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AHHOMayun

Penkast BerpeuaemocTh 00sie3nn AHziepcoHa—®abpy B KJIMHUYECKOU MPAKTUKE OOYCIOBIMBAET HU3KUI YPOBEHb OCBEIOMJIEHHOCTH Bpayeld O
JIAaHHOH TATOJIOTHH, IPUBO/IUT K MO3/[HEHN IMATHOCTUKE U JieueHn 0. [IprBe/ieH KIIMHIYECKUH CIydail Mo3/{Hel JUarHOCTUKY HEKJIACCHYECKOTO
denorumna 6ose3nu Aniepcona—®abpu y manueHTa ¢ opa*keHUeM cep/ilia B BUZe TUIIePTPOMUUECKOH KapIMOMHOIIATUH, HAPYIIEHUSIMU PUTMa
cep/ilia ¥ MPOBOAMMOCTH. B TO 3ke BpeMsi IPOBE/IEHHBIN CEMEUHBIN KaCKa{HbIF CKPUHUHT CII0OCOOCTBOBAJI PAaHHEN JIUarHOCTHKE 6osie3Hu Pabpu
y 6para marueHTa.

Knaroueswte crosa: 601e3up Dadbpu, rinrkodocdounuibl, runeprpodudeckas KapAHOMUOIATHA, 3aMECTUTEIbHAS TEPATIHS, IPeNapaThl a-ra-
JIAKTO3U/Ia3hI A.
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Abstract

The fact that Anderson—Fabry disease is rarely found in clinical practice results in low physicians’ awareness of this disorder, leads to the delayed
diagnosis and treatment. A clinical case of delayed diagnosis of the non-classical Anderson—Fabry disease phenotype in a patient with the cardiac
lesion in the form of hypertrophic cardiomyopathy, heart rthythm and conduction disturbances is provided. At the same time, the cascade family

screening contributed to early diagnosis of Fabry disease in the patient’s brother.
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BBegeHmne

Bose3us ®abpu (B®P), vwiu 60s1e3up Auepcona—dabpu,
SABJIAETCSA OJTHOM U3 HanboJiee pacpoCTpaHEHHBIX JIN30CO-
MaJIbHBIX 00Jie3HEH HAKOIIEHUA. JTO CIEIJIEHHOE C
X-XpOMOCOMOH TreHeTH4yecKoe 3aboseBaHue ¢ 1eUIUTOM
(depmenTa a-ramakTo3uAA36 A U HAKOIUIEHNEM TIHKOodOC-
doMnuIOB B KJIETKAX Pa3IMYHBIX OpraHos [1]. Hakorute-
Hue ITHKO(OCOIIUIINIOB B Cep/ILle IPUBOAUT K THIIEPTPO-
¢duwm neBoro xenynouka (IVIXK), dubposy muokapaa, cep-
neunoit Hesrocratounocru (CH) u apurMusim, B oukax — K
XPOHNYECKOH O0JIe3HN II0YeK U IIPOTENHYPUH, B IIEHTPAIIb-
HOHI HEPBHOU cHCTEMe — K PeIUUBUPYIOIIUM HHCYIbTaM,
B KOK€ — K )OPMUPOBAHUIO aHIHOKEPATOM, a B POTOBHUIIE —
K «BUXPEBUHOW» KeparomnaTuu [2].

IMocsieHMEe CKPUHUHTOBBIE UCCIIEIOBAHUS TOKA3bIBAIOT,
YTO pacnpocrpaneHHOCcTs BO Moxet nocrurats 1:8500 [3].
ITo maHHBIM MeKIyHapOAHOro peecrpa b®, yncieHHOCTH
TAaKUX MAIUEHTOB cocTaBJisieT 6osiee 8 Thic. B Mupe [4].

C KJIMHNYECKOH TOYKU 3PEeHHS BBIEJAIT JiBe (POPMBI
B® — xyaccnyeckyo (nebioT B 11060M Bo3pacTe, MyJIbTHCH-
CTEeMHOE TMOpakeHHe) W HEeKJIACCUYecKyio (Io37Hee Ha-
YaJio, U30JIMPOBAHHOE MOPaYKEHHE OHON CHUCTEMbl Opra-
HOB: TOJIOBHOTO MO3Ta, Cep/Ia WU IOYEK).

ITo gauupiM Knunuku um. E.M. TapeeBa (Mocksa), r7e
Haboaercsi 6osiee 200 B3POCJIBIX marueHToB ¢ B [5],
JUIIb y 40 (26,7%) ManueHToB JUArHO3 ObLT 3a0/I03peH
BpauaMy Ha OCHOBAaHUU KJIMHUYECKUX TPOSIBJIEHUH, a B
OCTaJIbHBIX CJIy4yasX — YCTAHOBJIEH B Pe3yJIbTaTe CKPHU-
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HUMHTA B POCCUHCKUX JUATU3HBIX OT/IEJIEHUAX U CEMEHHOTO
CKpUHHHTA. MesinaHa cpoKa OT MOSBJIEHUs MEPBbIX CHMII-
TOMOB /IO YCTaHOBJIEHHs /IMaTHO3a B CPEJHEM COCTaBMJIA
OKOJIO 20 JIET, YTO TOBOPUT O N037[HEN BepudUKaI[UU 1uar-
HO3a U 3aI103/1aJI0M CTapTe TepaIvy.

CepzieqHO-COCY/INCThIE OCTIO’KHEHMUA SABJIAIOTCSA OTHOU U3
IJIAaBHBIX IPUYHUH JIETAIHHOCTH ITAI[MEHTOB C HECBOEBpe-
MEHHOH AUarHOCTHUKOW JaHHOH IIaTOJIOTUH BCJIEJCTBUE
pa3BUTH:A HEOOPATUMBIX H3MEHEHUH.

ITopaxxenue cepana npu b® Berpedaercs B 40—60% ciry-
YaeB W MOXKET NPOSBJIATHCA B BHJE TUIIEPTPODHUECKON
kapauomuonartuu, apurmuii u CH [6, 7].

VXK aBigercsa BaXHbIM IpusHakoM b®. Cumnromsl
[JIK moryT ObITh YMEPEHHBIMH WJIA OTCYyTCTBOBATbH, UTO
JleJIaeT JUarHoCTUKY cyoxkHOHU. Y myskunH [VIK Berpeua-
ercs yamie (71,4%), ueMm y keHIIUH (46,2%), 4TO MOMKET
OBITH CBA3AHO C TeH/IEPHBIMU Pa3IMYUAMY B 11aTOGU3NO-
JIOTWH U KJIMHUYECKUX [IPOSIBJIEHUsIX 3a0osieBanus [8, 9].

Tem He MmeHee ['JIDK sABjsieTcA NMEePBBIM «CUTHAJIBHBIM»
3HAKOM, OPHEHTHPYIOIIUM Ha IpoBefieHue auddepeHu-
aJIbHOM InarHoCcTUKY ¢ B® myreM camdyeHUs CUMIITOMOB U
NIPU3HAKOB ITOPaYKEHUA PA3HBIX OPTAHOB U CUCTEM.

Hayunsiii naTepec kK B® Bo3poc sKCIIOHEHITUAIBHO TI0CIe
TosIBJIEHNs (hepMEHTO3aMeCTUTETbHON TePAITIU PEKOMOU-
HAHTHOU (-TaJIAKTO3WU/Ia301 A B 2001 T., KOTOpas J0Ka3aia
cBOI0 3 PEKTUBHOCTH B BUJIE 3aMe7IJIEHHUS IIPOIPeCcCUPOBa-
HUA 3a00I€eBAHUA.

IIpencrapisgeM cOOCTBEHHBIM KIMHUYECKUU CIIydal Ia-
FeHTa ¢ MO3JHeH amarHocTukoil B® u peanmsoBaHHOU
BO3MOXKHOCTBIO 00Jiee paHHEeH JINarHOCTUKY 3a00JIeBaHUsA
cpeJid POJICTBEHHUKOB ITyTEM IIPOBE/IEHU KaCKa/IHOTO Ha-
CJIe/ICTBEHHOTO CKPUHIHTA.

IManuent B. 58 sieT o6paruiics Ha aMOyJIaTOPHBIA IPHEM
Bpava-kapuosiora BY «PeciybiinkaHCcKui Kaparogoruye-
CKUU aucriaHcep» Munzznpasa Uysanickoil PecriyGiuku B
deBpazne 2022 r. ¢ xKan06aMyu Ha HU3KYIO IIEPEHOCHMOCTD
¢dbusnueckoil Harpy3KH, o0IIyI0 c1aboCTh, OBICTPYIO yTOM-
JISIEMOCTB, OlIyliieHue aruckoMmdopra B obactu cepana 6e3
cBA3U ¢ (PU3WYECKOH HArPy3KOH INPAKTHYECKH IIOCTO-
SHHOTO Xapakrepa. OnucaHHBbIE KaI00bl 0ECIOKOWIN B
TeueHNe HEeCKOJIbKUX JIET, 32 MEAUIIUHCKON ITOMOIIBIO pa-
Hee He obpamancs.

CeMelHBIN aHAMHe3: MaTh yMepJia B Bo3pacre 68 jieT oT
CH, crapiuii 6pat ymep B BO3pacre 52 JIET OT HEyTOYHEH-
HOH 9THOJIOTHH, UMeEET ABYX OpaTheB 0e3 yCTaHOBJIEHHBIX
3a00JIeBaHUH U 3/J0POBOTO ChIHA 26 JIET.

IIpu 0GBEKTUBHOM OCMOTPE: COCTOSIHHE CPEIHEH TsKe-
CTH, UHJIEKC Macchl Tesa 21 kr/m2. OtekoB Her. KocrHasd,
JibIXaTesIbHasA cucreMa 0e3 maTooruu. ['paHuIbl OTHOCH-
TeJIPHOM TYIOCTH CepZIia PaCIINPEHbI BJIEBO HA 2 CM, ayc-
KyJIbTAaTUBHO CUCTOJIMYECKHI IIyM Ha BEPXYIIKe, 4acTOTa
cepaeunbix cokpamienuit (YCC) 60 yi/MuH, apTepHaybHOE
JlaBjieHue 100/65 MM pT. ¢T. CKIIOHHOCTD K apTePHaIbHON
runotoHuu. CHIDKEHHOe IIOTOOT/IeJIEHNE U ChINTb HA TeJle B
o6J1acTH JKUBOTA, Maxa u 6ezep (puc. 1).

Anamnesis morbi: uieMuyeckuii aHaMHe3 B BUJIE KJIU-
HUKHU cTeHoKapauu 11 pyHKnmoHanbpHOTO Ki1acea ¢ 2008 T.
6e3 oTpeOGHOCTH B HUTpATAX.

Puc. 1. AHrmokepaTombl B 06nacTu >kmBoTta nayueHTa B.
Fig. 1. Angiokeratomas in the abdominal region of patient V.

Pwuc. 2. OKT naunenTa B.
Fig. 2. ECG of patient V.
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B 2013 r. o anekrpokapauorpamme (9KI') BuepBbie BbI-
sByieHsl npusHaku VDK (yBennuenue 3ybua R B V5—-V6 or-
BeJICHUSX) U HApyIIEHWEe PENOJIAPU3AIUYU KETyJOUYKOB B
Bujie nenpeccuu ST u uaBepcun 3yora T B 1,11, aVL, V4-V6
oTBejleHUsX (puc. 2).

B cBaA3u ¢ coxpaHAomuMuca usMeHeHussMu Ha IOKI' B
2021 T. manueHT yriaybseHHo obesienosat. Ilo axokapuo-
rpadpun (9xoKI') obpamasna Ha cebsd BHIMaHUE KOHLIEHT-
puueckad VXK 3a cuer yBestmueHUA UHAEKCA MacChl MUO-
kapza JieBoro skenyzouka (JDK) mo 222 r/m?, TOJIUHBI
3aguert creHku JDK 110 1,9 cM 1 MeXKeITy/IOIKOBON Iepe-
TOPOJIKH JI0 1,9 CM.

ITo naHHBIM J1a6OPATOPHBIX aHAIN30B obpaas Ha cebs
BHUMAaHME HEM3MEHEHHBIH JIMIUAHBIA npoduisb (06Imuii
XOJIECTEPUH 3,7 MMOJIb/JI, TUIIOIPOTENHBI HU3KOH IVIOTHO-
CTH 1,4 MMOJIb/JI).

[To JlaHHBIM YJIBTPA3BYKOBOT'O HCCJIEOBAHUA IOYEK —
KUCTHI IIPABOY ITOYKH.

ITo JaHHBIM yJIBTPA3BYKOBOMU Joniieporpaduu 6paxuo-
nedaspHBIX apTepuil OTMEYAIOCh JIOKAJIBHOE YTOJIIeHHE
KOMILJIEKCa HHTUMa—MeZiua JI0 1,3 MM.
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Puc. 3. OueHKa nwemmnyecknx MsMeHeHUN no CyToYHoOMy
moHuTopuposaHuto Kl naymenTa B.
Fig. 3. Assessment of ischemic changes based on the 24-h ECG of patient V.

T e i TS -

IIpu cyrounom mouHuTopupoBaHuu IKI': cuHYCOBBIH
putm ¢ muHEManabHOU YCC HOUYBIO 41 yI/MUH, JTHEM
48 yn/muH, perucrpupoBaiach ¢poHoBas Aemnpeccust ST 10
3,5 MM C IIEPEXO/IOM B «-» V4—V6 (puc. 3).

[TanyeHT TOCIUTAIN3UPOBAH, BBIIOJHEHA KOPOHAPOAH-
ruorpacdust (KAT'): BBISIBIEH CTEHO3 IEPEIHEN MEXIKeIry-
nmoukoBoii BetBu (IIM2KB) mo 60%, ocrajibHbIE KOPOHAP-
HbIEe apTePUH HHTAKTHBIE.

BricTaByieH OCHOBHOI AMArHO3: TUMIepTpodUIecKas Kap-
mguommuomnarusi (FCKMII) 6e3 0OCTPYKIHMH BBIXOJHOTO
TpakTa. B kauecTBe coueTaHHOTO 3a00JIEBAHS BHICTABIEH
JINarHO3: ullleMudecKass 60JIe3Hb cep/Ia, CTeHOKap/[1sl Ha-
psoKeHsA, QYHKIUOHATBHBIA Kiace I1. ComyTCTBYIOITHI
JINaTHO3: KaTapakTa.

[TanmeHTy Ha3HA4YeHA MeJMKaMEHTO3Has Teparus.
B mocsenyoliemM B MeIUIIMHCKUAE OpraHu3anuu He obpa-
I[AJICSA BBUAY OTCYTCTBUSA YXYAIIEHUS COCTOSHUA.

ITo 9xoKTI' B deBpasie 2022 I. — IPpU3HAKU OOCTPYKITUH
BBIXOZHOTO TpakTa JIJK ¢ He3HAUNTEJIbHBIM I'PAHEHTOM,
rureptpodusa NaNWUIAPHBIX MBI, MATPAJIbHAA Peryp-
TUTANUs 2-1 CTEIIEHU.

KoHcybTHpOBaH 24.03.2022 Bbie3iHOU Opurayion PI'BY
«HannoHanpHBIH MEOUIIMHCKUN HCCJIEN0BATEIbCKUN
IIEHTp cepleuHo-cocyaucTol xupypruun um. A.H. Baky-
neBa» Munzzpasa Poccun: pekomeH1oBaHAa MarHUTHO-Pe-
30HAHCHAA TOMOTrpadus cepAla ¢ KOHTPACTUPOBAHUEM IO
mporpaMMe «rumneprpoduyeckas KapAUOMHUONATHA +
KAT» B ycimosusax HMUIL CCX.

B ycnosusix HMUIL CCX BreiniosiHeHa crpecc-IxoKI™:
MaKCHUMAaJIBHBIA TpajiieHT B BhIXOoAHOM Tpakrte JIJK mpu
(pmsrUeckon HaTpy3Ke COCTAaBUII 140 MM PT. CT.

B ycnouax HMUILL CCX 25.05.2022 BoinosiHeHa KAT™:
TIMKB nuddy3HO nopaskeHa B MPOKCUMAJILHOU U CpeHen
TPETH C MaKCUMAaJIbHBIM cy:keHueMm 70%, BTK-1 — creHO3 B
ycThe 50%, TpaBasi KOpOHApHAsi apTepusi — CyOOKKITIO3UsI B
CpelHelN TPeTH, MUTPATbHAS PETYPIUTAIIUSA 3-U CTEIEHH.

Pwuc. 4. OxoKI naymneHTa B.
Fig. 4. ECHO of patient V.

BeimosiHeHa omepamus 30.05.2022: TPOTE3UPOBAHUE
MUTPAJILHOTO KJIallaHA MeXaHW4YecKuM mpore3om Kapbo-
HUKC N926, aoprokopoHapHoe myHTHpoBanue [IMJKB B
VCIOBUSIX HMCKYCCTBEHHOTO KpoBooOpamieHus. Ilo3ixke,
08.06.2022: UMIUIAHTALUSA JIBYXKaMepPHOI'O 3JIEKTPOKap-
nuoctumysisitopa Apollo DR SN222-15389 110 110BOy CHH-
JipoMa c1aboCTy CHHYCOBOTO y3J1a (apecT CUHYCOBOTO y3J1a,
AB-y3710BOI pUTM).

B mocsreonepaninOHHOM IIepHo/ie HAaOII0AaICA TOCTKAp-
JTUOTOMHBIA CHHAPOM, IIPOBOAWMJIACH Tepanus XPOHHYe-
ckoii CH. K MOMEHTY BBINMCKY HE3HAUUTEJIPHO BO3POCIIA
TOJIEPAHTHOCTH K (PU3UUECKON HATpy3Ke, ABJIEHUS XPOHHU-
veckoii CH ckoMITEeHCHpPOBAaHBI. ApPTepUATIbHOE JIaBJIEHUE
Ha ypoBHE 90—110/60—70 MM PT. cT., YCC 60/MuH.

Ha d¢oune xkouTposupyemoro tnpuema BapdapuHa
26.09.2022 y narueHTa B. pa3Busica MHPapPKT rOJIOBHOTO
Mo3ra (0cTpoe HapyIlleHHe MO3rOBOTO KPOBOOOPAIIeHHs —
OHMEK) B Beprebpo-6asunsapHoM bacceline, KaparnosaMbo-
JINYECKUH BapUaHT: TEMHUAHOIICHs CJIEBA, IedairnuecKui,
BECTHOYJI0QTAKTUYECKUH CHHIPOMBI, YACTUYHBIN HACUJIb-
CTBEHHBIH TIOBOPOT BIIPABO.

Ha d¢oune xkouTposumpyemoro tnpuema BapdapuHa
18.09.2023 — moBTopHOe OHMK B 6acceline 3aiHEH MO3TO-
BOU apTepuH, KapIHOdMOOJINYECKUA BapUAHT: TeMHAHOII-
CUA cJIeBa, IIPABOCTOPOHHSAA MHUPaAMHJHAS HEIOCTaTOY-
HOCTh, IedaJrudyecKuii, BeCTHOY/I0aTAKTUUYECKUNA CHH-
JIPOMBI, KOTHUTHUBHBIE HapyIIeHUs, (GOKAIbHbIE SIUIIPH-
ctynbl. [locie BBIMMCKY U3 HEBPOJIOTUUECKOTO OT/IE€JIEHMS
HaIIpaBJIeH K Kap/IHOJIOTY.

3IxoKTI B BY PK]JI ot 10.06.2024: dpakius Beiopoca 73%,
uHAeKe Maccel muokapaa JIXK 378 r/m? (yBesinueHue B 1u-
HaMHKe), MAaKCUMAaJIbHBIA T'PA/INEHT B BBIXOJTHOM TPAKTE
6 MM pT. CT., HA MHUTPAJIbHOM IIPOTE3€ CPEAHUH TrPaUEHT
3 MM PT. CT., MAKCHMAJIBHBIHN TPAJEHT 7 MM PT. CT., CHCTO-
JIMYECKOE JIaBJIEHUE B JIETOYHOH apTepHy 23 MM PT. CT.
(puc. 4).

Cyrounoe moHutopupoBanue IKI: puTMm sjeKTpokap-
JINOCTHMYJISITOPA, PETUCTPUPYETCS HEYCTOWYUBBIA Mapo-
kcu3M GUOPUIUIAINH TTpeicepaAni (ITPOI0JI?KUTETFHOCTHIO
JI0 14 C), OlleHKa UIIIeMUYEeCKUX U3MEeHEHHU ! 3aTPy/ITHEHA Ha
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Puc. 5. AHrnokepartombl B o6nactu aroguy nayuenra E.
Fig. 5. Angiokeratomas in the breech region of patient E.

dboHe HCXONHBIX H3MEHEHUH (CHCTOJIHMYECKOH Iiepe-
TPY3KH).

C y4eToM coueTaHUs y MAIMeHTa TAKeJION MPOTpeccu-
pyromeit I'VI?K Ha ¢oHe Tepammu, peruiuBUPYOIINX
OHMK =Ha ¢doHe aHTHKOATyJIAHTHOH TepaIlUW, CHIIU HA
Tesie (AaHTMOKEpPATOM) IMPEIOI0KeHa JTU30CcOMHas 6o-
JIe3Hb HaKoIIeHus — bO.

BpInosiHEHA SH3UMOJHMATHOCTUKA METOZOM CYXOTO
[IATHA. BRIABJIEHBI CHIKEHHE aKTHBHOCTH ayibda-D-ranak-
tujassl (0,31 MKMOJIB/JI B Yac), MOBBIIIIEHNE KOHIIEHTpa-
nuu ioborpuazosiepamuia — liso-Gb3 (28,27 ur/mun).
YCTaHOBJIEH IATOT€HHBIH HYKJIEOTHJHBI BapHUaHT
chrX:101397820CTT>C B reMH3UTOTHOM COCTOSIHUM B T€HE
GLA.

Ha ocHOBaHNHY IIOJIyYeHHBIX PE3YJIbTATOB BBICTABJIEH JIH-
arHo3: b® ¢ HekjaccHuyecKUM BapUAHTOM IIO3/IHETO Jie-
Orota 3a00JIeBaHUA.

ITanyeHT KOHCYJIbTUPOBAH B CedeHOBCKOM YHUBEpCHU-
TeTe (9KCIIEPTHBIN LIEHTD), I7le PEKOMEH/I0BaHa (hepMeHTO-
3aMeCTHUTeIbHAA Tepalus arajacuaa3oi-aiabda B 7103e 0,2
MTI/KT 1 pa3 B 2 HeJl BHYTPUBEHHO NTOXKU3HEHHO. [Tocste Be-
pudukanuu oberpykiuu BbixogHoro tpakra JOK (koHT-
POJIBHOE TPAaHCTOPAKAIbHOE M YPECIHUIIEBOJHOE 3XOKap-
nuorpadpuuecKkoe HUCCeZl0BaHNEe) HEeOOXOIMMO pelleHue
BOIIPOCA O CENTaIbHOH PeyKIHH.

[TapanienpHO HPOBEJEH CeMEMHBIM KAaCKaJHBIH CKPH-
HuHT. OOC/IeZ[oBaHbl 2 POJAHBIX Opara U 7 JIBOIOPOIHBIX
OpaTheB U cecTep 10 MaTepH, TaK KaK IIPOOAH/IOM ABJIAETCSA
math (3abosieBaHUe sIBJsIETCS] X-CIEIUIEHHBIM U Iepeja-
eTCsA UCKIIOUNTEIBHO TI0 JKeHCKON inHnn). Teuenne 3a60-
JIEBAaHUA Y MY’KUUH TsKeslee, 4YeM y »keHIuH. [1pu obcee-
JIOBAaHUU Y OJTHOTO poZicTBeHHMKA (6par mpobaHia) BbI-
SIBJIEHBI UBMEHEHUH.

Y nmanuenta E. 47 et npu oTCyTCTBUM aKTUBHBIX 3Kay100
MMeEIOTCSA TUIIEPTOHNYECKUN aHAMHEe3, aHTHOKEPATOMBI Ha
tese (puc. 5).

[Tpu ob6cienoBaHUM B OOLIEM aHAIU3e MOYHU OIpPEZe-
JieTcsl yMepeHHas IIPOTEUHYpPHs, B OHOXMMHUYECKOM aHa-
Jm3e KpoBH — runepxosecrepuaeMusa. Ha SKI' BbIABIeHBI
MIPU3HAKU CUCTOJIMYECKOH neperpysku, OxoKI' — yBennue-
HUe uHeKca Maccbl muokapya JDK 70 170 r/m2, ToamuHa
3amaedt creHku JIXK 1,4 cM, MEXIKeIIyIOUKOBas IIepero-
pozKa 1,2 cM, CHIKEHHe IVI00aIbHOU NPO0IBHOU Aedop-
manuu (GLS 12,5%); puc. 6.

ITpu y/1bTpa3ByKOBOM HCCJIEZIOBAHUY ITOYEK JIOIUPYIOTCSA
KHUCTBI IIPABOY ITOYKH.

Puc. 6. OxoKI naymeHTa E.
Fig. 6. ECHO of patient E.

ITo ynprpasBykoBod pommieporpaduu 6Gpaxuonedanb-
HBIX apTepHil: YyTOIIIeHNe KOMIUIEKCA HHTUMa—Meaua J0
1,4 MM.

ITo pesysipTaTaM HCC/IEOBAHNUSA BBIABIEHO PE3KOE CHIDKE-
HU€e aKTUBHOCTH ajibda-raJakTo3uiassl (0,37 MKMOJIb/JT B
yac); TeHeTHYECKOe TECTUPOBAaHUE TO/ATBEP/IAIO MATOTeH-
HBIN HykyIeoTuHbIN BapuaHT chrX:101397820CTT>C B re-
MU3UTOTHOM COCTOsIHUM B reHe GLA.

ITo ananoruyHoM cxeme 1o pexomenzaruu HMUI] CCX
WHUOUIPOBaHA (pepMEHTO3aMeCTUTEIbHASA TEPAINs araj-
cuzasoii-anbda B COOTBETCTBHU C MacCOH Tejla B J[03€
0,2 MT/KT 1 pa3 B 2 HeJl BHYTPUBEHHO MOKU3HEHHO.

Jeteii He nmeeT. KackaiHBIN CKDUHUHT IIPHOCTAHOBJIEH.

O6a maiuenTa KOHCYJIbTHPOBAHBI BPAUOM-T€HETHUKOM U
BHECEHBI B peructp opdaHHbIX 3a60seBaHui. Ha MoMeHT
HAIIMCAHUSA CTAThU TMAIMEHTHI MOJyJIN (epMeHTO3aMe-
CTUTEIBHYIO TEPAIIHIO COTJIACHO ITPOTPaMMe JIbIOTHOTO JIe-
KapCTBEHHOTO 00ecIieueH s .

O6cyKpaeHue N BbiBOAbI

IIpu xiaccuueckoMm BapuaHTe b® y My»KUMH CUMIITOMBI
BIIEpBbIE MOABJIAIOTCA B /IETCTBE WJIM IIOJ[POCTKOBOM BO3-
pacre, y KeHIIUH KJIIMHUYECKUH 1e0I0T MOKET OBITh ITO33KE.
[Tpu HeknaccuueckoMm Bapuante b® Habroma0TCA OTCPO-
YeHHbIEe IIPOABJIEHUA WIN KJINHNKA C TOPa’KeHHeM OTHOTO
oprana [2].

Cumnromsl B® moryT BKIIoUaTh 60€3HEHHBIE TTIOJIMHEB-
poIaThy, KOXKHbIE IPOSABJIEHNUA (AHTHOKEPATOMBI), Hepo-
IaTUH, TUIEePTPO(UI0 MUOKAp/a, PElUAUBUPYIOIIe HH-
CYJIBTBI, « BUXPEBUIHYIO» KEPATONATHIO.

B 7aHHOM KJIMHHWYECKOM CJIydae OIMCAaH HeKJaccude-
ckuii BapuaHT b® ¢ mo3iHIM 1e610TOM U ITPENMYIIIeCTBEH-
HBIM IIOpa’KEHHUEeM Cep/iLa.

PacnosHars b® cBOeBpeMeHHO CJIOXKHO, HO OUeHb BAXKHO,
IIOCKOJIBKY CYyIIECTBYIOT 3(P(EeKTHBHBIE METObI JIEUYEHUS
[10]. Os1s1 paHHEl TUarHOCTUKY CPEAU POZCTBEHHUKOB pe-
KOMeH/IyeTcs TeHeTH4YecKoe TecTupoBanue. OHO II03BOJISAET
BBIABUTh HOCHUTEJIEH /10 IOSBJIEHUA KIMHUYECKUX IIPO-
ABJIEHUY ¥ HA3HAYNUTD FeHOTHUII-CIIeNU(UIECKyI0 TEPAIINIO,
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HaNpaB/IeHHYIO Ha yJydllleHHe KadecTBa KU3HU 3TUX IIa-
[IEeHTOB.

TakuMm 00pas3oM, JAHHBIM CIIy4aidl IOJYEepPKHUBAeT BaK-
HOCTb paHHeH AUarHocTuku b®. OTo MOKeT 3HAYUTEILHO
YJIyUIIUTh Ka4ecTBO 'KU3HU W IIPEIOTBPATUTH CEPhE3HBIE
OCJIO’KHEHUA.
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