 1000. Haubonee
pacnpocTpaHeHHbIM  NMOpokoM  Obin  gediekt
mexnpencepaHon neperopogkn 40 %, pedpext
MeXKenynoykoson  neperopogkm 35 %,
aoptanbHbll  cteHo3 10%. ABTOpblI CuuTaloT
NPWUYMHON BbICOKOrO nokasatens BINP y petei ¢
NPOXOXAEHNEM POJOB He B POAMUNbHBLIX LOMaX,
kKak BO BCEM MUPE, @ JOMa C NOMOLLBH aKyLIEPOK
[67].

Nccnenosanue no N3YYEHMIO
pacnpoctpaHeHHocT BINC B Kutae y pgeten B
Bospacte 0-18 rog B CuHbU3sHE cocTaBuna
16,5%0 (17,7%0 B yirypckom, 6,9%o B XaHb, 11,4
% B kaszaxckom 4 38,1%c B Hui Kutanckun,
COOTBETCTBEHHO). Yalle BCero BCTpevanuchb
Takue naTonornn Kak AedekT Mexokenyso4koBow
neperopogku (29,2%), fedekT MexnpeacepaHon
neperopoaku (20,8%), OTKpbITLIN apTepuanbHbIn
npotok (13,7%), [OByCTBOpYaTbI aopTasbHbIN
knanaH (7,9%), CTEHO3 JeroyHoit apTepuu
(5,4%). B kayecTBe (PaKTOpOB puCKa pasBUTUS
BMC y petei HasblBalT BLICOKUA MPOLEHT
abopToB B aHamHe3e, Hanu4ue bonbHbix ¢ UBC B
ceMbe U cpean Onu3KMX POACTBEHHUKOB, W
NpexXaeBpeMeHHble  poabl, Mpu  3TOM  Takxe
0TMevaloT, YTo 24 % MaTepei, UMEKOLMX AETEN C
BIMC nepebonenu npoctyaHbIMKU 3aboneBaHnsiMu
BO Bpemsi BepemenHocTH, y 10% Habntoganoch

MNakuctaHe

noBbllleHne Temnepatypel Tena u  6,7%
nonyyanu aHTMOMOTMKM B TeYeHWe NepBoro
Tpumectpa  GepemenHocTn  [54].  [pyroe

nccnepoBaHne B Kutae nokasano ypoBeHb
pacnpocTpaHeHHocT pdeten BIC cocTtaensiet
16,4 Ha 1000 >xmBopoxOeHHbIX cpean 47697
manbunkoB, 24,1 Ha 1000 XMBOPOXKOEHHBIX
cpean 43099 pesovek u 20,0 Ha 1000
XMBOPOXZEHHbIX cpean 90796 ManbumkoB U
[1eBOYEK BMECTE.

JedeKkt  MexXnpeacepaHon  Neperopomku
cepaua sBnsieTca Hanbonee pacnpoCTPaHEHHbIM
nopaxeHne MBC, ¢ npeobnagaHuem 10,6 Ha
1000 poaomBmxcs xuBbiMK. PakTopamn pucka
poxaeHus ¢ BIMC aBTOpbl CYMTAIOT MNOXWIION
BO3pacT  MaTtepu, MH(MEeKUMM BO  BpeEMS
OepemMeHHOCTH, TMNEPTOHUSI NpK BEPEMEHHOCTMH,
recTalmoHHbIN anabeT, Hannune BonbHbix ¢ MBC
cpeam BnmakMx poaCTBEHHMKOB, HWU3KUIA YPOBEHb
obpasoBaHus, a Takke Takue (DaKTOpbl Kak
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HW3Kas Macca Tena npu POXAEHWM U KOPOTKWN
recTaLMOHHbIN BO3pacT [99)].

Wccnegosanne B Hurepun peten ¢ BIIP
nokasano, YTO Yalle BCEro y Takux [geTen
BbISIBNAETCA BPOXAEHHbIE NOpOKM cepaua 72,3%,
B yactHocT JMXIT, a Takxe cuHgpom [ayHa.
[45]. B AHrnun B nepuog 1995 r. u 2004 .
rocnutanusauus ¢ guardosom BIC ysenuumnnack
¢ 30,7 po 355 Ha 100 000 y MyxumH w
manbymkoB 1 ¢ 28,2 Ha 100 000 gpo 32,8 Ha
100 000 y xeHwmH 1 gesoyek [41]. B bpasunum
pacnpocTpaHeHHocTb BINC HaxoguTtcs Ha ypoBHe
9 cnyyaes Ha 1000 poxaeHun. Mo MHopmaLmm
MuHucTepcTBa 3apaBooXpaHeHus bpasunum 3a
2009 rop Obino 3apeructpupoBaHo 1377 peteit
cBMNCuto  coctaBnser 53% or  Bcex
poamBlumxcs. Haubonee pacnpocTpaHeHHbIMM
“3MeHeHnaMu Obinn no yowiBatowen - OMXIT,
OMMM, OAIl, cTeHo3 NeroyHon apTepuu,
KoapKTauus aopTbl TPaHCMo3nLum
MarmcTpanbHbIX apTepui;u aopTasibHblil CTEHO3
[64]. Y 40% BCEX 3aperucTpMpOBaHHbIX
BPOXOEHHbIX aHoMamun B Yexum B 1994 r.
anarHo3 BIMC 6bin noctaBneH 29 133 petam
(197,83 Ha 10000 poamBLMXCS XMBbIMM) U B
2008 rogy 18811 peram (127,53). [pw
poXOaeHM Haubornee 4acto AuarHocTupyetcs
BPOXAEHHbIENOPOKM  PasBUTUS  CEpPAEYHON
neperopogkn  (6onee  55%  Bcex  BIIC)
VBPOXOEHHLIENOPOKM Pa3BUTUS MarucTparnbHbIX
apTepuit 6onee 18% Bcex BIC) [68].B daHum go
1998 roga GbIno 3aperucTpupoBaHo 446 fgeteir ¢
BINC, pacnpocTpaHeHHocTb coctaensna 8,0 Ha
1000 poamslumxcs xwusbiMu [39]. B Tepmanum
Obino  3apeructpopoBaHo 7245 peten ¢ BIIC,
pacnpocTpaHeHHocTb coctauna 107,6 Ha 10000
KMBOPOXOEHHbIX.Hanbonee pacnpocTpaHeHHble
Obinu  [IMXKI, KknanaHHbIA CTEHO3 MEroYHoOW
apTepuu (¢ 52,7, 6,6 Ha 10000 Xu1BOPOXIEHHBIX,
COOTBETCTBEHHO).  Pogutenn  atmx  fgeTen
yTBEPXKAANM, yTO npeHatanbHas
axokapauorpadgms 6bina BeinonHeHa y 53,8%, u
U3 HUX y 77,5% 6binn obHapyxersl BINC [69].
Cuctematiyeckun 063op LindeD. nokasan, uto
pacnpocTpaHeHHocTb BIMC y peten B Mupe
CYLLeCTBEHHO BO3pacTaeT B TeYeHWe AONroro
BpemeHu, o1 0,6 Ha 1000 poAMBLUMXCS XMBbIMM B
1930 rogy go 9,1 (Ha 1000) nocne 1995 roga. 3a
nocrnegHue 15 net cuTYyauus
crabunuaspoBanacb, W E€XErogHo B  Mupe
peructpupyetcsa 1,35 MITH. HOBOPOXZAEHHbIX C

BMNC. Haubonee  BbicOKMA  nokasaTesb
pacnpocTpaHeHHocTn BIC Obinu HamaeHbl B
Asum (9,3 Ha 1000 peteit). B Espone
pacnpoctpaHeHHoCTb BIC 3HauuTENBHO BbILLE,
yem B CesepHon Awmepuke 8,2 Ha 1000
XMBOPOXAEHHbIX NpoTuB 6,9 [56]. ExerogHo B
P® poxpaetcs okono 17,5 Thic. petend ¢
pasfnyHbIMUNOpOKaMuUcepaLa, YTo COCTaBnseT
249 Ha 100 TbiC. HaceneHus [29)].

3a nocnepgHue gecatunetus B PK yBenuunncs
yaeneHbin Bec BIC, sBnstowencs OCHOBHOM
MPUYMHON CMEPTU LOEeTeil NepBOro roga XmsHu.
Yactota BINC coctasnset 30% cpeau scex BIP.
B HacTosiwee Bpemsi B Pecnybnuke 5000 geten ¢
BIC HyxgatTcs B 0nepaTMBHON KOPPEKLMM, YTO
coctasnsiet 6-8 Ha 1000 geten ¢ BIC [27].

3aknroyeHue

Takum obpasom, B HacTosiiee Bpems,
HEJoOCTaTOMHO  M3y4YeHa B3auMOCBA3b  Mexay
BHELHUMM heHOTUNMYeckuMn npusHakamu OCT
N 0COBEHHOCTAMM MOPEONOrMM 1 CTPYKTYPbI
BHYTPEHHMX  opraHoB. lccnegoBatenm  He
BasnpyloTcs  Ha  eauMHOW  TEPMUMHOMOrMKM 1
KpUTEPUSX MOCTAHOBKM [AMarHosa. YuutbiBas
MoanuumpyioLLee BNMsIHNE Aucnnasmm
COEAMHUTENBHOM  TKAGHW  HA  KIUHWUYECKME
NPOSIBNIEHUS N TEYEHME aCCOLMUPOBAHHOM C HeW
natoniorn, 0coboro BHUMAHUS  3acnyXuBaeT
[anbHenLee n3yyeHne 0cobeHHOCTeN cepaeyHo-

cocyaucTbix  3aboneeaHun y  pgeTem  C
HECOCTOSITENbHOCTBIO  COEAMHUTENIbHOTKAHHbIX
CTPYKTYP.

OTcyTcTBME  TEHAEHUMM K CHUXEHMIO

KONMYecTBa POXOAEHUS [ETEM C PasnUYHbIMM
NopoKaMn pasBUTUS, B TOM YNCIIE BPOXKAEHHBIMY
nopokamu cepaua onpeaensieT akTyanbHOCTb
HaLUWX UcCrneaoBaHun.

Kondpnukm unmepecoe: Konnekmus asmopos
3asiensiem 06 omcymcmeuu  NOMeEHYUanbHbIX
KOHbUKmMos UHMepecos, C68513aHHbIX c
co0epxaHueM cmambu.

Bknad asmopos:

Maduesa M.P., PoimbaesaT.X. - nouck u aHanus
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