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TUITEPTOHNYECKASA BOJIE3HD, TUTIEPTPO®UA TEBOTO JKETYJOUYKA
N KTAITAHHAA HEHOCTATOYHOCTD KAK ITPOAB/IEHUE BOJTE3HV XAHTEPA

B. /Tunoep, A.B. In6umos, A.M. [lac

MpeacTaBneHbl HabNoAEHNS PEAKOro CoYeTaHns Tpraabl CUMNTOMOB: TMMEPTOHNYeckas 6onesHb, rmnepTpodums Nneso-
ro Xenygoyka 1 KnanaHHas HeOCTaTOMHOCTb Kak nposiBrieHve 6onesHn XaHTepa. NposeaeHa pe-axokapavorpadums
CO CTpaViH-aHanM3oM. JOxokapauorpadusi BelsBunia criegyole U3MeHeHUs: BblpaXKeHHast KOHLeHTpuYeckas runep-
Tpodhua nesoro xenyaoyka; ppakumsa Beibpoca no CumncoHy 76 %; anactonuyeckas AUCHYHKLMSA 2 CTENEHN; yMepeH-
HO pacLUMpeHHOe feBoe Npeacepane; nerkas MuTpanbHas u MYHUMarnbHas aopTainibHas HEAOCTaTOYHOCTb. PepMeHT-
Hasi AMarHocTMKa nokasana CHWKeHVe akTUBHOCTM hepMeHTa naypoHar-2-cynbgoTasbl 40 YPOBHS 5,1 MKMonb/n/vac.
3amecTutenbHas pepMeHTHasa Tepanusi okazanacb 3PEKTVBHOW B NEYEHUN 1 NpeaynpexaeHun nporpeccupoBaHns
rmneptpodun Mmokapaa. Ha goHe nepBbix MHY3NA 3aMeCTUTENbHOM Tepanun Mbl HabnAan HEOXMAAHHY HOpMa-
nM3aumio apTepuanbHoro AaBrneHus.

Knroyesble criosa: 3nokayecTBeHHas runepToHnyeckas 6onesHs; rmnepTpodus nesoro Xenynodka cepgua; knanaHHasa
HeOOoCTaTO4YHOCTb, peakne NpuvnHbl Tpuaabl CUMNTOMOB; 6onesHb XaHTepa.

TNIIEPTOHVANIBIK OOPY, JKYPOKTYH COJI KAPBIHYACBIHBIH IT'MITEPTPO®UACHI,
KITAITAHOBIK JKETMHITIECTUK - XAHTEP OOPYCYHYH KOPCOTKYYTOPY KATAPBI

Makanaga XaHTep OOpYyCyHyH KepCeTKy4Tepy KaTapbl CUMMNTOMAOP TpUadacbiHbiH CEMpek Ke3aellyydyy LuankewTu-
rMHe Garkoo XXypry3ynay: rmnepToHUSNbIK 00pY, XXYPOKTYH COJM KapblHYaHbIH rMNepPTPOUACH! XKaHa KnanaHablK xe-
TUwnecTuk. CTpaiiH-aHann3 MeHeH pe-axokapauvorpadust eTkepynay. dxokapavorpadus TeMeHKyael e3repyynepay
aHbIKTaAbl: CON KapblHYaHbIH a4blk KOPYHYN TypraH KOHLEHTPaUMsmbIK runepTpodumsichbl; CUMMICOH GotoHYa KaHabl T93M
ybirapyy dpakumsicel 76%; 2-aapaxaaarsl Auactonvkanbik ANCEYHKLMS; CON Xak XXYPeK anablHblH KEHENNULLIN; XXEHNUM
MUTpangblk )xaHa MUHUManZyy aopTarbiK XeTuwcusank. PepMeHTTUK AuarHocTMka uaypoHaT-2-cynbdoTas pepmeH-
TUHUH aKTUBAYYNYrYHYH 5,1 MKMonb/n/caaT AEHraanuHe YeluH TemeHaersHayryH kepcetTy. OpyH anmaluTbipyydy
hePMEHTTVK TEpanUa M1oKapAaHbiH rTMNepPTPOGUACHIH AaPbINOOAO0 XKaHa epyyn KETYYCYH anablH anyyaa HaTblikanyy
Gonyn yblkTel. OpyH anMalwTbipyydy TepanusiHbiH GUPUHYM UHAY3NUACbIHAA ane KyTynbereH xepaeH kaH GacbiMablH
TypyKTawlyycyH 6ankagbik.

TyliyHOyy ce3dep: 3anangyy rMnepToHUSTbIK 00PY; KYPEKTYH COM KapbiHYaCbIHbIH rMNepTOpUGUACHI; KnanaHablK xe-
TULINECTMK; CUMMNTOMZOP TPMafacbiHbIH Cenpek cebenTepu; XaHTep oopycy.

HYPERTENSIVE ILLNESS, HYPERTROPHY LEFT VENTRICULAR
AND VALVULAR INSUFFICIENCY - AS DISPLAY OF HUNTER

B. Linder, A.V. Gabitov, A.M. Das

The observations of a rare combination of a triad of symptoms are presented: hypertension, left ventricular hypertrophy
and valvular insufficiency as a manifestation of Hunter syndrome. The re-echocardiography with strain analysis was
conducted. Echocardiography revealed the following changes: expressed concentric hypertrophy of the left ventricle,
the fraction of emission by Simpson 76%, diastolic dysfunction of the 2nd degree, left atrium was moderately expanded,
mild mitral and minimal aortic insufficiency were observed. Enzyme diagnostics showed a decrease in activity of the
enzyme iduronate-2-sulfatase to the level of 5.1 ymol/l/lh. Enzyme replaceable therapy has proven effective in treating
and preventing the progression of myocardial hypertrophy. Against the background of the first infusion of replaceable
therapy, we observed an unexpected normalization of blood pressure.

Keywords: malignant hypertension; left ventricular hypertrophy; valvular insufficiency; the rare reasons of a triad
of symptoms; Hunter syndrome.

BBenenue. 3n0KauyecTBEHHas T'MIEPTOHMYECKAs peaxo u Habmongaercs npuMepHo y 1 % OONBHBIX TH-
OoNe3HP B HACTOSIIICE BpeMsI BCTpedaeTcs KpanHe MIEPTOHMYECKOH OO0JIE3HBI0. DTy TPYIIy COCTaBISIOT
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MIPEUMYIIIECTBEHHO HEIICUCHHBIE WIH HEaJIeKBaTHO
sieyeHHbIe OonbHbIe. Kpaiine cioken u muddeperim-
AIBHBIH JIMarHO3 MEXJIy 3JI0KaueCTBEHHOH T'MIepTo-
HUYECKON OOJIE3HBbI0O M BTOPHYHBIM 3II0OKaYeCTBEHHO-
THIIEPTOHWYECKAM CHHIPOMOM, KOTOPBIN Hamboree
4acTO Pa3BMBACTCSI NPH XPOHUYECKHX 3a00JIEBAHUSIX
MOYeK, y JIMI, HAXOMAIIMXCS Ha JICYCHUH XPOHHYC-
CKUM TE€MOAMANN30M, IpPU TATOJIOTHH MarucTpalib-
HBIX TOYEYHBIX COCY/OB, Y3EJIKOBOM II€pHapTEepUUTE,
CHUCTEMHOW CKJICPOJCPMHUH, TIPU SHIAOKPHHHOW TaTo-
norun. TpyaHoctn B onpezeneHud Haubomnee 3hdek-
TUBHOTO JICYCHHUS! 3JI0KAY€CTBEHHOW THIEPTOHUYECKOM
OOJIe3HN HANpPSMYI0 3aBUCAT OT BBIABICHHS IIEPBO-
MIPUYMHBl BO3HUKHOBEHHUS STOTO TSDKEIOTO HEIyTa.
B MenunmHe cymecTByeT Lemblid psit peAKnX Oose3HeH,
K HIM OTHOCHTCS U CHHIIpOM XaHTepa (MyKOITOJIIcaxa-
pu03 2 THIA), 3a00IeBaHKE SIBJSIETCSI TEHETHICCKUM.

Pe3ysbTaThbl COOCTBEHHBIX UCC/IEI0BAHUI M HX
obcyxnenne. B maHHO# mMyOnmuKamuu mpeacTaBiseM
HAIlM JINYHbIE HAOMIONEHHsI PEAKOTO COUSTaHHsl TpHa-
JIbl CUMIITOMOB: THIIEPTOHMYECKasi OOJIe3Hb, THIEp-
Tpo(us IEBOTO KETMyIodKa U KIlarmaHHasi Hel0CTaTou-
HOCTb Kak IposBJIeHNnE O0e3Hn XaHTepa.

Anammnues. [amment 45 net, crpamaromuii 6oiee
20 ner 3J10Kaue€CTBEHHOH apTepuasbHOW T'MIIEPTOHHU-
eil, HaXOJMTCsI MOJI HAIIIMM HAOJIOIEHUEM MOCIIEIHUE
HECKOJIbKO JieT. OTell ManueHTa, cTpaJaBIIii 3710Ka-
YECTBCHHOW apTepHalbHON THIIEPTEH3UCH, CKOHJAJICS
B BO3pacte 53 jer OT MHCy/lbTa. Y TmaiueHTa oopa-
majga Ha cedsi BHUMaHWE BbIpaKCHHasi OMBEHTPHKY-
JSpHAs THIIEPTPOous, KOTopasi IepBOHAYAIBHO Obla
MHTEPIIEPTUPOBAHA KaK TUIEpPTpopHUUYecKas KapIuo-
muonarust. CTeHO3 MTOYEYHBIX apTepHid ObLIT HCKITIOUCH
Jorm-Jiep-coHorpadueit B Bo3pacte 37 net (pUCYHOK
1). DHAOKPUHOIOTUIECKUX MPUUUH ISl THIIEPTCH3UU
HalJIeHo He OBUIO.

B Bo3pacre 44 ner nauuent npoaenan HCTEMU
Ha (OHE JUAarHOCTUPOBAHHOTO BBIPAKEHHOTO CTEHO3a

Pucynok 1 — Jlonmiep j1eBoii mo4eqHoi aprepun

Ramus diagolalis 1 (pucynox 2). beuto BBIIONTHEHO
oudypranmonHoe creHTupoBanue (pucyHok 2b). 'n-
MEePIIUIHIAMUSL U THIIEPrOMOLIMCTEMHAMHUST OBUIN HC-
KITFOYCHBI.

JMuaenocmuxa. B Bo3pacte 45 yieT manueHT ObLT
BHOBb T'OCITMTAJIM3UPOBAH C THUIMYHOH CTEHOKap/u-
eif m MeneHol Ha (hoHE NBOWHON aHTHATPETAHTHOM
teparnuu. [lokazarens remoriodouHa Obl1 8,3 /1 (W3-
HavyaJgbHO > 15 1/1). DHIOCKONMYEeCKas JHarHOCTHUKA
HE BBIIBMJIA HCTOYHHKA KPOBOTCUCHHSI.

Jamee coxpaHsangach PE3UCTEHTHAs K Teparnuu
apTepuajbHas TMHEPTEH3UsT (PUCYHOK 3), CYTOUHBIH
MOHHUTOp apTEepHAIBHOTO JABICHHMS Ha (OHE Tepa-
UM CEMbIO TperaparaMu. JXoKapauorpadusi Bbis-
BWJIA CJIEAYIOIIME M3MEHEHUs: BbIpakeHHas (21 Mm)
KOHIIGHTPUYECKass THHEPTPOGUsI JIEBOTO KEITyI0uKa,
¢dpakuus BeiOpoca mo Cummcony 76 % (pucynok 4
a, 0), OTCYTCTBHE pErHOHAJILHBIX HAPYIIEHUH COKpa-
TUMOCTH, JHACTOJNMYECKas AUCOYHKIUS 2 CTEINCHH,
YMEpPEHHO DPACHIMPEHHOE JIeBOE Mpecepane, Jerkas

OcTHAIBHBIN CTEHO3
B Ramus diagonalis 1

budypkaunonnoe
CTEHTHUPOBAaHHE C KHCCHHT-MaHEBPOM

Koneunsrii pesynsrar
[0CJIe CTEHTUPOBAHHUS

Pucynok 2 — JluarHocTUpOBaHHBIHM BeIpaxkeHHBIH cTeH03 Ramus diagolalis 1
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Pucynox 3 — 24-yacoBoii MoHuTOp AJl
JI0 3aMECTHTENbHOH Tepanuy

AdKs
LV Lange 7.63cm
LV Flache 17.5 cm?
LV Vol 36ml - =
HF -LV 51 /min —
EF (A4K) TR e N e SR S S e R

HZV (A4K) 5.7 I/min

Pucynok 4 a — @paknus Beiopoca mo CHMIICOHY

Pucynoxk 4b — T'mneprpodus 1eBoro xemyaouxa

MUTpAJIbHAA WU MUHUMAJIbHAS aopTajibHass HEAO0CTa-
TOYHOCTH.

Taxkas KOM6I/IHaHI/IH KapAUOJOTr'NM4€CKUX CHUMIITO-
MOB Y 45-neTHero nanyMeHra ¢ BeAymuM CUMIITOMOM

ANT-SEPT

HF (Mittel)

Pucynok 5 — Crpaiin-ananus

3JI0KQYECTBEHHOW apTepHUalbHON THIIEPTEH3NH MTOCITy-
JKHJIa TTOBOZOM IS TIPOBEJCHUS PE-3X0KapIrorpaduu
CO CTpPOIHH-aHAIN30M, KOTOPBIH 70 ATOTO OB TEXHU-
YeCKHU HeZoCTyIeH ((hoTo 5, pUCYHOK 5).

ITpn 5>TOM OBUIM TONYHYEHBI AAHHBIC 32 HAKOIIH-
TenpHOE 3a00JIeBaHUE MHOKap/a (Harmpumep, aMHII0-
1103, JIM30COMaNIbHBIE 3a00JIeBaHus, Takue Kak 0o-
ne3np Pabpu, MyKoIoiIHcaxapuao3, TeMOXpOMAaro3,
CapKoOHUI03).

Hanvueiiman ouaznocmuka u mepanus. Ilpu
MOZ03PEHNN HAa HaKONHUTEIbHOE 3a00J1eBaHHE MHO-
Kap/a, ¢ IHChbMEHHOTO COIVIacHsl MalueHTa, Oblia
npoBezieHa ()epMEHTHAsl JMarHOCTHKA. AKTHBHOCTD
(epmenTa nypoHar-2-cynbhoTassl OblIa ONpeiesieHa
Ha ypoBHe 5,1 MKMomb/n/4ac (HopMa > 5,6 MKMOJIB/J1/
yac). Ilokazaresib BOCHPOM3BOAMM M WHTEPIIPETHPO-
BaH JlabopaTopreil Kak MaTOJOTHYSCKH HHU3KUHA. AK-
TUBHOCTH BCEX OCTAJIBHBIX ()EPMEHTOB ObLIa B HOPME.
MyTalMOHHbIA aHANIN3 TI0Ka3all JI0 3TOro He OIUCaH-
HYIO TETEPO3MIOTHYIO MYTAIMIO B 9K30HE — 2 TeHa
uayponar-2-cynbgorassi: ¢.234C>G (p.Ala79Gly).

VY nanuenTta ObLIM HalJeHBI JeTKHE U3MEHEHHS
YepT JIMIA U TeJIECHOTO I[BETa JINTIOMOIIOJO0HbIE 13-
MEHEHHs] B OOJAcTH CIIMHBI W TNPABOM MOJMBILIKH
(pucyHOK 6), KOTOpBIE BCTpe4aroTcs IHpH OOJe3HH
XaHnrepa.

Onpeoenenue. bonesnp Xantepa (MyKoIoiuca-
Xapu103 2 THIA) — 3TO X-XPOMOCOMHOE PEIIeCCUBHOE
HacJIe/ICTBEHHOE 3a00JIeBaHNE BCIICACTBUE HapyIle-
HUSI OOMEHa IVIMKO3aMHHOTIIMKAaHa, 00YCIIOBICHHOE
Je(UIUTOM JHM30COMAIBHOTO (EepMEHTa WAypOHaT-
2-cynbdorassl. [lepmaraH- u renapaH-cynbdaT Ha-
KaIUIMBAIOTCSI B JIM30COMaX M KJIETKAX M BBISIBISIOTCS
B Mouye. 3a00JeBaeMOCTb OLIGHHUBACTCS Ha YPOBHE
1,3:100 ThIC. pO’KIEHHBIX MaJBYMKOB, T. €. B ['epma-
HUHM €KETOHO poXxaaeTcst 3—4 mManpuanka ¢ 00Ie3HbIO
Xanrepa.

bonesnp Xanrepa He BXOIUT B LEJAEBOW MOCIEPO-
JOBBIM ckpuHMHT B ['epmannu. Knuaudeckn 601e3Hb
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Pucynok 6 — JIunmomononoOHbIE KOXKHBIE
WU3MEHEHUS B [TOJIMBIILIEYHON 00JIaCTH U Ha CITHE

IIPU POKACHUM HE TposiBiseTcs. [lepBble CHMITTOMEI
MOSABIISIIOTCA B Bo3pacTe 2—4 net. IlepBble mpu3HAKH
— 0OCTPYKIIMSI BEPXHUX JIBIXaTEIbHBIX ITyTEH 3a CUeT
YBEJIMYEHUSI MHUHIQIMH U  [OJIUIIO00pa30BaHus,
yBEJIHUYEHHUE S3bIKA, OTPYyOJeHHE uepT JIUIla, Ternaro-
CIUICHOMETaJINsl, CKOBAHHOCTh CYCTaBOB, M3MEHEHUS
CKeJIeTa, OTCTaBaHWE B poOCTe, KH(O3, CKOINO03, KOM-
MIPECCHOHHBIC CUHPOMBI CITMHHOTO MO3ra u mnepude-
pHUYECKHX HEpBOB. B janbHelIeM MpHCOeAnHSIOTCS
MaTOJIOTUYECKUE U3MEHEHUSI CO CTOPOHBI I7Ia3, CiIyXa,
cepaia, koxu [1, 2]. JIumomononoOHbIC M3MEHCHHUS
KOKM Yy HAIero MalWeHTa CYUTAIOTCS THIUYHBIMH
qutst 6oseznn Xautepa. Ilpumepro y 30 % marueHToB
pa3BuBaeTcs apTepuanbHas runepToHus [3].

B Tsokenbix citydasix (MUHAMaJIbHAsi OCTaTOYHAs
aKTUBHOCTh (pepMEHTa) TOpaKaeTCs ICHTPaJIbHAS
HEepBHas CUCTEMa C pa3BUTHUEM KOIHUTHBHOTO Aedu-
UTa ¥ B JAJIbHEHIIEM — YMCTBEHHOH OTCTaJIOCTH.
[Ipu >THX TaK Ha3BIBAEMBIX HEHPOMATHYECKUX (op-
Max ITalMeHThl YMHUPAIOT BO BTOPOH JeKaje *KHU3HHU,
B TO BPEMsI KaK IpH JIETKUX (OpMax MOTYT JOCTHUTaTh
1 TIOKMJIOTO Bo3pacTa [1, 2].

Bo3zpacT npu mocTtaHoBKe JUArHo3a B CpeIHEM
npocturaet 4,1 rona. Bospact 45 ser npu nocraHoB-
Ke IHMarHosa 4pe3BbldaiiHo penok. CormacHo peru-
ctpy HOS (HunterOutcomeSurvey), u3 1025 namu-
€HTOB ¢ OoJsie3HbI0 XaHTepa ToiabKo y 11 manuenrtos
Oomne3Hp OBlIa TMArHOCTHPOBaHA B Bo3pacTe Ooiee
20 ner [2].

Muaznos: o6onesnv Xanmepa, mykononucaxapu-
003 (MIIC) 2 muna. B Hunter Outcome Survey Obu10
YCTaHOBIJIEHO, 4YTO 63 % MalMeHTOB BBIKA3BIBAIOT KJa-
MIaHHYIO TUC(HYHKIUIO, U3 HUX 67 %0 IPE/ICTaBIISIOT a0p-
TAJILHYIO HEJIOCTAaTOYHOCTH | cTenenu n Boiue, n 29 % —
MUTpaJIbHYIO HeIOCTaTOUHOCTH 11 cTenenn u BoIe [2].
25 % manueHToB Miaame 18 JeT MeIl CUCTOINYECKOE
1 IAaCTOINYECKOe aBiieHne Oojee 2 CTaHAaPTHBIX OT-

Pucynok 7 — 24-qacoBoii mouutop AJ{
Ha OHE 3aMECTUTENBHON Tepanuu

KJIOHCHHH OT CpelHUX ToKaszareneit, 48 % marueHToB
MMeNHU rHnepTpoduio JgeBoro xenyaouka [1].

Tepanus. bone3up XaHTepa OTHOCUTCS K JIM30-
COMAJIbHBIM HaKOIUTEIBHBIM 3a00JICBAaHHUSAM U SBIIS-
eTcsi, TaKUM 00pa3zom, cuctemHoil. Haunnas ¢ 2007 r.
B I'epMannu paspeiieHa Teparusi HCKyCCTBEHHO IIPO-
M3BEICHHBIM (epMeHTHBIM mpemnaparoMm Idursulfase
(Elaprase). CymiectByeT MHOTrO IyOJMKanuid Ha Te-
My addekTa 3amecTuTenbHON (EPMEHTHOH Teparuu
Ha KapAualbHBIC CUMIITOMBI 00Je3HM XaHTepa ¢ He-
6OJ'ILIHI/IM YHUCJIOM MallUCHTOB U KOPOTKHUM IIEPUOIOM
HaOironeHus [4, 5] .

3aMmecTuTenpHas (hepMEHTHAsT Tepamus KaKeTCs
9 (EeKTUBHON B JICYCHUH U MPEAYNPEIKACHUU IPO-
rpeccupoBaHusi runeprpodun  Muokapaa. Oddext
Ha KJIAIAHHYIO TUCHYHKITUIO KaKETCS HEOOIBIINM.

Mbl OpUHSIM PELICHUE B IOJIb3Y IIPOBEACHUS
3aMeCTUTEIbHON (PepMEHTHOM Teparuy y HaIlero Ia-
nuenTa. [lepeHocumocts Tepanwu xopomasi. Ha done
NepBbIX MH(]Y3UH 3aMECTUTEILHON Teparuu Mbl HaO-
JIIOZIAJIM HEOXKUIAHHYI0 HOPMAJIN3AIMIO apTepHaIbHO-
ro nasnenus. Cpennee AJl mocturamo 140/80 mm pT.
ct. CMAJl mokasan Takke OTYETIMBOE YIy4IlECHHE
rokasareseit (PHCyHOK 7).

3akiaodenne. [IpexcraBineHHBIE B JUHAMHKE
HaOJIOACHUST PEAKOTO COYETAHUSI TPUAAbl CHUMITO-
MOB: THIIEpPTOHUYECKasi 00Jie3Hb, runeprpodus Je-
BOIO JKeJIyldodka M KJamaHHas HEeIOCTaTOYHOCTh —
nposiBiieHHe Oone3Hu XaHrtepa. Y manueHta ObLau
Hal/IeHbl JeTKne U3MEHEHUs! 4epT JIula U TeJIEeCHO-
ro IBETA JIMIIOMOIIOJMOOHBIE M3MEHEHHS B 00JIACTH
CIIUHBI U HpaBOﬁ TMOAMBIIIKH, KOTOPBIC BCTPEUAIOTCH
npu Oone3nn Xanrepa. [lamuenty Obuia mpoBeneHa
3aMecTUTeIbHas (pepMeHTHas Teparnus, KOTopas OKa-
3anach (P (PEKTUBHON B JICUEHUH U MPEIYITPEIKICHUH
IIPOTPECCUPOBAHMSI THIEPTpOoGUU MHOKapaa. -
(ekT Ha KIanaHHYo AUCPYHKINIO KaXeTcs HeOOb-
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muM. Ha ¢one nepBbIx nHQY3HH 3aMeCcTHUTEIbHOMN
Tepanuy Mbl HAOITIOAATN HEOXKHIAHHYIO HOPMAaJH-
3alMI0 apTepPHAIbHOTO AaBICHUS. YMECTHO yIHOTpe-
OuUTh M3BECTHYIO ()pasy: TOIBKO MOCIE MOCTAHOBKH
MIPABUIIBHOTO JUArHO3a JIEYCHNUE MOKET OBITh Han0Oo-
siee 3P PEKTUBHBIM.
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