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NATONOrNA CEPAEYHO-COCYANCTON CUCTEMbI Y ETEN
C CMHAPOMOM LUEPELLEBCKOIO — TEPHEPA

Pestome. CTaTbA NOCBALLEHA U3YYEHUIO CTPYKTYPbl NaTONOMMN CEPAEYHO-COCYANCTON CUCTEMbI Y AeTEe C
cuHgpomom LLlepewesckoro — TepHepa. Pe3ynbTaTbl paboTbl OCHOBAHbI HAa AaHHbIX 06CNef0BaHNA 42 60NbHbIX
¢ cuHapomMom Lllepelesckoro — TepHepa B Bo3pacTe oT 1,5 o 17neT. MokasaHo, 4Toy 80,9 % 60nbHbIX C
cuHapomom LllepelieBckoro — TepHepa 0TMeyatoTCA NaTOoN0rMYECKMe N3MEHEHNA CO CTOPOHbI CepaevHo-co-
CyANCTOl CUCTEMbI Pa3HO CTeneHN BbipaXKeHHOCTU. Hanbonee 4acTOo BCTpeYaeMbIMU BPOXKAEHHLIMU MO-
pokamu cepgua npu cuHgpome LllepelueBckoro — TepHepa ABNATCA KOapKTauns aopThl, ABYCTBOPYATblii
aopTanbHbIi KnanaH u fedhekT Me>KnpeacepAHoii neperopogkn. CuHgpom LLlepelesckoro — TepHepa B 35,6%
CNyyaeB accoLMMPOBaH C HapyLIeHNAMI 3NeKT pUuYecKoii paboThl cepaua, B 4aCTHOCTU C CUHAPOMOM YANNHEH-
HOro nHTepsana QT. ATeporeHHble U3MEHEHNUA NUNUAHOTO NPodunsa y 60MbHbIX ¢ CMHAPOMOM LLIepeltesckoro —

TepHepa B 21,4% cnyyaes HabntogaoTCs ¢ 4eTCTBa.

Kntouesble cnosa: cuHapom LLepelesckoro — TepHepa, 4eTu, CepaeyHo-CocyancTas cucTema.

BBegeHune

CuHppom Lepelesckoro —TepHepa (CLUT) (cuH-
apom Ynbpuxa—TepHepa, XO-CMHAPOM, MOHOCOMMUSA X,
[IMCTreHe3ns roHaa) —3TO XPOMOCOMHOe 3aboneBaHue, B
OCHOBEe KOTOPOro NIeXXWUT YacTUYHasa Un MoJIHas noTeps
0[HOM 13 ABYX X-XPOMOCOM B 6OMbLUMHCTBE UK BO BCEX
K/eTKax opraHvM3Ma 1 KoTOopoe XapaKTepu3yeTcsa npome-
XKYTOYHbIM nonom. CuHgpom Llepewiesckoro — Tep-
Hepa BCTpeyaeTcs ¢ yacToTol 1:2500 — 1 : 3000 »KmnBbIxX
HOBOPOXAEHHbIX (heHOTUMUYECKNX [eBOYEK U ABJIFETCA
CaMoii pacnpoCTPaHEHHOW NPUYMNHOI NePBUYHOIO F1Mo-
roHagusma [36].

BnepBble faHHbI cMHAPOM 6bin NpefcTasneH B 1925
rogy pycckum Bpayom Hukonaem Apgonbosuyem Llle-
PELUEBCKMM, KOTOPbIA onucan 25-1eTHIO NauneHTKy ¢
YXEHCKUM (heHOTUMOM, CyOHaHN3MOM, rMNOroHaAn3MoM,
KOPOTKOIA LUEeR C KPblIOBUAHBIMU CKNaAKaMu, MUKPO-
rHaTvei, BbICOKMM He6OM, FMNepTelopM3MOM COCKOB [4].
B 1930 rogy HemeLKuUM geTckum BpadyoM OTTO ¥YIbpuXom
(Otto Ullrich) 6b1n npegcTasneH NayMeHT CO CXOZHOW Kn-
HMYECKOI CMMNTOMATMKOW, U B 1938 rogy amepmkaHcKuii
sHpokpuHonor MeHpu TepHep (Henry H. Turner) Takxe
onucan faHHbI CUHAPOM. [TOTOMY B aHT/1083bI4HOM N1N-
TepaType AaHHblli CUHAPOM MOMYYW Ha3BaHWe «CUHAPOM
TepHepa», B HEMELKO — «CMHAPOM Y nbpunxa — TepHe-
pa», a B 0TEYECTBEHHOW — «cnHApom LLlepelueBckoro —
TepHepa». CuHgpom Llepewesckoro — TepHepa Kak
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XpomocomHas natonorus XO Brepsble 6bin onpeaeneH
C.E. ®opgom (C.E. Ford) B 1959 roay [3, 26].

B ocHoBe aHeynnomgumn, Habnwogaemoi npu CLUT,
NEeXUT HapYLLEHWE PACXOXAEHNSA XPOMOCOM. VI3MeHeHus
KapuoTuna y 60/bHbIx ¢ CLUT B 60/bLIMHCTBE ClyYaes
XapaKTepusyoTcs:

1) otcytcTBMeM ofHOW X-xpomocombl (45,X), B
TOM 4ucne mosamyHocTblo (50—75 %), 45,X/46,XX
(10-15 %), 45,X/46,XY (2-6 %), 45,X/46,X,i (Xq),
45,X/46,Xdel (Xp), 45,X/46,XX/47, XXX;

2) NOJTHOI WA YaCTMYHO feneLueii KOpoTKOro nie-
ya X-xpomocombl (46,Xdel (Xp)) (30 %);

3) hopMmmpoBaHueM mM3oxpomocombl Xq (46,XiXq, ¢
[BYMS 04UHaK0oBbIMM ninedamu Xq u geneunein Xp) (5 %),
KO/bLLEBOM xpomocomoii X (46, X,r (X)) [14].

BapuaHTbl KapuMoTUMNOB Y MaLUeHTOB C CUHAPOMOM
LLlepewesckoro —TepHepa [1]:

- 45X

—45,X/46,XX
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- 45 X/47, XXX

- 45, X/46,XX/47, XXX

- 45 X/AT7 XX X/48, XX XX

- 45, X/46,XX 147, XXX/48, X XXX

- 45,X/46,X, psudic (Y) (q11.2)

- 46,X, +mar (derX)

- 45,X/46,X, +mar (derX)

- 45,X/46,X, del (X) (p)

- 45,X/46,X, del (X) (q)

- 45,X/46,X, del (X) (423)

- 46,X, del (X) (p)

- 46,X,r (X)

- 45,X/46,X,r (X)

- 45,X/46,X,r (X) (p22.3928)

- 45,X/46,X,r (X) (p21g25)/46,XX

- mos45,X/46,X terrea (X;X) (p21.3;p22.3)

- mos 45,X,del (X) (p22.1) [35]/45,X [19]/46,X,r (X)
(p22.1928) [6]

- 46,X, del (X) (pter- > g21.1::p11.4- > pter)/45,X

- 46,X.i (X) (q10)

- 45,X/46,X.i (X) (q10)

- 45,X/46,X.i (X) (q10)/46,XX

- 45 X/47,XX.i (X) (q10)/46,XX

- 46,X.i (X) (p10)

- 45,X/46,X.i (X) (p10)

- 45,X/46,X.i (X) (p10) /46,XX

- 45,X/46,X.idic (Y)

- 45,X/46,X.idic (Yp)

- 45,X/46,XY

- 45 X/47 XYY

- 45 X/47,XYY/46,XY

- 45,X/46,X,del (Y) (9)

- 45,X/46,X,dic (Y)

YCTaHOBNEHO, YTO MOHOCOMMUS X-XPOMOCOMbI Mpo-
ABnseTcs B 1—2 % c/lyyaeB OT BCEX 3a4aTuil y YenoBeka.
Y 60/1bHbIX C X-XPOMOCOMHbLIM M0O3anL3MOM BO3MOXHO
Ha/IMyme KNeTOUYHbIX KNOHOB, CofepXaLux Y -XxpoMocomy
(45,X/46,XY), a TaKKe BepOATHbl BapuaHTbl TPaHC/O-
Kaumm mexgy X-XpoMocomoi u aytocomamu. Y 60/b-
Hbix ¢ CLUT vawe HabnogaeTcs OTCYTCTBME OTLOBCKOW
X-Xpomocombl. CuHapom TepHepa He CcBfA3aH C BO3pac-
TOM MaTepu, BEPOATHO, ero pasBuTue 06YCNOBNEHO He-
CTabubHOCTLHO Y -XPOMOCOMbI. CuMTaeTcsi, 4TO MoTeps
MaTEPUHCKOI X-XPOMOCOMbI NPUBOANT K PasBUTUIO 60-
Nlee TSHKENbIX NMOPOKOB PasBUTUA BHYTPEHHUX OPraHoB.
Mnofbl ¢ kapuotunom 45,X cnoHTaHHO abopTupyroTcs
B 98 % cny4yaeB. X-XpOMOCOMHbIA MO3anLmu3M, 06ycoB-
NEHHbIA HapyLlleHnemM Apo6neHns 3UroTbl, MOXEeT CO-
MPOBOXAATLCH HA/IMUMEM K/IOHOB KNETOK, COfepXalimx
[Be X-XpomocoMmbl (45,X/46,XX), X- n Y-XpoOMOCOMbI
(45,X/46,XY), nn60 KMOHbI C NOANCOMMER X-XPOMOCOMbI
(ranpuwmep, 45,X/47,XXX) [4, 7, 40, 41].

Ernest B. Hook, Dorothy Warburton cunTatot, uto Bce
YKMBOPOXKAEHHbIe C KapnoTunom 45,X ABNATCA CKPbITbI-
MU, «3aragoyHbIMU» Mo3anKamu, 0Koso 60 %13 HUX - Mmo-
3auku no X-xpomocome, a40 %- no Y-xpomocome [21].

MoBTOPHBIA pUCKpoXAeHUs pebeHka c CLU T HeBenmK,
33 UCK/IIOYEHNEM TeX Cly4yaeB, KOrfay OfHOro uam o6oumx
poawuTeneii MMeeTCs Hacneayemas X-ay TOCOMHas TPaHC10-
KaLus Uv KOra MaTb HECET K/OH KeTok 45,X [2, 4].
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Pa3HoobOpa3ve HapylleHWin KapuoTuna npegonpe-
fenset QeHoTunuyeckuii nonumopgusm CLUT. Tak,
HU3KKMiA pocT BeTpeyaeTca y 94,5 % 60nbHbIX CLUT, ru-
noroHaamam —y 95—99 %, aHoManMu CKeneta u Kapamno-
BaCKy/sipHON cmcTeMbl—Y 40 %, aHOMannn MoYeK —y
33—70 % [2]. B HacTOSLLee BpeMS NOKa3aHo, YTo OTCYT-
CTBME KPUTUYECKOTO yyacTKa X-XPOMOCOMbI B PErVMOHE
KOpPOTKOro nnedva pil.2—22.1, rae KapTUPYHOTCA TeHbI
UBE1; USP9X; BMP15, npuBoAWUT K MPOSBAEHUIO Ta-
KUX MPU3HAKOB, KaK HU3KOPOCNOCTb, YepernHo-nunLeBble
aHomanuun, TUnoroHagnsMm, ayToOMMMYHHble 3aboneBa-
HUS WMTOBUAHOM xenesbl [1]. Jeneyns B TeIOMEPHOM
nceB0ayTOCOMHOM Y4acTKe XpomocoMmbl X pter 22.32,
rge KapTupyetcs romeobokc-cogepxawmnini reH SHOX
(short stature homeobox), conpoBoXxaaeTcs 3afepXKoi
pa3BUTUA NPOAOSbHOW ANMHBI TeNa v TakKuMu heHOTUMK-
YeCKMMMN JMCMOP(UAMM, KaK BasibrycHas geopmauus
HUXXHWUX KOHEYHOCTEN, ONUrofakTWUAWS, MUKPOTHaTus,
«roTuYeckoe He6o» [12].

TsxecTb nposeneHunii CLUT, kak npaBunio, Kop-
penMpyeT C MPOLEHTOM KNeTOK, KOTOpble HeCyT OfHY
X-xpomocomy [33]. Mpu XpPOMOCOMHOM MO3auLM3Me
45,X/146,XX; 45,X/46,XX/47,XXX; 45 X/47,XXX 3a-
6oneBaHne xapakTepusyeTcs 60siee MArKOW KANHMUYe-
CKOW KapTWHON. ®eHOTMN NauMeHTOB C KapuoTMMoMm
45,X/46,XY BapbupyeT OT MOYTU HOPMAJLHOr0 MyX-
CKOTO 10 NOYTWN HOPM&a/IbHOTO YXEHCKOTO C HEKOTOPbIMU
npusHakamu CLUT. WNHTepecHo, uto 90 % MO3amKoB
45,X/46,XY B npeHaTanbHblli Nepuog XXU3HW WUMelT
MY>KCKO (heHOTUM, B TO BPEMS KaK B MOCTHATa/IbHOM ne-
puoge Hanbosee 4acTo BCTPEYAKOTCA NaLMeHTKW € Npu-
3Hakamu CLUT [2].

B nocnefHee BpeMsi MokasaHo, Y4TO (PeHOTUNUYECKME
npossfieHnsa CLU T TakKe cBA3aHbl C O4HOHYKNEOTULHbI-
My nonmmopguamamu (SNP) pasnnyHbIx reHoB (Tabn. 1).

PacrpocTpaHeHHOCTb BPOXAEHHbLIX MOPOKOB cepaLa
ynaymeHTos ¢ CLUT kone6netca ot 1780 45 % [13]. Hau-
60nee BbICOKMI pUCK HANNYMA U Pa3BUTUS CEPLEYHO-CO-
CYAMCTbIX HapyLUeHWin XxapakTepeH 415 AL, ¢ KapuoTtu-
nom 45,X (OR = 3,50, 95% AW 0,99-12,29; p = 0,05) [6].

CepfieyHO-COCYUCTbIE HApYLUEHMS Y 6O0MbHBIX C
CLUT Takxke cBA3aHbl C pUCKOM pa3BUTMS apTepuanbHOi
rMNepTeH3umn, TUNePANMUAEMUN, OXKNPEHUS U caxapHo-
ro gnateta [8, 32].

OfiHaKo, HeCMOTpPSA Ha BbICOKYH 4aCTOTY BCTpeya-
eMOCTW CephevHO-cocyaucToli matonormm npu CLUT,
[aHHbIA acnekT (heHOTUNUYECKOro MPOSBIEHNA MOHO-
COMUN X-XPOMOCOMbI Y AeTeli NPeACTaB/eH B eJUHNYHbIX
paboTtax. Laura Lucaccioni n coasT. [25] cuntaloT Heob-
XOLUMbIMW Aa/lbHeiLIne WUCCNefoBaHWs CepheyHo-Cco-
CYAWCTON cmucTeMbl y 60MbHbIX ¢ CLUT gns ycoBepLueH-
CTBOBaHMA OLLEHKWN pUCKa pPasBUTUA HebNaronpusaTHbIX
COObITWI 1 ONTUMU3ALMN BeJeHNS NALMEHTOB.

Llenbio mccnegoBaHUa ABUIOCH U3YYeHWe CTPYKTYpbI
4acTOTbl BCTPEYaeMOCTW MaTOMoNMMN CepheyvHo-Ccocyau-
CTOW cucTembl y geTein ¢ CLUT.

MaTepI/IafIbI n MeTodbl NCcnepoBaHnA

Moa HaWwuM HabnogeHMeM Haxoamnnock 42 nauneHTa
¢ CLUT BBO3pacTe 0T 1,540 17 neT, KOTOpbIe 6b1IM 06Ce-
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[0BaHbl B 06/1aCTHOM 3HAOKPUHOJIOTMYECKOM OTAE/IEHNN
KY «Il"opofckas getckas KnmHuyeckas 6onbHuLa No 1»
[OOC r. JHenponeTpoBcKa U 06/1aCTHOM KapAuopeBma-
TONorMyeckoM otaenenmn KY «[HenponeTposckas 06-
NnacTHas fieTcKasa KnMHuyeckas 6onbHuua» JOC.

[wnarHo3z CLUT 6bin NoATBEpXAeH KapuoTunmposa-
HWeM, NMPOBeSeHHbIM B Pecny6/1IMKkaHCKOM reHeTUYECKOM
ueHTpe . Kpuoro Pora. Bcem getam Gbinv nposefe-
Hbl anekTpokapgmorpadmsa (IKI), axokapauorpadus
(OxoKI). Takxe MpoBOAMMUCL UCCNeLOBaHWUSA YPOBHSA
WHCYNMHOMNofo6Horo daktopa pocta | (MPP-1), kopTu-
3001a, hoNMKynocTUMynupytolero ropmona (®Cr), nio-
TeuHU3upytoulero ropmonHa (J1I), actTpagmnona B CbIBOPOT-
Ke KPOBW; OLeHMBaICA XapakTep MMMUAHOro npoquns.

Cratuctmnyeckas o6paboTka MONYYEHHbIX Pe3y/ib-
TaToOB NPOBOAWNACL C MOMOLLbIO CTaHAAPTHbLIX METOZO0B
CTaTUCTUYECKOTO aHanmsa C WCMO/b30BaHWeM Mpo-
rpamMMHoOro obecneyeHuns 4as NePCOHANbHOIO KOMMbHO-
Tepa Microsoft Excel n Statistica 6.0.

Pe3yanaTb| " o6cy>K,qu|/|e

Y peteit ¢ CLUT nopoku pas3sButusi CepaeqHOo-Co-
CYAWCTOW cucTembl oTMevanuch B 80,9 % cnyyaes. Ko-
apKraums aopTbl 6bl1a guarHoctuposaHa y 4 (26,6 %)
nauneHToB ¢ CLUT, y 5 (33,3 %) —aBycTBOpYaThIii aop-
TanbHbI KnanaH, y 3 (20 %) —aethekT MexnpescepaHOl
Nneperoposku, Takxe 6110 no 1 cnyyato (6,6 %) oTKpbI-

KéiHi4Ha neplatplsa / Clinical Pediatrics

TOro apTepuasibHOro NPOTOKA, COYEeTaHUA CTEHO3a YCTbA
aopThbl 1 fedeKTa MeXNpPecepAHON Neperopoakn U Ko-
apKTaumMmn aopTbl B COYETAHWUM C ABYCTBOPYATLIM Knana-
HOM aopTbl. YeTbipeM nalMeHTKaM C Lenbio YTOYHEHUA
AvarHosa 6blna NpoBeAeHa MarHMTHO-pe30HaHCHasa To-
morpadua (MPT) cepaua, nNo3BonvBLUASA BbIIBUTL aHO-
Ma/ iy pa3BUTUA BEPXHEN MO0 BEHbI, MOLKNHOYNYHOM
apTepuu, aHOManbHbIA APeHaX NeroyvHbIX BeH. [Nponanc
MUTPaNbHOrO KnanaHa 6bl1 AnarHoCTUpoBaH y 8 60/b-
HbIX (23,4 %). YTONWeHNe MEXNPEACEPAHON U MEXOKe-
NYyA04YKOBOV Meperopojok Habnwaanock y 4 naymeHToB
(11,7 %).

CornacHo faHHbIM pyrux aBTOPOB, EC/IN B CTPYKTYpe
BPOXXJEHHbIX MOPOKOB CepAaua y Aetein obuieid nonyns-
UMM NpeobnagaloT AeeKT MEeXOKeNyA404KOBON nepero-
pofkn (25 %), peeKT MexnpeacepAHo MeperopogKu
(15 %) n OTKPbITLIA apTepuasbHbIA NPOTOK (15 %), TO
y nauumeHtoB ¢ CLUT vauie BCcTpeyaroTcA KoapkTauus
aopTbl (30 %), 6UKycnuaanbHbIA aopTasbHbIA KnanaH
(30—50 %) 1 MeHee yeM B 5 % cny4yaes BCTpeyaeTcs Au-
narauus KOpHs aopTbl. CUMTaloT, YTO aHeBpU3Ma KOPHA
aopTbl, BCTpeyaroLllasca y 60nbHbIX ¢ CLUT, Hambonee
BEPOSATHO, CBA3aHa C AeeKTOM Me3eHXMMabHOMN TKaHW,
a He C aTepoCK/epoTUYECKUMMN N3MEHEHUAMU. CUHAPOM
rMnonnasun neBbiX OTAENOB CepALa, KOTOPbIM Takke
ABNAeTCS YacTbiM nposiBneHnem CLUT, HeceT BbICOKMiA
PUCK neTasibHOCTM. CuuTaloT, YTO [aHHasa aHomanus

Ta6nuua 1. FeHbl ¥ UX NONUMOPU3MbI, ACCOLUMPOBAaHHbIE C NPOsSBAEHUEM CUMHAPOMA LWepeweBckoro —

[eH

MeTtuneHTteTparngpodonarpegykrasa
(methylenetetrahydrofolate reductase
(NAD (P)H) — MTHFR)

MpoTenH-3, CBS3bIBAOLW NI UHCYINHO-
noao6HbIi hakTtop pocta (Insulin-like
growth factor-binding protein 3 —
IGFBP3)

PeuenTtop aHrnoteHsnHa-2 (angiotensin
type 2 receptor — AT2R)

Peuentop ButamuHa D (vitamin D
receptor — VDR)

Peuentop ButamumHa D (vitamin D
receptor — VDR)

Peuentop ropmoHa pocta (growth
hormone receptor GHR)

Cynpeccop LUTOKMHOBOrO curHana 2
(suppressor of cytokine signaling
2-S0CS-2)

Tupo3nHoBas ocarasa, Hepe-
LenTopHbIA TUN 22 (protein tyrosine
phosphatase, non-receptortype 22
(lymphoid) — PTPN22)
3cTporeHoBbIii peuentop a (estrogen
receptor a — ER-a)
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TepHepa
Monumop{uamsl Accounauunm Ccbinkn

C677T (rs1801133) n HepocTtatouHo jokasaTtenbCTB Haimuuns 27; 28

A1298C (rs1801131) CBA3N CypOBHEM rOMOLNUCTENHA B CblBO-
pOTKe KpoBu

rs2854744 CHMXEHHan YyBCTBUTENLHOCTb K AEii- 16
CTBUIO TOPMOHa pocTa

A- > 1675G nHtpoHa 1 He cBfA3aH c pa3BuTMeM KoapkKrauuu 35
aopTbl

Apal/G1025-49T, Taql/ He cBA3aH C pUCKOM pasBUTUS ayTo- 10

T1056C, Fokl/T2C n WMMYHHOTO MOpPaXeHns W1TOBUAHOW

Bsml G1024 +283A xenesbl

bb (Bsml nonmmopdHbIii  AccounMmpoBaH C HU3KO MUHepanbHOW 30

cait) u ff (Fokl noawn- NNOTHOCTbIO KOCTHOW TKAHW 1 NOBbILIEH-

MOP(HbI caiiT) HbIM PUCKOM MepenoMoB KocTei

Leneunsa 3-ro ak3oHa He Bnuset Ha pa3Butue ANNHbI Tena 9; 22

rs3782415-C CHMXEHHast YyBCTBUTENbHOCTb K AEil- 15
CTBMIO TOPMOHa pocTa

C1858T BbICOKMIA pUCK pasBUTUS ayTOMMMYHHOTO 11
NnopaXeHns WUTOBULHOW Xenesbl

Pvull nXbalER-a6 TOMO3WTOTHBIA peLecCcuBHbIV reHoTun 34
(xx n pp) nonumopduamos Xbal n Pyul
conpoBoxpaeTcs 6onee akTMBHON MUHe-
panu3aumeii KOCTHOM TKaHW B OTBET Ha
neyeHune
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npevMyLLIeCTBEHHO accoLunpoBaHa ¢ Kapnotunom 45, X.
Mpu CLUT HabnogatoTcs U Takue cocyaucTble HapyLue-
HWA, KakK abeppaHTHaa npasas NOAKNIOYNYHASA apTepus,
He0CTaTOYHOCTb KNanaHoB aopThbl, a0PTa/bHbI CTEHO3,
HeA0CTaTOYHOCTL TPEXCTBOPYATOrO KnamaHa, nposarnc
MUTpanbHOro Knanawa [8, 19, 20, 23].

"eHeTnyecKne NOANMOPMU3MbI, KOTOPbIE U3MEHAIOT
aKTMBHOCTb (DEPMEHTOB, Y4acCTBYIOLWMX B MeTabonmsme
(honneBo KMCNOTbI, B TOM YMCE METUAEHTETParnapo-
(honatpepykrassl (MTHFR), mMoryT npusectu K rumno-
metunuposaHmio AHK. 'en MTHFR pacnonoxeH Ha
1p36.3 1 BK/OYaEeT B cebs ABa NOANMOPKHM3MA: 3aMeHY
LUMTO3MHA HA TUMUH B Hykneotuge 677 (C677T) v age-
HWHA Ha LWUTO3UH B HykneoTuge 1298 (A1298C), uto
MPUBOAUT K CHWXeHUto akTuBHOCTM MTHFR un Hapy-
WeHnto MeTabonmama honeBoin KMcnoTol. Mccnenosa-
HWA NOIMMOP(U3MOB 3TOT0 reHa fanv NPoTUBOPEeYUNBbIe
pesynbTatbl. TeM He MeHee MoKa3aHo, YTo MPUMeHEeHMe
(honneBOW KNCNOTbI NPeSOTBpaLLaeT pa3BUTUE BPOXKIEH-
HbIX MOPOKOB CEPALIA; YPOBEHb KOHLEHTPaL UM roMoLu-
CTeWHa B CbIBOPOTKE KPOBW KOPPENUPYET C pasBUTMEM
CepaeyvyHO-CoCyANCTbIX 3abonesaHunii, a aemynT nono-
BbIX FOPMOHOB Y XEHLLUH ABMSETCA BAXHbLIM (DAKTOPOM,
CMOCOGCTBYIOLLMM MOBBILEHWIO COAEpPXaHUs romMouu-
cTeuHa [38].

B HacToALee Bpemsa cyLwiecTByeT et nT 0CBEAOM-
NEeHHOCTK Bpayein u naymeHToB ¢ CLUT o pucke paccna-
nBaroLLeil aHeBpU3MbI a0pThl. K cOXaneHuto, naumeHTbl
4acTO WrHOPWPYHOT NepBble CMMNTOMbI 3TOFO KpaliHe
HebNaronpuATHOro CO6bITUSA, YTO 3HAYNTENIbHO YBENK-
YMBAET PUCK JIETa/IbHOI0 Ucxoga. B cBA3mM ¢ aTum cunta-
t0T, YTO Y NayueHToB ¢ CLUT Heobxoaumo npoBefeHue
MPT ons CBOEBPEMEHHOr0 ONepaTMBHOrO BMeLUaTelb-
cTBa [39].

Fahrettin Oz u coasT. [29] npu npoBefeHUM [Or-
MN1epoBCKOro WccnefoBaHnUs BHYTPUCEPLEYHOrO KpoO-
BOTOKA YCTaHOBUAM, YTO Y 6onbHbIX ¢ CLUT goctosep-
HO BbILLE MHAEKC MacCbl MUOKapAa /IeBOro >enyouka
(MMMJ1XK), TonwmHa 3agHei cTeHku JIK, anametp ne-
BOro npegcepams. NMuk ckopoctn TMI B KOHLe AnacTo-
Nbl (MUK A) 6biN 3HAYUTENBHO BbiLUe, B TO BPEMS KaK MUK
CKOPOCTM TPAHCMUTPASIbHOIO MOTOKA B Havase fMacTo-
nbl (NuK E), BpeMsa 3aMef/IeHNs paHHEr0 TpaHCMUTPanb-
HOr0 KPOBOTOKa M COOTHOLLEHME CKOPOCTE nepuosoB
paHHero v No3f4Hero 4MacTo/IMYecKOro HanoJIHEHUs ne-
BOr0 XenyAouka 6blanM 3HaUUTENIbHO HUXeE Y NaLueHToB
cCLUT.

N3meHeHns cepieyHoro putmMa um Metabosmueckme
HapyLleHWs B MUOKapAe, NOATBEPXKAEHHbIE pe3ynbTaTa-
My KT, 6bInM HaMK 0TMeYeHb! B 35,6 % ciyyaes CLUT.
VccnefoBaHue 3N1eKTPUMYECKO paboThbl cepALa BbiSBUNO
y 6onbHbIX ¢ CLUT cnefytowme HapyLweHns: OTK/IOHEHe
0CK cepjLia BNpaBso, HapyLueHus 3ybua T, 61okaaa nesoi
HOXXKM nyyka ['nca, ykopoyeHue nHtepsana PR, yanunHe-
Hue nHTepBana QT. Hanbonee 4acTbIM 3/1€KTPOKAPAUNO-
rpaguyecknum npu3Hakom, conposoxparowmum CLUT,
ABNANCA CUHAPOM YANUHeHnA nHtepsana QT. CoriacHo
faHHbIM Robert Dalla Pozza v coast. [17], yanuHeHne
nHtepsana QT HabnogaeTca y 33 % 6onbHbIXx CLUT B
feTckoM Bo3pacTe. CUHAPOM YA/ MHeHUs nHTepsana QT
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accoLmMmpoBaH C BbICOKMM PUCKOM BHE3aMHOW CMepTu.
YuuTtbiBas TOT (haKT, 4To y nauneHTos ¢ CLU T Habnoga-
eTCA yBennyeHve noTeHumana KapamoMmoLmMTos andde-
PEHLMPOBATLCA U3 NIIOPUMOTEHTHBIX CTBOSIOBbIX KNETOK,
CYMTAIOT, YTO B OCHOBE 3/1eKTPO(U3UNO0IOTUYECKMX OCO-
H6eHHOCTel CepAeyHON LesTeIbHOCTY MPU MOHOCOMUM
X-XPOMOCOMbI IEXUT NEPBUYHbI AetheKT passutus [24].
Mo Bceli BEPOATHOCTU, CUHAPOM YAJMHEHUS UHTepBana
QT y 6onbHbIX ¢ CLLIT 06ycnoeneH MyTauusamu rnasHbIX
reHos LQTS (Long QT syndrome) - KCNQ1, KCNH2
(c.3140G > Theterozygousp.Arg1047Leu, ¢.2738C > The-
terozygousp.Ala913Val), KCNE1, KCNE2 (c.161T >
Cheterozygousp.Met54Thr) n SCN5A (c.6010T > Chet-
erozygousp.Phe2004Leu, ¢.5872C > Theterozygousp.
Arg1958X). CyLLecTBYeT NpeinonoXeHue o0 ToM, 4To SNP
€.3140G > T reHa KCNH2 (potassium channel, voltage
gated eagrelated subfamily H, member 2) cyb6befnHu-
Libl a-MoTeHLMan3aBnCcMOoro KasimeBoro KaHana MOXeT
6bITb CBA3aH C 0COO0W BOCMPUMMUYMBOCTLHO K SIBMIEHNAM
rMNOKaIMEMUN U K AeACTBUIO HEKOTOPbIX IeKapCTBEH-
HbIX cpefctB. SNP ¢.5872C > T reHa SCN5A (sodium
channel, voltage gated, type V alpha subunit) cy6begnHu-
Libl a-MOTeHLMan3aBnCcMMOro HaTPUEBOTO KaHasa Bbl3bl-
BaeT 06pa3oBaHue cTon-kogoHa. MyTtauus ¢.6010T > C
reHa SCN5A accouuupoBaHa C BHe3amHOW CMepTbio B
mnageHyeckom Bo3pacte. SNP ¢.161T > C reHa KCNE2
(potassium channel, voltage gated subfamily E regulatory
beta subunit 2) cy6veamHuLbl B-MOTEHLMAN3aBUCUMOTO
KanneBOro KaHana accoLumMpoBaHa CXeny404KOBOiA Ta-
XVKapamen, KoTopas MHAyuMpoBaHa (PU3M4YECKOR Ha-
rpyskoii [37].

JlekapcTBeHHbIe CpefcTBa, MOHMXaKoLWMe YpoBeHb
XOJIECTEPUHA, HE BANSAIOT Ha MPOAO/IKUTENBHOCTL UHTEP-
Bana QT y B3poc/bIX 60/bHbIX ¢ CLUT. AHTUTUNEPTEH-
3VBHBIMW Npenaparamy Bblbopa y AaHHbIX NauueHTOoB
ABnsaTcs 6eta-6n10katopsl [5].

Christian Trolle n coasT. [37] npegnonaratoT, YTO B
peanu3aunn cUHApomMa yanuHeHHoro uHtepsana QT vy
60MbHbIX ¢ CLUT onpefeneHHyo ponb urpaet MoBbl-
LUIEHHBIA TOHYC CUMMNAaTUYECKOro OTAeNa BereTaTuBHOM
HEPBHOWN CHUCTEMbI, KOTOpPbIA, BEPOATHO, CMOCO6GCTBYET
MOBbILLEHNIO YPOBHSA BO36YAMMOCTM M NPOBOAMMOCTM
MPOBOAALLEN CUCTEMbI CEpALA.

CnefyeT 0TMeTUTb, 4TOo y 6 (17 %) AeTeli 0TMeYanach
TaxMKapama v MoBblleHWe apTepuanbHoro AaBfeHns B
nokoe 6e3 natoiornyecknx K n IxoKIr-nameHeHmia.

Mpn nposefeHWM uncCefoBaHWUA NUNUGHOTO Mpo-
thnns y 60nbHbIX ¢ CLUT Hamu 6b110 OTMEYEHO MOBbI-
LueHMe KoahdmumeHTa aTeporeHHocTv B 9 (21,4 %) cny-
yasx, CHWXeHue NMNONpoTen0B BbICOKOWA NAOTHOCTU
(nnBM) —s 8 (19,1 %), NoBbIWEHNE KOHLEHTpaLUN
ANNONPOTENAOB HU3KOWA nuioTHoctu (JIMHM) — B 6
(14,2 %), pexxe 0TMeYaniocb NOBbILLEHWE YPOBHSA X0JIeCTe-
puvHa u Tpurnuuepuaos —s 5 (11,1 %) ciyyasx.

Ozgiir Pirgon 1 coaeT. [31] Take NMpoAeMOHCTPMPO-
Bann, 4To Anq getein ¢ CLUT xapakTepHbl BbICOKUE YPOB-
HVU nuNugoB (06LLEro X0necTepuHa v TPUrNnLepuaoB) B
CbIBOPOTKE KPOBW. [MMepxonecTtepuHeMus AUarHoOCTU-
pyetca noutn y 37 % B3pocnbix ¢ CLUT, T.e. B ABa pasa
yaile, Yem B 06Lein nonynaumun. YposeHb JINIBI Huxke
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1,0 MmMonb/N1, KOTOPbIN ABASETCA 6eCCNOPHLIM (PaKTOPOM
pucka pasBuUTUA aTepockseposa, Habnwopaetca y 25 %
60onbHbIX ¢ CLUT 1 Tonbko y 5 % ntoaeli 6e3 XxpoMocom-
Ho natonorum [18].

Avicnnuaemns ABnseTcs onpesensiowm GakTopom
pas3BUTKA paHHero atepocknepo3ay geteric CLUT [18].

BbiBOb!

1 Oetu c cuHapomom Lllepeluesckoro — TepHepa B
80,9 % cnyyaeB UMelOT BPOXKAEHHbIE MOPOKM PasBuUTUA U
pasnuyHble BapuaHTbl HapyLleHns PYHKLMN CepLeyHO-
COCYyAMCTOW cucTeMbl. Hanbonee 4acto BCTpevaeMbIMM
BPOXKAEHHbLIMW NOpPOKaMy cepAua npu cuHgpome Lile-
peLleBCKOro — TepHepa ABNAIOTCA KoapKTauus aopThl,
ABYCTBOPYaTbIi a0pTaNbHbIl KnanaH 1 AethekT Mexnpes-
CepLHO Neperopoaku.

2. CvHgpom Llepewesckoro — TepHepa B 35,6 %
CNy4aes CONPOBOXAAeTCA HAPYLLIEHUAMM 3/1EKTPUYECKO
paboTbl cepaua, U3 KOTopbIX Hambosiee MPOrHOCTUYECKM
He61aronpUATHLIM MOXHO CYMTaTb CUHAPOM YANNHEH-
Horo uHtepsana QT.

3. Kaxpblii naTbIil pe6eHoK ¢ cuHgpomom LLlepeles-
CKoro —TepHepa xapakTepusyeTcs U3MeHeHeM Nnnug-
HOrO MpoguNA, KOTOPbIA acCOLMMPOBAH C PUCKOM pas-
BUTWSA PaHHEro aTepocK/eposa.

4. PeKOMeHAyeTCsA CUCTEMATMYECKOe, C nepuoga Ho-
BOPOXAeHHOCTK, npoBeaeHune KT, IxoKI', a npu Heob-
xogmmoct — MPT cepgua v KpynHbIX COCY0B Kak s
paHHei AMarHOCTUKWN BPOX[AEHHbIX MOPOKOB, Hapylue-
HWIA aneKTpuYecKoii paboTel cepaua, Tak u Ansa cBoeBpe-
MEHHOWN MeAUKaMEHTO3HOW KOPPEKLMM U Ha3HAYEeH NS
OnepaTUBHOIO fIeYeHUA.

5. Y petein ¢ cuHgpomom LllepeweBckoro — TepHe-
pa cnefyeT peryaspHO KOHTPOAMPOBaTh AMNUAHbIA NPo-
(hunb ¢ nocneayroLein mogudukauneri ueTobl n grsnye-
CKOW Harpysku.
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13 «AHinponeTpoBCbKa MeAnyHa akagemisa» MO3 YkpaiHu
XK3«[lHinponeTpoBCcbka 06nacHa AuTava KniHiyHa nikapHsa»
[OP

MATONOrA CEPLEEBO-CYANHHOT CUCTEMU B AITEN
I3CWHAPOMOM LWEPEWEBCLKONO — TEPHEPA

Pestome. CTaTTa NpUcBsAYeHa BUBYEHHIO CTPYKTYPU NaTonorii
CepLieBO-CyAVHHOT cucTemu B AiTei i3 cuHgpomom LLlepelues-
CbKoro —TepHepa. Pe3ynstati pob0TH 3aCHOBaHI Ha laHnX 06-
CTeXeHHS 42 xBopux i3 cuHApomom LLlepelueBcbkoro —TepHe-
pa Bikom Bif 1,5 0 17 pokiB. MNMoka3saHo, Lo y 80,9 % xsopux i3
cuHApomMom LLlepellieBCbKOro —TepHepa BU3HavaloTbCA Narto-
NOTiYHI 3MiHY 3 BOKY CepLeBo-CyAUHHOT CUCTEMU Pi3HOrO CTy-
MeHs BUPaXEHOCTI. YPOoapKeHi Baau cepus, SKi HalibinbL 4yacTo
3ycTpivaloThea npu cuHgpomi LLlepewweBcbkoro —TepHepa, Le
KOoapKTaLlis aopTu, ABOCTYNKOBUIA a0pTaNibHUIA KnanaH igedekT
MiKnepeacepaHoT neperopofikn. CuHapom Llepeluescbkoro —
TepHepa B 35,6 % BMNagkiB acouiioBaHuii i3 NOPYLIEHHAMN
eeKTPUYHOT pobOTH cepua, 30Kpema 3 CUHAPOMOM MOA0BXKe-
Horo iHTepBany QT. ATeporeHHi 3MiHK ninigHoro npoginto y
XBOpYWX i3 cMHapomom LllepelueBcbkoro — TepHepa B 21,4 %
BUMAAKIB CNOCTEPIraloThes 3 AUTUHCTBA.

Kntouosi cnosa: cuHgpom LLlepewescbkoro — TepHepa,
LiTW, cepLeBo-CyjMHHa cucTema.
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PATHOLOGY OF THE CARDIOVASCULAR SYSTEM
IN CHILDREN WITH TURNER SYNDROME

Summary. The paper studies the structure of the pathology
ofthe cardiovascular system in children with Turner syndrome.
The results ofthe survey are based on the findings from 42 pa-
tients with Turner syndrome, aged 1.5 to 17 years. It is shown
that in 80.9 % ofpatients with Turner syndrome we have marked
pathological changes in the cardiovascular system ofvarying se-
verity. The most common congenital heart diseases in Turner
syndrome are aortic coarctation, bicuspid aortic valve and atrial
septal defect. Turner syndrome in 35.6 % of cases is associated
with impaired electric work ofthe heart, in particular, with the
long QT syndrome. Atherogenic changes in the lipid profile of
patients with Turner syndrome in 21.4 % of cases occur since
childhood.

Key words: Turner syndrome, children, cardiovascular sys-
tem.
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