Kapanonorusg. AHTMonorms CPM)K KAMHMYeCcKasg NpakTuKa
— - . __________________________________________________]

CuHapOM AQYHO U CepAEYHO-COCYAUCTASA NATOAOIUS:
KAMHU4YEeCKoe HabAIoAeHne N 0630p AUTEPATYPDI

A.M.H. E.B. Pe3Huk’?, T.A. HryeH", T.C. UabuHa', E.C. TokMakoBa',
A-M.H. .M. Axxo6aea?, yaneH-kKopp. PAH ILH. ToAayxoB"?

PHUMY um. H.W. Muporoesa MuHsapasa Poccumn, Mockea
IBY3TKB Ne 31 Z13M, MockBa
SKnnHuka «Kpeae SrcnepTtor», MOCKBA

PE3IOME

INonnas unu yacmuunas mpucomus no 21-ii xpomocome (cunopom Jayxa) sensemcs camoli yacmoii cpeou aneynaouduti, COBMeCmumMbix
€ Mcu3HbI0, U 6cmpedaemcs npubnuzumensho y 1:800 HosoposcoerHbix. CuHopom JlayHa makxce S6A8€mcs CaMblM HACMbIM HACIEOCMBEH-
HbIM 3a00/1€8aHUEM, ACCOYUUPOBAHHBIM C 8PONCOeHHbIMU nopokamu cepoya (BIIC). He meHee nonosutsl 6cex nayueHmos ¢ CUHOPOMOM
Jayna umerom BIIC. CpedHss npo0onjicumebHoCb HCU3HU npu 3mMomM 3a00Ne8aHUU CYWecm8eHHo 803pocaa — ¢ 25 do 53—58 nem, 00-
HAKO OCJIONCHEHUS CO CMOPOHbI CEPOEHO-COCYOUCMOL CUCEMbI NO-NPENCHEMY ABJISIOMCS OCHOBHLIM (AaKmMopoM, 02pAHUMUBAIOWUM NPO-
O0NIHCUMENbHOCMb HCUSHU IMUX NAYUEHMO8 KAk 8 demcmee, mak u @ 6oJiee no30Hue nepuoosl xcusHu. B nacmosweti pabome Mol npeo-
cmaensem KauHudeckoe HabnodeHue nayuenmku 59 sem c¢ cunopomom Jayna, Hapyuienusmu nposooumocmu (ampuoseHmpukyasapHoli
O10kadoti 3-ii cmeneHu, UMnJIaHMUPOBAHHbIM 3JIEKMPOKAPOUOCMUMYISMOPOM,) U 8bIPANCEHHBIMU NPOSBAEHUSMU MYTbMUCUCIEMHBIX 3000~
J1e8anull, a makxce npedcmasusem 00630p No cnexmpy U NAmMo2eHe3y cepoOeqHO-CoCYOUCMbIX HapyweHuli npu 3mom 3abonesanuu. [lonuma-
HUEe MYJbMmUCUCMEMHO20 Xapakmepa 3a601e6anus, 0cobeHHOCmell KNUHUYECKUX NPOAGIEHUL CUHOPOMA U CBOEBPEMEHHOE JIeHeHUE CepOeH-
HO-cocyoucmoti namo02ul Mo2ym 3HaHUMeEbHO YAYHWUMe KQHecmeo U Yyeeaudums npooocumenabHOCMb HCU3HU IMUX OOJIbHbIX.
KmoueBsle cnoBa: cunopom JlayHa, 8poxncoerHsle nopoku cepoya, yMcmeeHHas omcmasocms, mpucomus 21, xumepusm, 0epekm ampuoseH-
MPpUKYASIPHOL Nepe20pooKu, npuobpemerHble cepoeHO-COCYOUCmble 3a001€8aHUS, NPOJIANC MUMPANLHO2O KIANAHA, A0pMAnbHAs pecypeu-
mayus, npexcoespemMeHHoe Cmaperue, amepockaepo3, apmepuanrbHAas 2unepmen3us, UeMuseckas 60ae3Hb cepoya, 1e204Has 2UnepmeH3us,
apummus.

s unrnposauus: Pesnuk E.B., Heyen TJI., Mnvuna T.C. u dp. Cunopom JayHa u cepdedHo-cocyoucmas namonozus: KIuHu4eckoe Habooe-
Hue u 00630p numepamypsl. PMXK. 2022;9:35-40.

ABSTRACT
Down syndrome and cardiovascular problems: clinical case and literature review
E.V. Reznik'?, T.L. Nguyen', T.S. Ilyina', E.S. Tokmakova', E.M. Dzhobava®, G.N. Golukhov'?

Pirogov Russian National Research Medical University, Moscow
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3Crede Experto Clinic, Moscow

Complete or partial trisomy of chromosome 21 (Down syndrome) is the most prevalent aneuploidy compatible with the life, occurring with
a frequency of approx. 1 of 800 live births. Down syndrome is also the most common genetic disorder associated with congenital heart disease
(CHD). At least 50% of all patients with Down syndrome have CHD. The average life expectancy of persons with this disease has increased
significantly, from 25 years to 53—58 years. However, cardiovascular complications are still considered as the main factor affecting the
life expectancy of these patients, both in childhood and later periods of life. This article describes a clinical case of a 59-year-old female
patient with Down syndrome, who had conduction disorders (AVB III, condition after pacemaker implantation) and severe manifestations of
multisystem diseases. Also, the authors present an overview of the spectrum and pathogenesis of cardiovascular problems found in patients
with this disease. Understanding the multisystem involvement and the specific clinical manifestations of Down syndrome, and timely treatment
of cardiovascular disorders would significantly improve the quality of life and increase the longevity of such patients.

Keywords: Down syndrome, congenital heart defects, mental retardation, trisomy 21, chimerism, atrioventricular septal defect, acquired
cardiovascular diseases, mitral valve prolapse, aortic regurgitation, premature aging, atherosclerosis, arterial hypertension, ischemic heart
disease, pulmonary hypertension, arrhythmia.
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BBENEHUE camasi MaJieHbKasi XpOMOCOMA YeJIOBEKa, KOTOpas COXEPIKHUT

CunppoMm [layHa — opHa u3 HaubGosee pacnpoctpaneH- 200-300 reHoB (127 usBecTHbIX reHoB, 98 mpenckasaHHbIX
HbIX XPOMOCOMHbBIX aHOMaiuii, BO3HMKawooLlash B pesynbTa- U 59 ncesporeHos) [1]. [lauuenTsl ¢ cuuapomoM JlayHa nme-
Te MyTaLuu 21-it mapbl XpoMocoM ¢ GpOpMHpOBaHUEM ee 0- 0T GoJibliee KOJIMUeCTBO KOmuii reHoB 2 1-it xpomocombl. Camu
TMOJIHUTEJIbHOI KOMUKM B reHOMe uesioBeka. BriepBble faHHbIit 10 cebe reHbl HOpPMalbHbl, aHOMaJMsl 3aKJIOUAETCs] B TOM,
cuHapoM Obint onucan 1. layHom B 1866 1. 21-5 XxpoMOcOMa —  4TO MPOMCXOAUT BbIPaOOTKA MOBBILIEHHOTO KOJIMYECTBA MPO-
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IYKTOB reHa Ha JaHHOI XPOMOCOMe B pe3yJibTaTe N30bITOUHON
9KCMPEeCCHU B KJIETKAX U TKaHSIX, UTO NPUBOAUT K GOPMHUPOBA-
HUI0 PEHOTUNIMYEeCKUX aHOMaiuit [2].

Yacrora BcTpeuaemoctu cocrasnsgerT 1 ciydaii Ha 800
HOBOPOXIeHHbIX [3]. PacnpocTtpaneHHOCTb cHMHApPOMA He 3a-
BUCUT OT Pachl, HaLMOHAIbHOCTU U COLMAJIbHO-3KOHOMHYE-
ckoro craryca. B Poccun obuast yacrora cunppoma JlayHa
ysemumnach ¢ 15,53 na 10 000 8 2011 r. mo 19,93 na 10 000
B 2017 r. B To xe Bpems uyacrora cMHApoMa JlayHa TOJIbKO
Cpeay HOBOPOXKIEHHbIX 3a STOT MepHUOoz BpeMeHM CHU3MIACh
€ 9,91 no 7,54 na 10 000 posknenuii [4].

B nocnentee Bpems Gnaronapsi yiydIlieHUIO YXOZia U paH-
HEeMy JIeYeHHMIO OCJIOKHEHNIi 00111ast POAOIIKUTENBHOCTD JKH3-
HM GOJIBHBIX C CHHAPOMOM J[layHa 3HAYMTENbHO BO3POCIA,
OHM HaYMHAIOT NONaZaTh B M0JIe 3PEHNUs! TeparneBToB, KapAuo-
7n0roB. B 1aHHOI cTaTbe NpyBeneHo KIMHIYeCKoe HaboieHne
naureHTKy 59 jeT ¢ cuHapoMoM JlayHa, y KOTOpO# pasBUINCh
NprOGpPETEHHBII MOPOK CEpALA, TsKeTble HapyLUeHHs TPOBO-
JMMOCTH, PUBEZILINE K JIeTaJIbHOMY UCXOAY.

KNMHUYECKOE HABJTIOIEHUE

B orTmenenue kapauopeaHMMmauuM — MHOTOMPOQUIIb-
HOM OOJIbHMLIBI MOCTYIIIA MALMEHTKa 59 JIeT ¢ KPUTHYECKUM
MCTOLLIEH!EeM MCTOYHMKA MUTaHMSI 3J1eKTPOKapAMOCTUMYJISITO-
pa (3KC). ’)Kanob npu nocTyrieHnn He Mpebsapisia Mo TsKe-
CTU COCTOSIHUSI.

[lo naHHBIM MEAMLIMHCKOI JOKYMEHTAlMM, Y NaLHeHTKH
B Teuenue Gosee 10 €T MMenM MecTo rumneproHuyeckast 6o-
7ne3Hb, Millemuveckasi 6osie3Hb CepaLa, CTEHOKapAus Hamps-
JKEeHHs, OCJIO)KHEHHbIe XPOHMUYECKOI CepfieuHoit HeJoCTaTou-
HocTbo. B 2013 r. BbinosnHeHa umruiantauust 9KC no nosony
aTPUOBEHTPUKYJISIPHOM G710Kanpl 3-it crenenu. Takske B aHaM-
He3e XPOHUUYECKUi1 1esoHedpuT, XpoHHUecKas 60J1e3Hb MOYeK
C4, unppo3 neuenu knacca B no Yaitng — Ibto (9 6annos), me-
TaJUIOOCTEOCHHTES T10 MTOBOJY 3aKPBITOTO Mepesioma J1eBoit Oe-
JPEHHOM KOCTH.

Ha morocnuranbHOM 3Tane BbISIBJIEHO MCTOLUIEHME MCTOU-
HUKa TUTaHUS, B CBSI3M C UeM MalMeHTKa FOCHUTAIM3UPOBa-
Ha Opuranoit CKopoi MeAMLIMHCKO# TOMOLLY B OTeNeHHe pea-
HUMaLWKU ¥ MTHTEHCUBHO! Teparnuy.

Ilpu nocrynnennn obuiee cocrosiHue Tskenoe. Koma .
KoskHble mokpoBbl Gnennble. Oteku roneHeit u crom. Yuc-
710 AblxaHuit 5 B 1 MUH, pUTM HenpaBuibHbliA. [lepKyTOpHbIit
3BYK SICHBII1 JIErOUHbI. AYCKYJIbTaTUBHO JibIXaHWe OCabeHo
HaJl HYKHUMH OTZeJIaMU JIerKuX, XpurnoB Her. [IpoBezieHa uH-
Tybauus Tpaxen TPyOKOii 8 MM, Hauata MCKyCCTBEHHAs BEH-
TUNALMS Jerkux annaparom Drager B pesxume Bipap. ToHbl
cepilia TNPUIIYLIEHbl, BbICTYIIMBAETCS] CUCTOJIMYECKUI LIyM
HaJl TOUKOI MPOEKLUMH A0OPTalbHOTO KJaraHa, MPOBOASILLNIA-
Cs Ha cocyapl ey. PuTM HenpaBuibHblil. YacToTa cepeyHbIx
cokpauennit (UYCC) 12—-20 B 1 muH ¢ naysamu fo 15 c (npu-
crynbl Mopranbu — Apamca — Crokca). Jleduuura mysbca
HeT. ApTepuarnbHOe JaBjleHWe He OnpenessieTcsl. SI3biK uu-
CTbli1, yBenn4eH B pasmepe. )KUBOT 06bIYHOI HOPMbI, MSITKHIA,
Ge360se3HeHHblil. CUMITOMOB paszipaskeHusl OPIOLIMHBI HET.
lMeuenb npu nanbnauuu 6e30one3HeHHa, yBeIMYeHa Ha 3 CM,
CHUMIITOM «T'0JI0Bbl Mefy3bl». Cene3eHKa MEepKYTOPHO He yBe-
7MYeHa, He nanbnupyercs, 6e36ose3HeHHa. Mouencnyckanme
cBOGOZHOE.

Ha anextpokapanorpamme (CM. pUCyHOK) BblsiBJI€HA MO~
Hasi aTPUOBEHTPUKYJIsIpHAst 6710Kaza ¢ nay3aMu 0 MOHUTO-
py mo 15 c. IlocranoBka BpemenHoro IKC He yBeHuanachb
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PucyHoK. OnekTpokapauorpaMmma naumMeHTKu npu nocTynne-
HWW. MonHas aTproBEHTPUKYNAPHas 6rokana ¢ LUMPOKUMM
komnnekcamm QRS, yacToTa npeacepaHbIX U XenygoyKoBbIX
cokpatieHnii 100 n 35 B MUHYTY COOTBETCTBEHHO

ycnexoM. [1o 3KCTpeHHbIM MOKa3aHMSIM MPOBefeHa 3aMeHa
nocrosinHoro IKC.

B ofiiem aHanu3e KpoBM BBISIBJISTIACH YMEpEHHasl HOp-
MOXPOMHasl HOPMOLIMTapHAasi aHeMHUsI: KOHLIEHTPaLI1si FeMOTJIO-
6uta 84 r/n (Hopma 112—-153 r/1), KONMYECTBO IPUTPOLIMTOB
2,94x10"?/n (Hopma 3,8—5,15x10'?/n1), remaTokput 30% (HOp-
ma 34,9-45,6%), cpenHuit 06bem aputpoLnToB 86 ¢ (Hopma
82-98 ¢n), cpentee conepskaHue reMornoOMHa B IpUTPOLIUTE
28,0 nr (Hopma 26,7—-33 nr), cpenHsist KOHLEHTPAaLYs FeMOTJI0-
6una B sputpouute 325 r/n (Hopma 314-349 r/n), uBeToBoii
nokasarenp 0,86 (Hopma 0,82-1,1), neiikouursl 12x10°/n
(nopma 4,5-11x10°/n), Heitrpodunbl 10,84x10°/n (Hopma
1,8-6,98x10%/n). [laHHble OGMOXMMHMYECKOTO aHaiM3a KPOBH
¥ KOaryJiorpamMMbl 1y MOCTYIJIEHUH U B AMHAMMKE TIPEACTaB-
7neHbl B Tabmuue 1.

[lpu koMMbIOTEpHOI TOMOrpadguu rojg0BHOrO MO3ra AaH-
HbIX 3@ OCTpOe HapylleHHe MO3roBOro KpoBOOOpaLlleHHst
He nonyyeHo. [1py peHTreHorpaduy OpraHoB IrPyOHO# KJIETKN
BbISIBJIEHb] 3aCTOIHbIE SIBJIEHUS], IBYXCTOPOHHUI MMIPOTOPAKC.

[lo nansbiM sxokapauorpadpuu (3xoKI) kopeHb aopTbl
YIUIOTHEH, KaJbLIMHUPOBAH, MyJbcaLysi QOPTbl PUTMUYHAS, AHa-
MeTp aopTh! HA yPOBHE CUHYCOB Banbcasnbebl 26 Mm. KanbLyHo3
A0pTaJIbHOTO KJlanaHa ¢ pOPMHUPOBAHMEM CTEHO3a YCTbsl a0PThl
JIETKOM CTeneHK BblpaxkeHHOCTH (rpangueHTt 33/17 MM pT. CT.,
CKOPOCTb KPOBOTOKA 4epe3 aopTaibHblii kianad 2,91 m/c) [5]
M JIErKOi HeOCTaTOUHOCTH (HEOOJIBLLION LIEHTPATIbHbI TOTOK pe-
ryprutauuy, cnabast MIOTHOCTb, LIMPHHA CTPYM Perypruraumu
2 MM) [6], KONIMUECTBO CTBOPOK JJOCTOBEPHO He OMNpefessieTcsl.
[ponanc MUTpasbHOrO KianaHa: CHCTOJIMYECKOe Mposabupo-
BaHMe IepesiHeli CTBOPKU IO 2 MM, PAacKpbITHE He HapyLIEHO.
[uneprpodus Muokapza nesoro xxenyznouxa (144 r/m?): Tomuu-
Ha MexoKenynoukoBoit neperoponku (VIKIT) B auacrony 11 My,
TOJILLIMHA 3a[iHell CTeHKH JleBoro enynouka (JUK) B muacrony
11 mm. Pacumpenye nonocty 1€eBOro npencepays: MakCuMallb-
Hbli1 NlepeiHe3a/iHuMit pa3Mep JieBoro npezcepaus 43 MM, 06bem
74 mi. JDK He pacluvpeH: KOHEUHO-IMACTOJIMYeCKUil pasmep
JIK 38 MM, KoHeuHo-auacTonryeckuit 06bem JDK 60 M. dpak-
uust Beibpoca JDK 50%. JlokasnbHasi COKpaTMMOCTb He Hapyile-
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AcnapratamuHoTpaHcdepasa, Eg/n
AnanuHamuHoTpaHcdepasa, Ea/m
KpeaTtuHknHasa obwas, Eg/n
KpeatuHkunHaza-MB, Eg/n
JNakTatnernaporenasa obuwas, Eg/n
y-rnlTamunTpascnentuaasa, Eg/n

06wwuit 6enok, r/n

AnbOymMuH, 1/n

Mou4eBuHa, MMonb/n

KpeaTtuHuH, MKMonb/n

CkopocTb Kny604koBoi counstpayun no CKD-EPI, mn/mun/1,73 m?
Hatpuii, Mmmonb/n

Kanuit, Mmmonb/n

[nioKo3a, MMonb/N

Bunnpy6unH 06LLmin, MKMOMb/N

Bunupy6ux npsamoit, MKMonb/n

TpPONOHMH, MKr/n

C-peakTnBHbIi 6eN0K, Mr/n

®nbpuHoreH, r/n

MpoTPOMOUHOBBII MHAEKC, %o

MexayHapoAHOe HOPManM30BaHHOE OTHOLLEHNE
AKTMBMPOBAHHOE 4aCcTU4HOE TPOMOONNACTUHOBOE BPEMS, C

D-anmep, MKr/n

Ta6bnuua 1. [lMHaMmka 6MOXMMUYECKMX NoKasaTenen KpoBM U KoarynorpaMmMbl NauneHTKm

IS T N

20 31 27 0-32
9 322 1890 33-211
28,4 - 1115 0-25
530 840 986 225-450
20 - 23 9-39
69 B} . 65-85
32 - - 35-55
203 227 414 2,5-8,33
274 348 390 53-88
15,69 11,75 10,24 75-128
1455 139,2 135 130,5-156,6
55 46 49 344-53
9,5 12,2 8,5 3,8-6,1
75 - 4 17-20,5
- - 3 0,86-5
0,03 <0,01 - 0-0,1
- 189 - 0,1-5
4,56 4,79 53 1,8-4,0
108 113 82 70-130
1 0,97 12 0,85-1,15
28,6 305 333 22,7-318
5849 1895 - 64-550

Ha. uccunxponust MOKIL. TlpaBbiii kenynouek He pacLIMpeH:
KOHEYHO-IMaCTONMYeCKuii pasmMep 34 MM, MIolaab NpaBoro
npexcepavst 16 cm2 PacxoskneHye JIMCTKOB nepyrkapza 1o 6 MM
3a 3anHeit U 60koBoit crenkamu JDK. B NpaBbIX OTZENAX J1EKT-
pox IKC. PacueTHoe cucTonMueckoe AaBjieHne B JIErOYHOM ap-
Tepun 30 MM pT. CT.

HecmoTpst Ha mnpoBeneHHylo Tepanuio (B TOM uucIie
VHOTPOIHYIO M PeCnypaTOpHYI0 nonjepskky, cMmeny IKC
M0 3KCTPEHHbIM [OKa3aHMsIM), Ha 8-if JieHb TOCMUTaNu3a-
UMM 3aperncTpupoBaHa Hed(PeKTUBHASI KapAHOCTUMYJIS-
LiMsl, aCUCTONMs, NpOBelieHbl peaHMMalVOHHble Meponpus-
Thst 6e3 appeKTa, KOHCTaTMPOBaHA OHOJIOrHUECKast CMEpTb.

[TaTonoroaHaToM14eCKHit JMAarHo3 COBMaj C KIMHUYECKUM:

«OcHoBHOe 3a00s1eBaHMe: KIanaHHbIi a0pTasbHbIii CTEHO3:
riepUMeTp aopTajbHOrO KjamnaHa 6,5 cM, AMaMeTp OTBepCTHS
0,8 cM, 06bI3BeCTBIIEHHE CTBOPOK AOPTAJIbHOTO KJamnaHa, ru-
neprpodust Mrokapza (cepaie maccoit 381 r, TOJNLLIMHA CTEHOK
nieBOro Xenynouka 1,7 cm).

doHoBoe 3ab0sieBaHye: cuHApoM [layHa: runpoHedpo3 no-
YeK C IBYX CTOPOH, TMITOMJIa3|sl JIEBOI MOYKH.

OcnosxHeHys: HapylleH1e MPOBOAMMOCTH CepALa: aTpUo-
BEHTPUKYJIspHas Onokama 2-3-it crenenn. VMmnaHTauus

aByxkamepHoro IKC «3KC-460-DR» ot 2013 r. Kputunueckoe
ucrolenre ucrounrka nuranust IKC. Cmena IKC «IKC-460-
DR» Ha JKC «3KC-460-DR» ot 15.10.2020. Otek nerxux.
JBycToponnuit rugporopakc (ciesa 300 mi, cnpasa 800 mi).
Acuut 200 mi. OcTpoe BeHO3HOe NOTHOKpoBHe. Hekpo3 anu-
TeNusl U3BUTBIX KaHaJbLEeB novek. OTeK roJI0oBHOTO MO3ra.

PeannmaniionHble MepoONpUsITUS M MHTEHCHUBHAsI Tepanusi:
TMYHKUYS M KaTeTepusaLys npasoit sipemHoii Benbl oT 15.10.2020.
OportpaxeasnbHast untybauus ot 15.10.2020. UckyccrBenHas
BeHTUsLMs nerkux ¢ 15.10.2020 no 23.10.2020.

ComyrcrBytouine  3a60J1€BaHMsI:  aTEPOCKIJIEPO3  AOPThI
(1-it creneny, Il cragum). XpoHudeckuit nuenoHeppur. Xpo-
HUYeCKUil mpocToit OpoHxuT. 1 dy3Hblit MHEBMOCKIEPO3.
Cnaiiky nneBpasbHbIX MOJI0CTeN ¢ ABYX CTOPOH. Llnppos neue-
Hu knacca B no Yaitng — IMbto (9 6annos). YMepenHast Hop-
MOXPOMHast HOpMOLIMTapHast aHeMHsI».

Cungprom JIAYHA

Cunnpom [layHa obycrionieH myTaumeit 21-i mapel xpo-
MOCOM € (POPMHUPOBAHMEM €e NOMOJHUTENbHOI KOMUU B re-
HoMe uenoBeka. K ¢axkTopam, MOBBILIAIOLIMM PUCK MOSIBIIE-
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HUs1 pebeHKa ¢ Tpucomueit 21, oTHocaT Bo3pact Marepu. Tak,
)KeHLIMHAa umeeT puck 1:1925 B Bospacre 20 ner, 1:885 —
B 30 net, 1:365 — B 35 ner, 1:110 — B 40 ner u 1:50 — B 45 ner.
Taxske posb MrparOT HAaCNEeNCTBEHHOCTb W HapylleHre GopMU-
poBaHus ramer [7].

Boinenstor 3 ¢opmbl curapoma JlayHa: mpoCTYO TPUCO-
MU0 0 21-it XpOMOCOMe, TPaHCJIOKALMOHHYI0 TPUCOMMIO
Y MO3aWuHbIil BapuaHT. B ciyyae npocToi TpUCOMMM FeHOM
KJIETOK NpefcTasyied 47 XpoOMOCOMaMM 1 BKJIOUaeT 3 XpOMO-
combl B 21-it nape. HanbGosnee 4acto maHHbI THIT BO3HMKAET
npy 00pa3oBaHNMM PENpPOAYKTUBHBIX KJIETOK (B 95% ciyua-
€B — OOLIMTOB, pexke — CIIepMaTO30MI0B) M CBSI3aH C Hapylle-
HUeM pasfielleH1 s XpOMOCOM BO BpeMsl NIepBOro MM BTOPO-
ro MeifOTHYEeCKOro JIeJIeHUs KIIETOK, UTO BeJeT K MOSIBJIEHHIO
JOMOJIHMTENbHOM Komuu 21-it XpoMocoMbl. KaproTtnmbl fereit:
npencraBuTeny xkenckoro nona — 47, XX, +21, npeacrasu-
Tenu Myxckoro nona — 47, XY, +21. Bcerpeuaercs B 90—
95% cnyuaeB 3aboseBaHus. TpPaHCIOKALMOHHbIA BapUaHT
nofipasyMeBaeT nepeHoc gpparMeHTa XpOMOCOMbI Ha JIPYTyio
(vawe mesxay 14-it u 21-i, 21-it u 22-i1, 22-it u 21-it xpomo-
COMaMM) 1 cocTasiisieT 5—6% Bcex ciyuyaeB cuHapoma JlayHa.
Kapuotursl nnist neBouek — 46, XX, der (21, 21) +21 unm 46,
XX, der (14, 21) +21, nna manbuukoB — 46, XY, der (21, 21)
+21 wmm 46, XY, der (14, 21) +21. Mosanunast popma nopasa-
€T TOJIbKO HEKOTOpble KJIETKH OpPraHu3Ma, 03TOMY SIBJISIETCS]
Hanbosee CIOKHOM /ISt AMarHOCTHKM. YacToTa BCTpeuaemo-
cti — 2—3% Bcex cnyyaeB cuHapoMa JlayHa [8]. BoinensitoT He-
CKOJIbKO TUIOB MO3aU4HOI TPMCOMMWM: KJIETOUHDbIM, TKaHEBOMH
1 xuMepusM. B nepBom ciyuae npencrasiieH uepefoBaHHEM
HOPMaJIbHbIX I TPUCOMHbIX KJIETOK, BO BTOPOM — MOpaskeH-
HbIMU TPHUCOMME} TKaHSMHM, MOCNIENHUI BapuaHT oOpasyer-
Csl NP CJIMSIHUU JBYX OMJIOAOTBOPEHHBIX SALIEKJIETOK, OZIHA
13 KOTOPbIX MM 00e opaskeHbl MO3aULIM3MOM, C GOPMUPOBa-
HMEeM OJIHOTO 3apopbliua [4, 5).

Ipu cunnpome JlayHa Macca npu poskaeHrM 0ObIYHO CHU-
)KeHa, mpubaBKa poOCTa, Beca M OKPYXKHOCTH TOJIOBBbI HUKE
HOPMBI BCJIEZICTBHE TMITOTOHMH, HEOOJIBLLION MOJIOCTH PTa U CO-
MyTCTBYIOLMX 3a00/IeBaHMIl KeNyAOYHO-KHUILEYHOTO TPAKTa
M CeplevyHO-COCYAMCTOI cucTeMbl. C BO3pacTOM MaLMeHTbI
MMEIOT TEHIEHLMIO K Habopy Macchl Tena M3-3a TMIOTHPEO-
3a, BLICOKOTO YPOBHsI JIENTHHA M HU3KOTO YPOBHsI 6a3asbHO-
ro mMerabonuama. Takxe HabOaeTcsl epeMeHHasl CTeneHb
3a/Iep>KKM YMCTBEHHOTO pasBuTUsl NauneHTos. Koapduument
unremnekta (Intelligence Quotient) konebnercss B nuanaso-
He oT ymepeHHoro (50—70) no Huskoro (35—50). Takue neru
Xy>Ke TPHUCIOCOOJIEHbl K SKU3HU M MeZJIEHHO afjalTHpYIOTCS.
TunnuHas Moznenb NoBesieHMst MOJOOHbIX MALMEHTOB Moapa-
3yMeBaeT JIaCKOBOT0, 3a00TJIMBOrO U JIOBOJIbHO OOLLIUTEIbHO-
ro 4esIoBeKa, HO BCe yallle Cpelid HUX CTAHOBSITCSI pacrpocTpa-
HEHHbIMU ayTHCTUYECKHe YepPTbl XapakTepa, HabIoAaoLIecs
yXe B Bo3pacte 2—3 net [6, 7].

«30710TbIM CTaHAAPTOM» AMArHOCTUKM 3a00JIeBaHUs CITy-
JKUT XPOMOCOMHBI1 aHaJI13, KOTOPBIii M03BOJISIET OOHAPYKUTD
TOMOJIHUTETIbHYIO KOMHUIO XPOMOCOMBL. MoJ1eKyJIsipHO-TeHeTH-
YecKue MeTOofibl, TaKMe KaK KOJIM4YeCTBeHHas! (ryopecLieHTHas
TnoNMMepasHast LierHasi peakuust 1 MexkdasHasi ruopuamnsaLms
in situ, o6ecrieunBaloT OBICTPYIO AMArHOCTHKY M MOTYT ObITb
VICTIOJIb30BaHb! Y HEJIOHOLLEHHbIX feTelt [9].

AHTeHaTasIbHblii CKPUHMHT Ha CMHAPOM [layHa MO3BOJISIET
ONpeJeNUTb BEPOSITHOCTb POXKZEeHUs pebeHKa ¢ JJaHHOi na-
TOJIOrHeil, PeKOMEH/I0BaH K MPOBEJEHNIO Y SKEeHLLMH BCeX BO3-
pacthbix rpymn B I 1 Il TpumecTpax 6epemeHHOCTH. CKPUHUHT
B | TpuMecTpe NMPOBOAMTCS C MCIOJIb30BAHUEM CTAaTHUCTHUe-

CcKUX rporpamm (Astraia 1 p.) v BKJIH0YaeT B ce0s1 OLIEHKY TPex
COCTABJISIIOLLMX: BO3PACTHOrO pPUCKa pOAUTENel, OMOXMMMU-
4ecKoro pucka (ToKasaTesn CbIBOPOTOUYHOTO YesOBEYeCKO-
ro roHagotponuHa + 6enok PAPP + PIGF) u ynbrpa3ssykoBo-
ro pucka (1o ToJL1He BOPOTHUKOBOrO IPOCTPAHCTBA), 3aTeM
MO CYNTBIBAETCS] CYMMapHBbIit pUCK. BbIsIBIISIeMOCTb CUHAPOMa
Npy NpoBefeHun CKpuHuHra cocrasisier 80—-82% npu noxk-
HOMOJI0KKUTeNbHOM Nokasaresnie 3% [10]. B HacTosiiee Bpemst
BO Il TpumecTpe npoBOAMTCS TONBKO YJIBTPAa3BYKOBOM CKpH-
HUHr — B 19-21 Hen. GepemMeHHOCTH OLieHMBalOTCsl Gosee
10 mapkepos cunapoMa JlayHa. CxkpunuHr Il Tpumectpa, npoBo-
JVMBLINICA paHee B BUZe TPOMHOIO UJIK KBaJIpOTeCTa (BKJIOUAN
ornpeziesieH e YPOBHSI CbIBOPOTOYHOrO 4eJI0BEUECKOro FOHa0-
TPOMNMHA, HEKOH'bIOTMPOBAHHOTO 3CTpHOA, anbda-PpeTonpo-
TeMHa U MHrubMHa A nnn 17-ruapoKCUnporecTepoHa Ha Cpoke
15-19 nep.), B HacToslLIee BpeMst OTMEHeH BBUY HU3KOM 3KO-
HOMMYECKON 1 KIMHMUecKoi apdextuBHOCTU. CrHapoM [lay-
Ha obHapyskuBascs B 80% ciyyaes [11]. [Tpyu npesbiLieHnH mo-
POroBOro ypoBHsI CyMMapHOTrO PUCKa MO pesysibTaTaM NepBoro
cKpuHUHra 6onee 1:250 npuMeHsieTcst GMONCKsI BOPCHH XOPH-
oHa Ha 11-12-i1 Hemensax unu Gonee 6e30macHBIl U He MeHee
IOCTOBEpHbIit aMHKOLeHTe3 Ha 16—18-it Hezensix 6epeMeHHO-
cru [10] anst TouHO¥M BepudHKaLMK AUarHosa.

Y nereit ¢ cunapomoM JlayHa 4acTo MMeEIOTCSl MOpO-
KU pasBUTHS CEpIEeYHO-COCYAUCTON CUCTEMbI, JbIXaTeJIbHOM,
HEPBHOM, MMMYHHOM, 9HOOKPUHHOM, MOYEMNOJIOBOM CUCTEM
¥ OIMOPHO-JBUraTeNbHOro anmnapara. Hanbonbiumii uHTepec
npencTasysioT BpoxaeHHble nopoku cepaua (BIIC) u co-
CyIOB B CBSI3U C TeM, YTO OHM SBJISIOTCS OCHOBHOW NpPHUYM-
HO¥ rubenu mogeit ¢ cuHapomoM [layHa. [To cratucTuyeckum
JaHHbIM, Cpely TAaKUX MalLMEeHTOB YMWPAlOT OT KapAMOJIO-
rudecknx npuunH 13% nereit u 24% B3pocanbix [12]. Kpome
BIIC, ymeHblIaIOT BbIKMBAEMOCTb MALMEHTOB pPeCnUparop-
Hble MH}pEKLMH U Jeliko3. B mocnennee Bpemst 6naropapst
YIy4LIEHUIO YXOZia U PaHHEMY JIeUEHUIO OCTIOKHEHUIT o0Luast
TMPOROJIKUTENIBHOCTD SKM3HU OOJIbHBIX C CHHApOMOM JlayHa
3HauMTeNbHO Bo3pocia [12].

BPOXIEHHBIE TOPOKU CEPJILIA TP CUHIIPOME
JIAYHA

YV 40-50% HOBOpPOXIEHHbIX C CMHAPOMOM J[layHa nMe-
totcst BIIC [9, 10, 13—-15]. OHu sBASIOTCS OCHOBHO! MpHU-
UMHOI CMepTH MalMeHTOB B MepBble 2 roja >kU3HU [16].
Haunbonee uactsiMu u3 BIIC sBnstoTCS MOMHBIA MM He-
TIOJIHbIIi ATPMOBEHTPUKYJISIPHBII KaHan (UM Tak HasblBae-
Mblil aTpPMOBEHTPUKYJISPHbIA cenTanbHbiii aedext (ABC)),
IedekT MexoKenynoukoBoit neperopoaku (IMIKII), ne-
dexT MmexnpenceprHoit neperoponxu (IMIIIT), oTKpbITbIi
aprepuanbHblii (boTannos) nporok u Tetpana ®amno [10, 15].
ABCI n IMXII g9BAstOTCS TUMMYHBIMKA NOPOKaMU Pa3BUTUS
npu cuuapome JlayHa [17]. CamblM yacTo BCTpeyaroLmMmcst
MOPOKOM Y HOBOPOXXZAEHHbIX siBisiercss ABCll, Ha ero nomo
npuxoaurcg 40% ot Bcex cny4aes BIIC. Bropeim no yacrote
sensercs IMXKIT — 35% ot Bcex cnyuaes BIIC [9, 13].

Myrauus, cnoco6erBytouias passuruio ABCJl npu cun-
npome [layHa, Haxonutcst B 21-it xpomocome [18]. K nacros-
1eMy BpeMeHH UIeHTUPULMPOBAHbI ABA CreLUPUUECKHX re-
Hetuueckux jokyca anst ABCI. Onun us Hux — nokyc AVSD1,
npUCyTCTBYyIOWMIT Ha xpomocoMe 1p31-p21 [19]. Ipyroii
JIOKyC MPUCYTCTBYET Ha XpoMocoMe 3p25 1 COOTBETCTBYIO-
1eM rexe, 6orarom uuctenHoM, — EGF-nogo6Hbiit nomed 1
(CRELDT1) [20, 21]. ABCl — aro BIIC, npu koTopom cinvBa-
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torcs IMUKIL, IMIII 1 umeetcst naTonorust aTpMOBEHTPUKY -
JISIPHBIX KJ1anaHoB [22]. BbinenstoT MOJHbIA WM HEMOJHbIi
ABCIl [23]. Henonubiit ABCJl xapakTepuayeTcs HajauuueMm
OTIEJNIbHbIX aTPUOBEHTPUKYJSIPHbIX KinanaHos, INMIII Tuna
"ostium primum", JIMJKI] BXozmHOro THna 1 paciienarHbl MU-
TpanbHOro kianaHa. OH OOYCIIOB/IEH HEMOJIHbIM CIMSIHHEM
SHAOKapAMaJIbHbIX NofyLlek [24].

Monubiit  ABCJIl xapaktepusyercst OOWMM Mpencepa-
HO->enynoukoBbiM KnarnadoM, JIMIIT tuna "ostium primum”
1 [IMJKIT BxomHoro tvna. OH 00yC/IOBIIEH MOHBIM HECTUSHU-
€M 3HIOKapAuanbHbIX noayiuek [25]. [pu noniom ABCI] 06-
LLMIi aTPUOBEHTPHKYJISIPHBIN KyanaH UMeeT 5 GOJbLINX CTBO-
pok: 3 narepainbHble (Mpuiexaiire K CBOOOOHBIM CTEHKaM)
1 2 MocroBupHble (meperoponounble) [26]. lpu ABCJl Ha-
Goz1aeTcsl AMCIPONOPLMS BBIXOXHOTO M BXOJHOTO pa3MepoB
7IeBOTO 3KeJyZI0UKa, NPUYeM MepBblit U3 HUX OOJbllie BTOPOro
110 CPaBHEHUIO C HOPMaJIbHbIM CepILiEeM, ITle OHU OJMHAKOBbI.

[lpu pyTMHHOM aHTeHaTaJbHOM YJIbTPA3BYKOBOM CKaHM-
posanun ABCJl nyule Bcero BUAEH Ha ueTblpexkaMepHOi
MO3MLMK cepAla B BUIe OOLIEro aTpvMOBEHTPHUKYJISPHOTO
knanaHa [27]. OnHako YyBCTBMTENbHOCTb aHTEHATAJIbHOTO
yabTpasByka npu ABCJl ovenb Huska [28]. [locneponoBas
anarHoctuka ABCJl mpoBofMTCSl C NOMOLLbIO 3JIEKTPOKAp-
nuorpadun, peHTreHorpaduu OpPraHOB TIPYAHOI KJIETKH,
I9xoKT. Jlannbie 3xoKI' BK/IOYAIOT aHOMalbHYIO KOHQUTY-
paLuio aTPMOBEHTPUKYJISIPHOTO KJlanaHa, MOTepI0 HOpMalb-
HOTO CMeLleHHUs] aTPUOBEHTPUKYJISIPHOTO KJlarnaHa, aHo-
MaJibHO€ MOJIoKeHUe NamUJISIPHBIX MbILIL, JUCIPONOPLMIO
BXOJHOro M BbixogHoro otaenos JDK, JIMIII tuna "ostium
primum”, JIMJKI1 BxogHOTrO THMA U Jpyrue COMyTCTBYIOLIME
BIIC [19, 22].

OGBIYHO 3TO TSIKENbIi, FeMOAMHAMUYECKH 3HAUMMBbIIA 110~
POK, OZIHaKO OH COBMECTHM C 3KM3HBIO, M PY HEOOIBLIOI BbI-
Pa>KEHHOCTH HApYLUIEHMI MaLMeHTbl MOTYT JOXUBaTh 10 20 et
1 6onee [22]. ABCJ] nomiexuT XMpypruueckoil KOppeKLHH.
Lenbto ee siBnsiercst 3akpoitne IMIKII, IMIIIT u BoccTaHoB-
JleH1e aTPUOBEHTPUKYJISIPHbIX KnanaHos [27]. [launeHTsl, noa-
BEpriuMecs XUPYPruueckoMy JIeYeHHI0, UMeloT 15-JIeTHIo0
BbIKMBAEMOCTb 0KOJI0 90%. OT 9% no 10% M3 HUX HYXKOa0TCs
B [IOBTOPHOI1 onepaLuu B Teuenue 15 net [29].

JMKIT — sto BIIC, npu koTopom nmeercst coobienue (oT-
BEpCTHe) MeX/y JIEBbIM U MPABbIM KENYIOUKOM CO cOpocoM
KPOBU CjleBa HampaBO M pa3BUTMEM JIEFOUHOM TMIIEPTEH3UU
[22, 30]. LiBeToBOE nomnmsepoBCcKOe KapTUPOBaHKE TPH TPaHC-
TopakanbHoit IxoK[ sBnsercss Hanbosiee BbICOKOUYBCTBHU-
TeNbHbIM METOJOM JuarHocTuki. [pumepno ot 85% no 90%
HeGobLIMX M30mMpoBaHHbIX JIMIKIT crioHTaHHO 3aKpbIBAIOT-
Csl B TeUeHWe MepBOro rojia XXU3HW. XMpypruueckoe 3aKpbl-
e JIMJKII nokasaHo npu cpemHux U BOJIBLIUX Jnedexrax
¢ aucyHkuueit JUK, B cydasix nporpeccupyolLeit aoprab-
HOI1 HelOCTaTOYHOCTU MJIM MOCJIE 3MU307a SHAOKapanTa [31].

JIMIIIT — aro BIIC, npu koTopom nMeeTcst coobleHre
(oTBepcTHE) MeXIy JIEBbIM M IpaBbiM MpefcepaueM, ue-
pe3 Hero npoucxoaut copoc Kposu [22, 32]. [IMIIIT vyacto
He TPUBOAMUT K TMOSIBJIEHMIO KJIMHUYECKOH CUMITOMAaTH-
ku [33]. luarHoctuveckas BU3yananu3alusi BaxkHa il onpe-
neneHus pasmepa fedekTa M MMeeT pellaiollee 3HaueHue
IJIs OTlpefiesieHnsl TAaKTMKU BedeHus. TpaHcTopakasibHas
IxoKT sBnsercs «3010TbIM CTaHAAPTOM» BU3yanusauuu [32].
JOMIIIT pasmepamu MeHee 5 MM 4acTO CMIOHTAHHO 33aKpbIBa-
I0TCsl B TeUeHue nepsoro roaa xxu3uu. JIMIII paamepom 60-
nee 1 cM uare Bcero TpebyIOT XUPYPru4ecKoro 3akpbiTHs
nedekra [34].

Kpome Toro, He06X0AMMO OTMETHUTb BO3MOKHOCTb Pa3BH-
THS Yy NaLKEHTOB C CUHAPOMOM JlayHa cepIieuHO-COCYANCTbIX
ocnoxkHenuit BIIC, BKIIOYAIOWIMX JIEFOUHYIO TMIEPTEH3UIO,
apUTMMIO M HapylleHue NPOBOAMMOCTH, HAJIMYMe KOTO-
pBIX SIBISIETCS MPEOUKTOPOM HebIaronpusiTHOrO MporHosa
1151 maureHTa [35].

ITprosPETEHHBIE CC3 Y NALMEHTOB
C CMHJIPOMOM JIAVHA

AHatomus cepzua y yofeit ¢ Tpucomueit 21-it xpomo-
combl 6e3 siBHbIX BIIC He sIBIIsSIeTCS! OJIHOCTbIO HOPMAJIBHOIA.
Coobuanocs 06 ykopouenun MXKIT u yBenuueHnu ee ne-
PEeMnoHYaTol 4acTi y HOBOPOXKIEHHBIX C CHMHIAPOMOM Jlay-
Ha 6e3 BIIC [36]. Kpome Toro, B 64% ciyuaeB BbisiBIIsIaCh
KJanaHHas aucmnasusl. Takke Npy OLiEHKe COCTOSIHUS cepAiia
y CIy4aifHO# TpyMIbl B3POCTBIX C CMHAPOMOM [layHa Oblio
BBISIBJIEHO OOJIBLLIOE KOJIMYECTBO NALMEHTOB C MPOJIaNCoM MH-
TpaJIbHOTO KJlariaHa Wi C a0pTasbHOM peryprutauueit [37—39].
Cucronmueckast QyHKLMS Y NMOAPOCTKOB C CMHIpOMOM [lay-
Ha 6e3 BIIC [40] u peaynbraThl OLIEHKM KapAMOPECTTHPATOPHO-
ro Tecta (TpeaMmII-TeCTa C OLLEHKOH (PYHKLMM BHEILHETO AblXa-
Husl) [41] Oblny aieKBaTHBIMK, YTO MO3BOJISIET MPENTOJIOKHUTD
y HUX BO3MOKHOCTb HOPMajbHOM (PM3MUECKOIl aKTHBHOCTH,
XOT$1 OTMeueHa CHUsKeHHast paboTocrnoco6HOCTD [42].

Y nauueHToB ¢ cMHAPOMOM JlayHa omucaHbl NpexeBpe-
MEHHOE CTapeHHe 1 TEHJIEHLIMS K OXKUPEHUIO. Y HUX He TOJIb-
KO JlereHepaTHBHble M3MEHEHHs BHELUHEro BHAA, HanpuMep
KOXKH U BOJIOC, MOSIBJISIFOTCSI paHbllle, YeM Y YMCTBEHHO OTCTa-
7bIX Mozeit 6e3 cuuapoma JlayHa, HO M CHMITOMbI 60JIe3HH
AsbLreliMepa OTMEUAIOTCSl paHbllle, YeM y HACEeJIeHUs B Lie-
noMm. K 45 ropam npakTH4ecky y BCex Jofiell ¢ CUHIPOMOM
JlayHa mnosiBSIIOTCSL CcTapueckue OnsLKY, Heiipodubpui-
NSpHble KIYOKM M rpaHysIoBaKyoJsipHasi fereHepalus Heps-
HBIX KJIETOK. Y JIIOfiefl C CMHAPOMOM [layHa MpOnOJIKUTENb-
HOCTb KM3HU KOpOUe, 4eM y HaceneHus B enoM [43]. Takxke
npu cuiapoMe JlayHa Gosee BbICOKasl BEPOSITHOCTb U30bITOU-
HOP MacChl TeJIa M O3KUPEHHS, YeM Y Jiiofieii 6es 3Toit 6ose3HHu,
Oornee vyacToe pa3BuUTHe 3a00N€BaHMii LIMTOBUIHOI W Mapa-
LLIMTOBUIHOM KeJle3, OCTEeONopo3a, MeTaboIMyecKoro CHH-
Ipoma, caxapHoro auabera 2 tuna [44—46]. Cpenn skeHIH
c cuapoMoM JlayHa oxupeHKe BCTpeyaeTcst vallie, YeM cpe-
I1 MyskurH. BeposiTHbIE IeTEPMUHAHTBI O3KMPEHNST BKIIOYAIN
TIOBBILLIEHHbI YPOBEHD JIENTHHA, CHIKEHUE PACX0/la SHEPTUN
B OKO€, COMyTCTBYIOLIME 3aboseBaHusl, HeOIaronpusiTHOE
NUTaHWe U HU3KHIi ypOBeHb PU3NUECKON aKTUBHOCTU. Ou-
peHMe MOJIOKUTEIbHO aCCOLMMPOBAIOCh C OOCTPYKTHBHBIM
arHo? CHA, JUCIIUINZIEMIEN, TUIIEPUHCYIMHEMHUEN U HapyLle-
HUeM Noxonku [47, 48].

CornacHo nausbiM E. Vianello et al. [49] y B3pociibix ¢ cuH-
IpomoM JlayHa penko pasBHUBAETCs! aTEPOCKIIEPO3, apTepHallb-
Hasl TMIIepTeH3Ks ¥ MillemMuyeckas 6ose3Hb cepaua (tabm. 2).
B uccnenoBannu [50] 6b10 06HAPY>KEHO, UTO Y B3POCIBIX
c cuHapoMoM JlayHa MeHbllle TOJILIMHA MHTMMA-MeZna COH-
HbIX apTepuil, CUCTONMYECKOe M JUaCTOJIMUECKOe apTepu-
anbHOe NiaBlieHMe, a Takxke Oosee BbICOKME YpoBHU C-peak-
TMBHOTO Oesnka, TPUIIMLEPUIOB U oblliee cofepskaHue Kupa
B OpraHusMe, 4eM B KOHTPOJIbHOI1 rpynne. B3pocinble noan
c cuHApOoMOM JlayHa MOTyT ObITh 3allMILEHbl OT aTepOCKIIe-
po3a, HECMOTpPsSI Ha TNOBBILIEHHBI YPOBEHb OOLLEro K1pa
B OpraHmMaMe U noBbilleHHble ¢akTopbl pucka CC3. 3Ta TeH-
IeHLMsl 0OBSICHSIETCS] CBEPXIKCIPECCHel 3aLUUTHBIX aHTHaTe-
POCKIIepOTHYeCKHX (PAKTOPOB 3a CUET IeHOB, PACIOJIOXKEH-
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Matonorus

Cunppom JayHa
(n=4081)

fmnotupeonanam

JemeHuns 52
CvHapom 06CTPYKTMBHOTO anHO3 CHa 6,6
Aputmun 1,9
BMNC 23,9
CaxapHblin fuabet 3,5
ApTepuanbHas runepTeH3ns 2,6
JleroyHas runepTeH3uns 3,7

MpumeyaHue. “p<0,05; **p<0,01; ***p<0,001.

Ta6nuua 2. Yactota komopbuaHbix 3a6onesanun npy cuHgpome fdayHa (no C.G. Sobey et al. [53] ¢ mogndmkaumen), %

Bo3spacTt 0-89 ner Bo3spacTt 51 rog 1 cTapwe

KontponbHas rpynna Cuugpom Jayna KontponbHas rpynna
(n=16324) (n=369) (n=1476)
0.2+ 0.9 ***

0,6 *** 42,3 4,0

2,5 3,5 45
1,2 9,8 10
0,55*** 54 0,27***
1,9% 8,9 14*>

3,3* 10 25,8
0,05*** 1,4 0,1*

Hbix B 21-i1 xpomocome [51]. Bonee Toro, 6bisI0 BbiCKa3aHO
TpearnosokeHne, 4To Gojee BbICOKMII YPOBEHb aiMIOHEK-
THHA [52] M 6GeJKOB, CBSI3bIBAIOLUMX SKMPHbIE KUCIOTHI [49],
MOXKeT UrpaThb poJjib B 3aLMTE B3POCIIbIX C CMHAPOMOM JlayHa
OT aTepOCKIepo3a.

Taxske coo01uaeTcst, YTO CepiieYHO-COCYaANCTasl CUCTeMa
NalMeHToB € cHHApoMOM JlayHa XxapaKkTepusyeTcsi U3Me-
HEHHbIM BereTaTMBHbIM KOHTPOJIEM CeplevHOll AesiTebHO-
CTW U BereTaTUBHOM auchyHKUMei. [lauuenTtsl ¢ cCMHAPOMOM
Nlayna 6e3 BIIC nemoncrpupytor cuuskenne YCC u aprepu-
aJIbHOTO J1aBJIeHUs] B OTBET HAa U30METPUUECKUe yIpaskHEeHHs]
C XBaTOM, TWJIT-TECT U TeCTUPOBaHK1e XOJIOAHOro npecca [54,
55]. Y naumenToB ¢ cuHapomom JlayHa HaGm0#aeTcsi MeHb-
liee napacMMNaTHueckoe TOPMOXKEHWEe UM CUMIATUYecKoe
BO30YyskIeHNe B OTBET Ha MAaCCHBHbII BEPTHKAJIbHbII HAKJIOH.
9T 3¢peKTbl MOTyT ObITb OMOCPENOBAHbI MEHBLINM H3Me-
HEHMeM UyBCTBUTENbHOCTH Oapopedriekca y Jiofieil ¢ CHH-
apomom JlayHa [55]. BereraTuBHast auchyHKLMS TaKxKe MO-
JKeT YaCTUYHO OOBSICHSATb HemocTatouHoe yBennuenne YCC
BO BpeMsl TPEAMMJI-TeCTa C MakKCMMaJbHOM Harpyskom y Ta-
KX 60JbHBIX [54].

CTaTUCTMKM MO TNPONOJKUTENIbHOCTH KM3HM MaLMEHTOB
c cunzapomoM JlayHa B Hawlefi ctpaHe HeT. CornacHo 3apy-
GexkHbIM JIaHHBIM [3] cpenHsisl MPOJOJKUTENBHOCTb SKMU3HH
npyu 3TOM 3abosieBaHMM B MOCJIEHKE Toibl Bo3pocna ¢ 25
1o 53-58 ner. B mpencraBieHHOM HabOLEHMH MalMeHTKa
noskuna o 59 et M CKoHYanach OT MOJIMOPraHHON HeoCTa-
TOYHOCTU Ha (PoHe HecBoeBpeMeHHOi 3amenbl IKC, ocTpoii
JeKOMIeHCaLuK CepIeUHOi HeIOCTaTOUHOCTH.

3AK/TIOYEHUE

B npencraBneHHOM HaMK KITMHUYECKOM HAOJIOEHNUH Y Ma-
LIMEHTKH C MOATBEP>KAEHHBIM B IETCTBE JUAarHO30M «CHHIPOM
JayHa» He Obino maHHbIX 3a Hanuuue BIIC, B 52 roma pasBu-
JIMCb TSDKeNble HapyLIeHUs MPOBOAMMOCTH, MOTpeOOBaBLLMe
ycraHoBku IKC, B 59 neT Obl1 AMAarHOCTMPOBaAH JiereHepaTB-
HBIIl CTEHO3 YCTbsl A0PTbI JIETKOM CTENeHN ¥ HeNOCTaTOYHOCTD
aopTanbHOrO KyanaHa.

Takum 00pa3oM, B CBsI3U C yBeJIMYEHHEM MPOLOJIKUTENb-
HOCTH JKM3HH MaLMEHTOB C CUHAPOMOM JlayHa OHM HauMHaIOT
nonazarb B MoJie 3peHusl TepaneBTOB, KapAMOJIOrOB, PEaHU-

MaToJIOroB, OKasbIBAIOLIMX MOMOLLb B3POCIOMY HACENEHHIO.
B Hacrosiliee Bpemst BeZleHHe TaKMX OOJIbHBIX OCYILECTBISET-
Csl C no3uumii 00LMX pekomeHaauuit. Heo6xonumo usyuenve
ocobenHocTeit TeueHust CC3 y naHHOI KaTeropuu OOJbHBIX
1715 OKa3aHMsl UM aleKBaTHOM MEIULMHCKOI nomouu. B Oy-
ZyLieM BO3MO3KHa pa3paboTKa OT/EeNbHbIX KITMHUYECKUX PEKO-
MEH/IaLMi I BKITIOUEHKE OTZEJIbHBIX Pa3ziesioB B obLiye pe-
KOMEHZALIMU 110 0COOEHHOCTSIM BeIEHHUS TAKMUX OOJIbHbIX.
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