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bonesnv Ilomne (BII), unu enuxoeernos Il muna, — pedkoe aymocomHo-peyeccusHoe AU30COMHOe 3a001e8aHUe HAKONACHUS 2AUKO02eHA 8
MuUoKapoe, cKeaemHbixX muluyax, newenu. BII, seasasch opghannbim 3a60ne6anuem ¢ 04eHb HUKOU Yacmomoil pacnpocmpaneHHOCmU, 6 Mo
JIce 6peMs OMAUHACMCS BbIPANCEHHBIM KAUHUMECKUM NOAUMOPPDUIMOM, YO 3ampYOHSAIOM ee PAHHIO OUaeHOCMUKY. Dpdekmuernocms dice
NamoeeHemu4eckK020 Ae4eHUs. MeCHO CESI3aHA CO BPeMEHeM NOCMAHOBKU OUACHO3A, YMO 0COOEHHO aKMYanbHO 05l UHQAHMUABLHOU (opMbL
BII. Ilpusodum ceoe kauHuveckoe HabOAOOeHUe 00AbHO20 PeOeHKa C MPUICUSHEHHO OUAeHOCMUPOBAHHOU UH@aHmuabHol ¢hopmoi BII.
Kaunuueckumu — kpumepuamu — OUAZHOCMUKU — SABUAUCH:  HEOHAMAAbHAA  opma  Obicmpo  npoepeccupyioueli  eunepmpoguueckol
Kapouomuonamuu, MaKpo2ioccust, CUHOPOM «851020 peberka». TIpu SH3UMOOUAZHOCMUKe 6 NIMHAX BbICYUICHHOU KPOBU BbIAGACHA HU3KASL
akmueHocmy pepmenma anrvga-enroxozudazvl. Memodom npsmoeo cexeenuposanus eena GAA y podumeneii pebeHKa 0OHapyceHbl
mymayuu: y omya c.1799 G>A (p.Arg600His) u y mamepu c.1951 1952 delGGinsT 6 eemeposucomnom cocmosiHuu, 4mo Oeiraem
BO3MOICHOLL PAHHION, 6 cpoke 9— 11 Hed bepemeHHOCMU NPEHAMANbHYIO OUACHOCTNUKY.

Karouesnte caosa: 6one3uv Ilomne, ungpanmunvhas gopma, eauxoeero3 Il muna, a-earokosudasa, 3H3UMOOUACHOCMUKA, Mymayuu
eena GAA, eunepmpodghuueckas kapouomuonamus, MaKpo2aoccus

Infantile-onset Pompe disease (the first case diagnosed in Yoronezh)
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Pompe disease (PD), or glycogen storage disease type 11, is a rare autosomal recessive lysosomal disease caused by glycogen storage in the myo-
cardium, skeletal muscles, and liver. PD, as an orphan disease with a very low prevalence rate, shows a marked clinical polymorphism, making
its early diagnosis difficult. Yet, the efficiency of pathogenetic treatment for the disease is closely related to the time of its diagnosis, what is par-
ticularly relevant for infantile-onset PD. We present our clinical case of a sick baby with this condition diagnosed during life. The clinical diag-
nostic criteria were the neonatal form of rapidly progressive hypertrophic cardiomyopathy, macroglossia, floppy baby syndrome. Enzymatic di-
agnosis in the dried blood spots revealed the low activity of the enzyme a-glucosidase. Direct GAA gene sequencing identified heterozygous
mutations in the infant’s parents: c. 1799 G>A (p.Arg600His) in his father and c.1951 1952 delGGinsT in his mother, which allows its early
prenatal diagnosis at 9- 11 weeks of gestation.

Key words: Pompe disease, glycogen storage disease type 11, infantile form, a-glucosidase, enzymatic diagnosis, GAA gene mutation, hypertro-
phic cardiomyopathy, macroglossia

bonesnp Ilomne (BIT), win rauxkoreHos Il Tuma
(OMIM 232300), — penkoe HacleaCTBEHHOe 3a0o0JieBa-
HHE, 00YCITOBJICHHOE HapylIeHeM MeTaboIM3Ma TJINKO-
reHa ¢ ayTOCOMHO-PELICCCUBHBIM TUIIOM HAaCJICAOBaHUSI.
Brnepseie BIT 6bu1a onucana enie B 1932 . naTcKuM Iato-
noroanatomMoM Moxanom ITomrie y peGeHKa ¢ Ipr3HaKa-
MM TsDKeJI0l KapauoMeranuu. [1o TsskecTu 1 cpokam mMa-
HudecTann KIMHUYecKux npusHakoB bIl paznuuaior
MJIaJIeHYeCKYI0 (MH(MAHTWIbHYIO, WJIM KJIaCCUYECKYIO)
U MO3IHI0 (IOHOLIECKYIO U B3pOC/yio) (opMbl 3a00Jjie-
BaHus. MHdbantunpHas ¢dopma BII xapakTepusyercs
paHHUM e0I0TOM Ha TIEPBbIX MeCsIIaX KU3HU MJIaIeHIIa,
HEYKJIOHHO HapacTalolleil renato- M KapauoMeTaJIUENn,

MPUBOISIIEH K TSKEION CepAeYHO-COCYAUCTON U IeT0Y-
HOI HEAOCTATOYHOCTH W JIETaJIbHOMY MCXOAY Ha MepBOM
TOMY XKW3HU ITPU OTCYTCTBUY MATOT€HETUYECKOM Tepartiu.

[Mo3ansst popma BIT 6bu1a onucana B 1962 1. ¢ ne6io-
TOM B pa3Hble BO3PACTHbIC MEPUOABLI U C OTHOCUTEIBHO
MEIJIEHHbIM TedeHueM. DTa (popma 3a001eBaHUS XapaK-
TEepU3yeTcsl B TEPBYIO O4YEPeIb MBIIIEYHON CIabOCThIO,
MOPaKEHUEM CKEJIETHOM U JbIXaTEJIbHOW MYCKYJIATYphbl,
pa3BUTHEM MPOKCUMAJIbHBIX Mape30B KOHEUHOCTEMH, qbI-
XaTeJIbHOM HEeJO0CTAaTOYHOCTbIO, HO, KaK IIpaBUjIo, 0e3
pa3BuTHs KapauoMuonatuu [1]. O61ast 3a0071eBacMOCTh
Bcemu chopmamu BIT onenmBaercs kak 1:40 000 ¢ 6071b-
LIMMM KOoJIeOaHUSIMU B pa3HbIX 3THUYECKUX Ipymnax [2].
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B oTeuecTBeHHOI TUTEpaType UMEIOTCS HEMHOTOUYMCIICH-
Hble HaydHbIe 0030phbl, nmocBsieHHble BI1 [3—6] u enn-
HUYHbIC KJIMHUYECKKME HAOMIOACHUS ee MH(MAHTUILHOM
dopmsl [7].

BI1 saBasgeTcst 1M30COMHON 00JIE3HBIO HAKOILJIEHMS,
IIPY KOTOPOI1 Ae(OUIIAT KUCIION 0-TTTFOKO3UIA3bI TIPUBOINT
K BHYTPUJIM30COMHOMY HAKOILJICHUIO TJIMKOTeHa U HAKO-
Hell K pa3pyIIeHUIO MBIIIeYHOM TKaHu. [ToaHbIi feuimT
0-TJIFOKO3MIa3bl BBI3BIBAET MPOTrPECCUPYIOIee HapacTa-
HUE CePICYHOI HETOCTATOYHOCTH, TTOPAXKEHNE CKEJIETHBIX
MBIIIIIL ¥ COOTBETCTBYeT MH(MaHTWIbHOU hopme BII. Ya-
CTUYHBINA JeULINT MPUBOAMT K 00Jiee MITKUM ITPOSIBIIE-
HUSIM (DeHOTHUITa 3a00JIeBaHUS, XapaKTePHBIM TSI TTO3/1-
Heit ¢popmel BIT. TskecTs 3a001eBaHUST 0OBIYHO OOPATHO
KOppEJUpPYyeT C OCTATOYHOW aKTUBHOCTBIO KUCIOU
0-TJTFOKO3WIa3hI .

Bospocimii B mociieHee BpeMst HHTEpEC MPaKTUKYO-
IIMX Bpaveil (IenuaTpoB, HEBPOJIOTOB, KapaUOIIeIUaTPOB)
K BI1 cBs13aH ¢ nosiBeHreM (hepMEeHT3aMeCTUTEIbHOM Tepa-
mn (P3T) 1 JOCTYMHOCTBIO METOIOB J1a00paTOPHOI Irar-
HOCTHMKH, TTO3BOJISTIOIIMX TTPYKU3HEHHO BepUMUIIMPOBATh
3aboneBanme. OqHAKO BOCTIOIB30BaThCSI STUMU TOCTVKEHN -
SIMM MEIUIIMHCKOI Hayku B oTHoleHur BIT Bo3MoXHO
JIIIIb IIPY CBOEBPEMEHHOM KIIMHUYECKO# muarHocTuke. BI1,
SIBJISISICH Op(haHHBIM 3a00JIEBaHUEM C OUYe€Hb HU3KOM 4acTo-
TOM PaCIIPOCTPAHEHHOCTH, B TO Xe& BPeMsT OTIIMIACTCS BbI-
PaKeHHBIM KJIMHUYECKHM ITOIMMOPMU3MOM, UTO 3aTPYIHSI-
€T €€ paHHIOW AUarHOCTUKY. D(PEPEKTUBHOCTh XKe
MMaTOreHETUYECKOro JeueHus, paspadoraHHoro s bBIT,
TECHO CBsI3aHa CO BpEMEHEM TTOCTaHOBKM rarHosa [ 1, 8].

[TpuBoIMM CBOE KIIMHUYECKOE HAOMI0AeHUE OOJIbHO-
ro peOeHKa ¢ IPMKU3HEHHO AMarHOCTUPOBAHHOM MHMaH-
TuabHOM opmoii BIT.

A. ©-6a, 13.09.2012 2. poixucd., bvira nanpasiena 6 me-
duko-eenemuueckyio koncyromayuro (MTK) e. Bopoueca uz
Obnacmmuoii demckoil Kaunuveckoi 6oavHuybt Nel (OAKb
Nol) 6 ospacme 3,5 mec 045 UCKAIOUEHUSI HACAEOCMBEHHbIX
bones3Hell obmeHa ¢ Hcarobamu HA MblUEUHYHO CcAabOCMb,
Heb00AbULYI0 00bIUUKY 8 NOKOE U ¢ OUACHO30M. 2unepmpopuye-
cKas Kapouomuonamusi.

Pebenox om 2-ii bepemennocmu, npomekaguiell Ha ghoxe
XPOHUYECKOll (hemonaayeHmapHoil HedoCMamoyHOCMU ¢ ee-
cmo3om, om 2-X po0os nymem Kecapega ceverusl, ¢ Maccoil
4000 e., daunoii mena — 55 cm. Peberok 6 6o3pacme 7 cym
Obin nepeseden uz O06aaCMHO20 NEPUHAMANLHOO UEHMPA
6 omoenenue namonoauu HogopoicoenHvix OIKB No 1 6 cés-
3U ¢ NPU3HAKAMU Kapouome2aiuu no 0aHHbIM 3X0Kapouoepa-
@uu (3xoKI), ycmanoeaennoii nocae podos. Pezyrvmamoi
donnneposckoil IxoKI: npusnaku eunepmpogpuu muoxapoa
186020 U NPasoeo Jicenydouka bez 00CmpyKuuu Kposomokd.
Omkipoimoe osanvroe okHo (O00) ¢ MUHUMAABHBIM COPOCOM.
[unamayus npaeswix nonocmeii cepoya, peeypeumauus I cme-
nenu. Knunuueckuil duaenos: eunepmpoghuueckas Kapouo-
muonamus. Ilepcucmupyrowuii  gemanvHblili. KPOBOMOK
u 000, Hedocmamounocmv Kposomokxa. llepebpanrvuas
uwemus I cmenenu. Cundpom yeHemeHUs UeHMPAAbHOU

Heperoil cucmemst (LIHC). ITnesmonamus. Cocmosinue pe-
OeHKa npu evinucke cmaduivHoe, cpedHell cmeneHu maice-
cmu, 6 eece npubagasem, AKMUBHA, HEOOCMAMOUHOCHb
Kpogoobpaujenus He Hapacmaem. Macca meaa npu 8vinucke
6 gospacme 1,5 mec — 4559 e, okpyscnocms eono6vt —36 cm.
B nocaedyrowem y pebenxa cmanu napacmamo muluievHAs
crabocm, 00viuika, ymomasemocms. Tlosmopro eocnumanu-
suposana 6 QIKB Nel, ede 6vira 06caedosana u NPOKOHCYNb-
MUpOBana Kapouoso2oMm, UHQEKUUOHUCTOM, HEEPOA02OM 0As
UCKAIOYEeHUS 6HYMPUYMPOOHOU UHpeKkyuu, muokapouma,
8POACOCHH020 2UNOMUPeO3d.

Pooumenu pebenka uz Boponescckoii obaacmu, crassn-
CKOlUl HAUUOHANBHOCMU, He COCOAWUEe 8 KPOBHOPOOCMBeH-
Hom bpaxe. Mamo 26 aem, 300posa, omey, 35 aem, 300pos,
cayacun 6 apmuu. Om 1-20 6paka y mamepu umeemcs 0o4b
3 aem, 300posa.

Ilpu ocmompe peberka é 6o3pacme 3,5 mec: macca meaa —
6100 e. onuna mena — 61 cm, okpyschocmos epyou — 38 cm.
NPasuUAbHORO MeAOCA0JICeHUS, Yepen — JoauxouedarbHoil gop-
Mbl, 2-CMOPOHHULL SnUKarnm, makpoatoccus (puc. 1.) B nokoe
ommeuaemcs: 00blUKA, UUAHO3 HOCOZYOHO20 MpPEeyeOsbHUKA.
Koocnvie nokpoeut Gaednvie, uucmole, eaaxcuvie. Omekoe Ha
HodICKax He onpedeasemcs. TlarbnamopHo nevens evicmynaem
U3-nod Kpas npagoeo noopebepvs Ha 2 cm. Yacmoma cepoeurbix
cokpauienuii — 134 6 mun, uacmoma ObIxamenbHbiX 08UNCEHULL
— 48 6 mun. Tonvl cepdua 38y4Hble, pUMMUYHbIE, KOPOMKUI
CUCMOAUMECKULL ULYM NO 1eBOMY KPAK) SDYOUHbL.

Heesponoeuueckuii cmamyc: Yepenno-moseosvie Hepawl
be3 ocobennocmeil. Moiweunas eunomonus, Oouggysuas.
lonoey yoepucusaem naoxo. Camocmosamenvho He nepesopa-
yueaemces Ha wcusom. Hooxcku noomseusaem k icueomy
cnabo, nodHumaem pyuku eeepx 6s110. Onopa Ha HOMCKU
cnabas. Cyxoxcunvhble peghaekcol ¢ pyK U HO2 PAGHOMEPHO
HU3KUe.

Penmeenoepagus opearnos epyonoil kaemxu: peHmeeHo-
JAoeudeckue npu3HaKu Kapouomeeaauu (puc. 2).

DKT om 25.12. 2012 e. — pumm cunycosblii. Inexkmpuye-
CKas ocb cepoya omKAoHeHa 61e60 nod yeaom 25°. Ilpusnaxu
eunepmpoguu nesoeo dceayoouxa (JI2K). Boipaxcennoe napy-
uleHue nepuoda penoaspu3ayuu MUoKapoa.

F P AR

Puc. 1. Obwuii 6ud pebenka ¢ ungpanmunvroii popmoii BII ¢ eozpacme
3,5 mec. Ommeuaemes MaKpo2Aoccust, MblUEeHHAs 2UNOMOHUSL, YEeAUHCHUE
Jcugoma, 00bluIKa
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Lanuvie DxoKIom 26.12. 2012 e.: eunepmpogus muokap-
0a n1e6020 U NPagsoeo JiceaydouKos be3 0bCmpyKyuUU 8bIX00H020
omeepcmus JIXK. uramayus norocmu JI2K, nedocmamoy-
Hocmb mumpanwvroeo kaanana (MK) I11 cm., mpuxycnudans-
uolll kaanan I cm. 3axaouenue kapouonoea: eunepmpoguye-
cKas Kkapouomuonamusi, HeobcmpyKkmueras gpopma.

F

Puc. 2. Penmeenoepamma opeanos epyoHoii knemku 6 eo3pacme 3 mec.
3nauumenvroe yeeauuerue cepoeuHoll meHu (Kapouomezanus)

buoxumuueckue anaiuzvl Kposu 6 npedesax HOpMbl,
Kpome ebipadiceHHOIl euneppepmenmemuu (cm. maoa. 1).

Ha ocrosanuu kaunuueckux npusHakoe (MaKpoeaoccus,
eenamome2anus), OUOXUMUYECKUX (8bICOKUIL YPOBEHb Kpea-
munkunaswvl — 0o 936 EJl/a (nopma do 190), JIUIT — 1250
EJ/l/n) u uncmpymenmanvnvix oanusix (IxoKI: duramayus
aucenydouros ¢ eunepmpogueli muoxapoa) 6via npeonoaoHceH
duaenos: ungpanmunvras popma BII. Pexomendosaro: su3u-

Ta6mumua 1. [Toxazamenu akmuernocmu ghepmeHmog coleopomKu Kpogu
y pebenka D-6a 6 dunamure

Kpearundocdo- 1136 40-245
KuHaza, E/n

JlakTatneruapo- 634 1256 200—400
reHasa, E/n

AcAr, E/n 58 305 zocil
AnAt, E/n 38 106 o=

ModuaeHocmuka akmusHocmu anvga-enokosudaset u JIHK-
aHnanus eena GAA.

B nabopamopuu nacaedcmeenHbix Ooneznell 00MeHa
Meduko-eenemuueckoeo nayurnoeo uenmpa PAMH (Mockea)
nposedena dH3UMOOUACHOCMUKA: BbIs8AeHA HUZKAS AKMUG-
HOCMb (hepmeHma 0-en10K03Uda3bl 8 KAeMKAX 8blCYUICHHOI
kpoeu — 0.58 mx M/n/u (npu nopme 1—25 mxM/n/4). Takum
00paszom, aKkmueHocmb a-2a0K03udasvl cocmasuna 3,4 % om
Hopmol. Mlns eepugukayuu duaernosza 06110 peKoMeHO08AHO
npoegedenue JIHK-ouaenocmuku mymayuii 6 eene GAA.

Y omua pebenia memoodom npsamoeo ceK8eHUPOBaHUst 2eHa
GAA oonapyxcena mymauus c. 1799 G>A (p.Arg600His), onu-
canHas 6 6aze no mymayusm HGMD (CM990614), y mame-
pu Heonucannas mymauus c. 1951 1952 delGGinsT 6 eeme-

DPO3U2omHoM cocmosinuu. Takum odpazom, 604bHOU pedeHOK
a645eMCsl KOMNAYHO-2emepo3ueomolil, 4mo MOAeKYAAPHO-
2eHemu4ecKumM Memooom noomeepicoaem OuazHo3 2AuKoze-
no3a Il muna (BII).

B sospacme 4,5 mec y pebenka na gpone OPBHU c gbicokoll
memnepamypolii pazeuracs OpoHxonHeemornus. Pebenok Obin
eocnumanusuposan 6 1IPh, 20e nposodusace aumubuomuko-
mepanus (noayuana yegpomarxcum eHympumviieyro 300 000
EJl 2 paza 6 cymku 6 meuenue 5 0ueil), cumnmomamuyeckas
mepanus 015 noddepicarus cepoeuroil desmenvrHocmu. O0-
HAKO0, HeCMOMPSsL HA NPUHMblE MePbL, PeOEHOK yMep 6 803pa-
cme 5 mec 7 Ouell om cepOeHo-1e204HOl He0OCMamo4HOCmU
Ha (oHe NoAUOP2AHHBIX OUCMPODUUECKUX UBMEHEHUT.

IIpogedennoe namonoeoanamomuueckoe ucciedosanue
NPOOeMOHCMPUPOBANO XapaKmepHbvle 045 eaukoceHo3a 11
muna (ungpanmunvroli hopmot BI1) uzmenenus.

Hapysrcnoe uccaedosanue: npagunbHo2o meaocioxnce-
HUsL, NOHUJICEHHO20 NUMaHus. Anmponomempuueckue 0a-
Hble: macca meaa 5534 ¢, dauna mena 65 cm, OKpYyICHOCMb
20108bl 42 cm. S3vlk pe3ko yseauueH 8 pasmepe (MAKpo-
enoccust).

Buympennee uccaedosanue: cepoue npasocghopmuposan-
Hoe, pacnonodiceHHoe creea, pazmepamu 7,5 x 7,5 x 5, 2 x 5cm.
Tonwuna moiuybl aeeoeo yceayoouxa 1,7 cm, npasoeo 0,5 cm.
Macca éckpoimoeo cepoya 176 e (npu nopme 35 2). Pacno-
A0JCEHUE MAUCMPANbHBIX cOCY008 npagurvhoe. O8anbHoe
OKHO 8 MedcnpedcepOHoll nepe2opodke 3aKpuimo, Ha e2o
Mecme pacnonazaemcs 08AAbHAS AMKA, pa3mepamu
0,4 x 0,3 cm. JHeghekmos 6 medncoceaydouxogoil u memiuc-
npedceporoli nepecopodxax He obHapyicero. Moiuuya cepoya
HAoWynv NAOMHAS, HA PA3pe3ax C6ema0-Kpachas, 00HOpoO-
Has. Knananwt cepoua u KpynHuix cocyooe moxKue, npo3pay-
Hole, anacmuynble. Ilpasoiii ycenydouex pacuupen. Hlupuna
aopmol Had YpogHeM KAANAHO8 2,7 CM, 1e204H020 CMBOAA
2,8 cm. ApmepuanvHbiii RPOMOK 3aKpbim.

Ileyenwv pasmepamu 15,2 x 9,5 x 10 x 7,5 cm, macca
348 e (npu nopme 227 2). Kancyaa ee ceposamas, nosepx-
HOCmb enadkasi, nepedHull Kpail 3a0cmper, mKaHs HAOUYnb
HAOMHAS, HA PA3pe3ax MeMHO-KOPUUHeBas C YYaACMKamu
JHCeNMO020 Usema, PUCYHOK 00AEK XOPOULO PANUMUM.

Jleekue 3anumarom eeco 00vemM NAeBPANbHBIX NOAOCMEI.
Touxu pasmepamu: npasas — 6,7 x 2,2 x 1,7 cm, seeas —
6,2 x 2,5 x 2 cm, secom coomeememeento 24 e u 26 e.

Tucmoaoecuueckoe uccaedosanue. Cepoye — cmpoma
YMEpeHHO omeuHa ¢ NOAHOKPOBHbIMU cocydamu. Bo écex no-
A5X 3peHUst KapOUuOMUOYUMbL C8em.Able, NUULEHbl NONEPeHHO
ucHepueHHOCMuU, Pe3Ko KOHMYpuposamsl (puc. 3).

Ileuennv: Hapyuwenue 6a104H020 CMPOCHUS U3-34 HEPaAG-
HOMEepPH020 NOAHOKPOBUSL KANUANSPHOU CemU U 8blPANCEHHO20
omeka npocmpancmea ucce. [lumonaazma eenamoyumog
ceemaas, ¢ NpU3HaKamu 6aiioHHol ducmpoguu, wacms ee-
NaAmMouumog, pacnonoNCeHHbIX 8 00Aacmu NepUnoOPMAanbHbIX
MpaKmos, ¢ KPYNHOKAaneAbHoU 6aKyoAU3ayuerl YUMonaAa3mol
(puc. 4).

Jleekue 6 cocmosnuu ducmenekmaza — 60abuLas 4ACMb
anbeeon SMOU3EMamosHo pacuiupera, 4acmov CRAUIUecs.
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Puc. 3. lucmonoeuueckuii npenapam muoxapoa, OKpacka eemamox Uit -
203unom (% 200). Kapouomuoyumor pe3ko KoHmypupyloujuecs co c6emaot
UUMONAA3MOIL, NOX0JICUE HA «PACMUMENbHbICY KACMKU.

Buwpasicennoe noanokposue kanuansapos. Bempeuwaromes
YHACMKU C 8bIXO0OM IPUMPOUUMO8 8 NOAOCMY ANb8eoA. Anb-
6e0AsIPHbIE NEPecOPOOKU YMOAUWEHbl 34 cHem NOAHOKPOBUs,
omeka, npoaugepayuu Maxpogazos u paccessHHoU CMeUaHHo-
Kaemouroil ungurvmpayuu. CoedunumenvHas MKamb 6OKpye
KPYRHBIX COCYO08 C BbIPANCEHHBIM OMEKOM.

101061011 u chunHOU MO3e: KAGPMUHA NEPUBACKYASIPHOLO

Puc. 4. Tucmonoeuueckuii npenapam nevenu, oKpacka 2emamoxcuaun-
203unom (< 200). Ceemavie «630ymobie» eenamoyums ¢ NpUHAKamu 6ai-
AOHHOU ducmpoghuu

U nepuLettonspHoco omeka, mecmamu 0o cnoxeuosa. Heii-
POHBL KOPbl U NOOKOPKOBbIX CHPYKMYD € NPUSHAKAMU OU-
cmpouuecKux usmeHeHull U ¢ 303UHOPUAbHBIMU BKAHOUEHU -
SAMU, PACNONOICCHHBIMU NO nepugepuu yumonaazmoi. Manoe
Koauuecmeo mueposoeo eeujecmaa. Paccesunas aumgpouyu-
mapHas u cKyoHas MaKpogazanvras UHGUALMPaAuUs 8 no-
B8EPXHOCMHbIX YHACMKAX KOPbL.

Kaunuro-anamomuuecxuii snuxpus. [Ipu namonoeoana-
MOMU4ECKOM UCCAe008aHUU MPYNA PebeHKA ObiaU 8bis61eHb!
npusnaku BII (eaukoeenos 1l muna): kapouomeeanus, ouna-

Mayus npagoeo iceaydouKa, 8bipajiceHHble HapyuleHus CmpyK-
Mypul KapoOUOMUOUUMOS, 2enamome2ans, blpalceHHbvle Ha-
DPYUIEHUS. CIPYKMYPbl 2enamoyumos, 00avuioe Koau4ecmeo
OKCUGDUABHBIX 2PAHYA 8 KAeMKAX NepeOHUX po208 CNUHHO20
Mo032a, NOOKOPKOBbIX CMPYKMYPAX 20108H020 M032A U A0pax
npo001208amo2o Mo3ea U 08YCMopOHHell NOAUCe2MeHMAPHOI
Cepo3HO-eHOUHOU nHeemonuu. Kombunayus eviseieHHbIX na-
MOA0RUHECKUX NPOUECCO8 OCAOICHUAACH CEPOZHBIM MUOKAPOU-
MOoM, CEPO3HbIM 2enamumom, 4mo, @ ceolo ouepeds, NPUEENo
K Pa3eumuio noAuopeaHHoil Hedocmamo4HOCmu U OmeKy 20-
J08H020 M0O32, KOMOpPble AGUAUCH HENOCPEOCMBEHHOU NPU1L-
HOUL cMepmu.

06GcyxpeHue

XapakrtepHbIM 151 UH(baHTUIBbHOM (hopmbl BIT siBrnock
paHHee, y>Ke B HEOHATaJIbHOM ITEPHOJIE, TTPOSIBJICHHE KapIu-
OMeTaJIM1 B COYETAHUM C BEIpaXKEHHOM rurnephepMeHTeMU -
el B CBIBOPOTKE KPOBU (5-KpaTHOE TIPEBBIIIICHUE YPOBHS
KpeaTuH(OocHOKMHA3BI ¥ 3-KpaTHOE IIPEBhIIICHE JTaKTaT-
JIETUAPOTeHAa3bl), YTO ITO3BOJISLIO TIPH TIEPBUYHOM O0CIIEIO-
BaauH 3arrono3puth bI1. Hammune muddysHoit MblmeaHoin
TUTIOTOHWY, 3aePKKU MOTOPHOTO Pa3BUTHSI, a TAKKE Ma-
KPOIJIOCCUU TIPU UCKJIFOUEHUHU J1a00paTOPHBIMU METOIAMU
BPOXIEHHOTO TUIOTHPEO3a MO3BOJISLIO MPEAIoaaraTh
y 00JTbHOTO pebeHKa OTHO 13 HACIEACTBEHHBIX METa0OIIe-
CKUX 3a00seBaHMiA. KoHeYHO, OTCYTCTBIE CEMEITHOTO aHaAM -
He3a (HaJIM4Ms B CEMbE Y MOJIOIBIX 3IO0POBBIX POAUTEICH
JIpYyruX OOJIbHBIX JIETEH ¢ aHAJIOTMYHBIMU ITPU3HAKAMM) 3a-
TPYIHSIET BBIOOP BpayaMy TaKOTO TMarHOCTUYECKOTO MpeI-
nojoxxeHnst. OQHAKO 71T METa0OIMIECKNX 3a00JICBaHMIA,
OOJIBLIMHCTBO U3 KOTOPBIX UIMEIOT ayTOCOMHO-PELIECCUBHBII
XapakTep HacJIeMOBaHUSI, TaKas CUTyallys TUIIMYHA IIPU
MaJIOIETHOCTH COBPEMEHHBIX ceMeil. Pa3Butue B mmociemy-
foreM (Ha 2—3-M Mecsilie KU3HM) Y O0JIbHOM AeBOYKM PEH-
TreHonorndeckux 1 DxoKI-nprusHakoB rumneprpodruieckomn
KapAMOMMOIIATUM C IIPOrPeCCUPYIOIICH CepIeuHOi HemIo-
CTaTOYHOCTHIO CIIEJIAI0 KIIMHUIECKYIO IMarHOCTUKY OUYEBUII-
Hoii B mone3y bI1. B MI'K 0bu10 pekoMeHIoBaHO TIpoBeIe-
Hue sH3uMoauarHocTuku bBIl. Mcmonb3ys TeXHOIOrHMio
onpeAeaeHNsI aKTUBHOCTHU 0-IJIIOKO3KMIa3bl B TMMMOLIATaX
13 cyxoro IaTHa B 1adbopatopun HBO MI'HLI PAMH, Ha
4-M MecsI1Ie XKM3HU O0JTLHOTO pebeHKa YCTaHOBJICHA HI3KasT
akTUBHOCTH GAA (3,4 % OT HOpPMBI), XapaKTepHasi JJ1s1 UH-
(anTunbHOM popmnbl BIT.

B cBs131 ¢ BBICOKMM T€HETUIECKUM PUCKOM TTOBTOP-
HOTO poXIeHust 00IbHOro pedeHka B ceMbe (25 %) B Ja-
o6oparopun HEO MI'HII PAMH 6ru1a BeimonHeHa JIHK -
IMArHOCTUKA C MeJIbl0 TMOCJeayIolIeil I0poa0oBOit
nuarHoctuku bIT. Metogom MpsiIMOro ceKBeHMPOBaHUS
reHa GAA y ponuteneil pebeHKa 0OHapYyXeHbI MyTalliu:
y otua c.1799 G>A (p.Arg600His) u ¢.1951 1952 delGG
insT y MaTepu B TeTePO3UTOTHOM COCTOSIHUM, UTO JIeIacT
BO3MOXHOI paHHIOI0, B cpoke 9—11 Hex GepeMeHHOCTH
MpeHaTAJIbHYIO TUaTHOCTHUKY.

®3T pebeHKy He NPOBOAMIACH, TaK KaK BCKOpe
IocJie 3aBeplieHus BepubUrKallMyl AUarHo3a B BO3pacTe



Kaunuueckuii pazoop

HepBHo-MblweYHble
BOJNIE3HH

5 Mec peOeHOK yMep OT OpOHXOITHEBMOHMU Ha (poHe
MPOTPECCUPYIOIIEH CEPACYHO-JIETOYHOM HEA0CTATOY-
Hoctu. M3yuyeHue 20 coOcTBeHHBIX U 133 ciyyaeB UH-
daHTUnbHOM (opmbl BIl Mo gaHHBIM JUTEpaTyphl
TOJUTAaHJCKUMM UCCieqoBaTensiMu [9] moKka3bIBaeT, 4To
BIT pacmpocTpaHeHa TOBCEMECTHO UM KIJIMHUYECKAs
KapTHHA U TeYeHUe 3a00JIeBaHMsI UMEIOT OOJIBIIIOE CXO/I-
CTBO B pa3auyHbIX nonyasuusx. Cumnromsl bIT Hauu-
HAIOTCSI BCKOpE IIOCJIe POXIEeHUsS (CpemHUil BO3pacT
1,6 Mec), BO3pacT Ha MOMEHT rocrnuranuzauuu (2,8—
4,0 mec), nuarHocTtuka (B 4,5—5,3 mec), cMepTh 0e3
®3T nacrynaer B 6,0—7,7 Mec.

[TpoBeneHHBIE KITMHUIECKUE UCTTBITAHUS C 3aMECTH -
TEJILHOM Teparnuei o-TITI0KO31UAa301 y 00IbHBIX ¢ MH(paH-
TuIbHOM hopmoit BI1 mokazanu cylecTBEeHHBIN perpecc
KIIMHUYECKUX TPOSIBJICHUH, TIPEXkKIe BCEro YMEHBIIIEHUE
TOJIIIIMHBI CTEHKW MMOKapia TIpU TUMEPTpoduIecKoit
KapAWOMUOIIaTUH, YBEIWYEHUE IMPOJOKUTEIbHOCTU
¥ KadecTBa xku3HH [ 10, 11]. Pemenuem npobaeMbl paHHEH
JMArHOCTUKM CTajo Obl MHpOBeAcHME HEOHATaJbHOIO

ckpuHuHra bBII, muioTHoe wucciienoBaHUE TPOBEAECHO
KUTAaiCKUMM YYEHBIMH B TIOIYJISILIUUA C OTHOCHUTEIHHO
BbICOKOI yactoToil BIT [2, 12]. ¥ 6 HOBOPOXIEHHBIX U3
206 088, obcaemoBaHHbIX 110 CKpUHUHTY (TaliBaHb), OHU
nIMarHoCTUpoBany MHaHTIIBHYIO opmy BIT B Bo3pacTe
12—26 nHeit xku3HU. BbUT ITOTyYeH MOJIOXUTEIbHBIN pe-
3ysbTat npu HazHayeHuu 3T a-T1roKo3unasoii (B Tevue-
Hue 14—32 mec) B hopme perpecca CMUMITOMOB FMITIEPTPO-
¢udeckoil KapaAMOMHONATHM W  CTATUCTHUYECKU
JIOCTOBEPHOTO YBEINYCHUS BEIKUBAHUS 3THUX MALIMCHTOB
M0 CPaBHEHMIO C OOJBbHBIMM C JUATHOCTUPOBAHHBIM IO
KJIMHUYECKUM MPU3HAKaM 3a00JIeBaHUEM.

3aknioueHue

ITpornos mnanenyeckoit ¢popMmsl bI1 HeOmaronpust-
HeIA. Tem He MeHee ¢ yueToM TTosgBieHs @3T maHHOTO
3a00JIeBaHMS CETOTHS €CTh BO3MOXKXHOCTD HE TOTBKO TTPH-
OCTaHOBUTH MMPOTPECCUPOBAHIE 00JIE3HU, HO U TTOIYIUTh
00paTHOE pa3BUTHUE €€ OTAEAbHBIX KIMHUYECKUX IIPOSIB-
JICHWI W YAYYIOUTh Ka4eCTBO JKMU3HU TaleHTa.
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