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TepMUH «rOMOIMCTHHYPHST» 00bEIMHSET P/ FTeHeTHYECKH 1eTePMUHUPOBAHHBIX HO30JI0IHYECKHX (hOPM, BBI3BAHHBIX HApYIIEHHEM
oOMeHa cepocolep:KamuX aMUHOKHCJIOT (METHOHHHA, FOMOUMCTENHA), KodatamMuna u (onatos. W3 rpynmsl 3THX 3a00/1eBaHuMii
BBUIEJISIIOT «KJIACCHYECKYI0» TOMOLUCTHHYPHIO, 00YCJIOBJIEHHYIO HEOCTATOYHOCTHIO MCTATHOHMH-0€Ta-CHHTA3bI, U (opMbI, CBSI-
3aHHble ¢ JedeKTaMy NPOLEecCoB peMeTHIMPOBaHUsI MeTHOHHHA. [laHa GoJiee noapoOHas uHdopManus 00 oaHo# U3 TakuX Gopm —
TOMOIMCTHHYPHI-Meraio0aacTHoi anemun, Tin cblG, Boi3Banno# Mytamusvu rena M7R. TlpencrasieHbl pe3yibTaThl HAOMIOAEHUS
3a peGEHKOM C YKa3aHHBIM 3200/1eBaHHeM. B KIMHIYECKOM CTaTyce OTMeYeHbl MHTEIEKTYAIbHOE HeJOPA3BUTHE, AYyTHCTHYECKHE
4epThl NOBE/IEHH s, CTEPEOTUITHH, HUCTATM, CHIZKEHHE OCTPOTHI 3PeHHsI, MAKPOLMTAPHAS AHEMHs1, JMUJIETICHS] B CTAMU PEMUCCHH.
s 3¢ peKkTHBHOTO JTeyeHus TpedyeTcsi Ha3HAYEHHE He 3aperncTpupoBaHnbix B PO npenapaToB — GeTanHa U THAPOKCUKOOATAMHUHA.
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The term «homocystinuria» combines a number of genetically determined nosological forms caused by defects of the metabolism
of sulfur-containing amino acids (methionine, homocysteine), cobalamin and folate. The group of these diseases includes «classical»
homocystinuria caused by insufficiency of cystathionine beta-synthase and forms associated with defects in methionine remethylation
processes. More information is given about one of these forms — homocystinuria and megaloblastic anemia, type cblG, caused by
MTR gene mutations. The results of observation of a child with this disease are presented. The clinical status includes: intellectual
disability, autistic behavioral traits, stereotypes, nystagmus, visual impairment, macrocytic anemia, epilepsy in remission. Effective
treatment requires the use of medications not registered in the Russian Federation — betaine and hydroxocobalamin.
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MarHOCTUKa peakux ¢GhopM MeTaboJuyeckux 3abo-

JIeBAaHUI TIpEACTaBJIsIeT COOOIl HaCyIIHYIO 3amady
nenuatpuu. CoOrjlaCHO COBPEMEHHBIM JaHHBIM YMCIIO
TakMX Hozoyiornyeckux ¢opm rpessbimiaer 500, ux cym-
MapHasl 4acToTa OIleHMBaeTcsd Kak 5 Ha 10 ThIC. HOBO-
POXIEHHBIX, a paclpoOCTPaHEHHOCTb Cpeau AeTeit
¢ HapylIeHMSIMM pa3BUTUs cocTtaBiseT 12—15% [1, 2].

3abosnieBaHUsI, KaK IMPaBUIO, COMPOBOXIAIOTCS TTOBBI-
LIEHHO JieTalbHOCThIO (0KOJI0 30%). B cBsI3u ¢ aTUM
ocoboe 3HaueHue 3Ta nMpobiaema rnpuruodpeTaeT Oaarogapsi
pa3pabOTaHHBIM MeTomaM JiedeHUs1, 3(hGEKTUBHOCTD
KOTOPOTO B OOJIBIION CTEMEeHW 3aBUCUT OT BO3pacTa
pebeHKa K MOMEHTY YCTaHOBJICHMS AWArHO3a M Hadvala
Tepanuu.
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B MOMOLLIb TPAKTUHYECKOMY BPAYY

Tabauya. T'eneTnyeckue popmMbl FOMOIMCTHHYPUT

Table. Genetic forms of homocystinuria

3atoaesanue (Homep OMIM) OcHoBHOIi 1edexT T'en (;10Kyc) Hacn;l;:;aﬂm
[lepBas rpymnmna
Kraccnueckast roMomucTUHYpUs, 00y-
CBS

CJIOBJIEHHAsI HEIOCTATOYHOCTBIO IUcTaTh- LluctatnoHnH-0eTa-cuHTa3a (21q22.3) AP
OHMH-0eTa-cruHTa3bl (Ne236200) qes
Bropas rpynna
T'oMonmcTHYypHs, 00yCIOBIEHHAS HEIO0-

MTHFR
CTaTOYHOCThIO MeTUIIeHTeTparuapodoia- MertuneHreTparuapodoaaTpeayKkrasa (1p36.22) AP
Tpeaykrasbl (Ne236250) P25
MeTuamManoHoBast allUAEMUsT C TOMOLIM - Cunrte3 aneHo3uikobatamuHa (AdoCbl) MMACHC AP
ctunypwueit, Tur cblC (Ne277400) u meTrikobanramunaa (MeCbl) (1p34.1)
MeTtuimManoHOBast allMAypust C TOMOIIM- BHYTpUKIIETOYHBIN TpaHCTIOPT afeHO3WIKoOana-  MMADHC AP
ctunypueit, Tumn cblD (Ne277410) muHa (AdoCbl) n metunkobanamuna (MeCbl), (2923.2)
T'omouucTuHYpUs-MeraooaacTHas aHe- PeIVKTa33 MeTHOHMHCHHTASH MTRR AP
must, it cblE (Ne236270) AN (5p15.31)
T'omortucTuHypusi-MeranooiacTHast aHe-
wust, i cblG (Ne250940) MeTroHMHCHHTa3a MTR (1g43) AP
MetuamanoHoBast allUaypust C TOMOIIH - . LMBRD1
cruHypwei, THr ¢bIF (N 277380) JIn3ocoMHBII EPEeHOCUUK KOOaTaMUHA (6q13) AP
MetuimanoHoBas alMaypusi ¢ TOMOLIM- ITpotenH, yyacTByIOIIMi B MPOLIECCUHTE KOOA- ABCD4 AP
ctunHypueit, turn cbl) (Ne614857) JIAMUHOB (14924.3)
MeTtuiManoHOBas allMaypust C TOMOIIM- Perynsarop TpaHckpuniuu HCFEC1 XP
ctunHypueit, Tun cblX (Ne309541) (Xqg28)

TpudyHKIIMOHATLHBIN 6e10K: 5,10-MeTun
Merano6iacTHasi aHeMusl C TUTIEPTOMO- eHTeTparuapodonaraeruaporeHasa/s,10- MTHFDI AP
mucrenHemueii (Ne617780) MEeTEeHWITEeTparuapodoaTurKiIoruapoiaasa/10- (14923.3)
dopmunTeTparuapodoIaT CHHTETa3a

Hedunmt TpanckobazamuHa Il TCN2
(Ne275350) Tpancko6anamun I1 (22q12.2) AP
TpaH3uTopHass METUIMAJIOHOBAS Al - . CD320
pust (Ne613646) KieTouHbIi pelienTop TpaHcKobalaMyuHa (19p13.2) AP

Tlpumeuanue. OMIM — Online Mendelian Inheritance in Man; AP — aytocomHo-penieccuBHbIit; XP — X-clLiernieHHbIiA pelieCCUBHBIN.

TepMUH «TOMOLIMCTUHYPUS» OOBEIMHSIET PsIT TeHe-
TUYECKU TETEPMUHUPOBAHHBIX HO30JIOTMUECKUX (PopM,
BBI3BAaHHBIX HapylIeHHMEeM OOMeHa CepocOoaepKalIuX
aMWHOKMCJIOT (METMOHMHA, TOMOIIMCTeNHa), Koba-
JamMuHa M (QosaroB. 3aboseBaHUsS MOXHO pa3le/iuTh
Ha 2 OCHOBHBIE TPYIIIBI, pa3uvarolIrecss Mo Iarore-
He3y, OTAEJIbHBIM TTPOSIBICHUSIM 1 JieueHUIo [3].

Ilepsas epynna (cM. Tabnuily) TpeiaCTaBleHa OIHUM
OTHOCHUTENIbHO  pacIpoCTpaHEHHBIM  3aboJieBaHUEM
(gacrota 1:100 000 — 1:200 000 HOBOPOXHEHHBIX) —
TOMOLIMCTUHYpUEH, OOYCIOBJICHHONW HEIOCTaTOYHOCTHIO
LIUCTAaTUOHUH-0€Ta-CUHTa3bl, WM KJIaCCUYECKON TOMO-
muctunypueit (ren CBS). ledunut ykazaHHOTo hepMeHTa
BelleT K HapyleHWIo TpaHCc(opMalid TOMOLMCTEMHA
¢ obpa3oBaHUEM IIUCTMHA, HAKOIJIEHUIO TOMOLIMCTEWHA
M METUOHWHA, CHIDKEHUIO COIepKaHMUsT LINCTUHA B ChIBO-
POTKe KPOBU U TKaHSIX. BBIIEIAIOT Be KIIMHUKO-TeHETH -
yeckre (POPMBI KIIACCUYECKOI TOMOLIMCTUHYPUU: TSIKe-
Jy1o B -pe3ucTeHTHYIO U Gosiee Jierkyro B -3aBucumyo.
IMarmeHTHl  XapaKTepU3yloTCsT HAJIUYMEM  CIIEAYIOIIEro

CUMIITOMOKOMILIEKCA: CKeJIETHbIe AehOopMalliu, SKTOITUSI
XpYyCTaIMKOB (MapdaHONon00HbI (heHOTHIT), YMCTBEH-
Hasl OTCTaJOCTh ¢ (POPMMPOBAHUEM OYArOBOIl HEBPOJIO-
TMYEeCKON CUMIITOMATUKM, TPOMOOSMOOIUSI 1 CepliedHO-
cocynucras natoniorust (4, 5]. bonbHbIM B -pe3ncTeHTHOI
¢dopMoil TOMOLIMCTUHYPUM HA3HAUAETCsl JUeTa C PE3KUM
OrpaHUYEHUEM TIPOAYKTOB KMBOTHOTO TTPOUCXOXICHUS,
Ooratelx MeTMOHMHOM. JoTaumst Geiaka B palliOHE OCY-
LIECTBJISIETCST 3a CYET CIelMaJIbHBIX TTPOIYKTOB — Habo-
POB aMUHOKMCJIOT, JIMIIEHHBIX METUOHKHA. B -3aBuCHMast
TOMOLIMCTUHYPHUS YCIIEIITHO TIOIAAeTCsl JIEYEHUIO BBICO-
KUMU 103amu nupugokcrHa (He meHee 100—200 mr/cyT).
IIpn obenx dopmax KiIaccMUecKOoil TOMOIMCTUHYPUU
JOTIOJIHUTENIBHBIM CPEACTBOM KOPPEKIIMU HapyLIEHHOTO
oOMeHa METMOHWHAa M TOMOLIMCTeMHa SIBJISIETCSI JOHOP
METWJIbHOM TPYIIbl — OeTauH, 1032 KOTOPOTO COCTaB-
qger 250 Mr/Kr/cyT s oeTei ctapuie 3 JieT U 6 T/CyT
JUTSL B3POCIIBIX [6].

Bmopas epynna nHacnencTBeHHbBIX 3a00J1€BaHU, 00b-
eIMHEHHBIX TEPMUHOM <«TOMOLIMCTUHYPHSI», BKIIOYAET
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Huxkonaesa E.A. u coaem. [InarHocTHKa 1 JIeYeHUE PEIKOro 3a001eBaHUsSI — TOMOLIMCTUHYPUU -METraIo01acTHOM aHeMuu, TUI cblG

Ho3o0Jiornyeckre (popMbl, 00YCIIOBIEHHBIE HapyIIeHUEM
Mpolecca pPeMEeTUJIMPOBAHUS METHOHWHA (CM. DPUCY-
HOK). [IpUYMHOM pa3BUBAIOIINXCS PACCTPOMCTB CIYXKUT
HEJIO0CTATOYHOCTh (DEPMEHTOB METUJIEHTETPAarnuapogo-
narpenyktassl (reH MTHFR), penykTa3bl METUOHUHCUH-
ta3bl (reH MTRR) wiu MeTuoHUHCUHTa3bl (reH MTR),
nedekThl kobasamMrHa M ero BapuaHToB — cblC, cblD,
cblE, cblG, cblF u gp. HanbGonee yactoe 3abojieBaHue
STOM TPYMITbl — METUIMAJIOHOBAasI allMAEMUsI ¢ TOMOLIM-
cruHypueit n aepunmntom KobamamuHa C — cblC (ren
MMACHC): yacrota cocrasisier 1:100 000 HOBOpOX-
nenHbix (CLHA) [7]. HakornieHue roMoncTeHA BCIE-
CTBME HapYyIIEHWSI PEMETHJIMPOBAHKWS METUOHWHA W €T0
HEJIOCTATOYHOCTh BEAyT K HEOJArONMpUSTHBIM COCYIU-
CTBIM 3(dekTaM M PacCTPONCTBY KM3HEHHO BAXKHBIX
peakuuit metTunupoBanus JJHK kax crioco6a perynmnpo-
BaHMSI BKcTpeccuu reHoB. [latoreHes psiga 3aboseBaHU
STOI IPYMIIBLI CBSI3aH ¢ COYETAHHBIM HapyIIeHUEM MeTa-
6os3Ma TMPOMUOHATOB (METHJIMAJIOHOBAsT AalUuaeMusT
¢ TOMOLMCTHHYpueii). KinmHudeckass XapaKTepHCTHKa
3a00JIeBaHUI OTpaXkaeT TopaxkeHWe HEPBHOM, KpOBET-
BOPHOW, COCYOIMCTOW W MOYEBBIICIUTEIBLHON CUCTEM
C pa3BUTHEM METaJlo0JIaCTHON aHEeMUU, TPOMOOIMOOIIH -
YECKUX OCIIOXKHEHMI, aTUTTMYHOTO TeMOJUTUKO-YPEMU-
yeckoro cuHapoMma. JleueHue (6etanH, ruipokcuKoOaa-
MMH) 3aBUCUT OT (DOPMBI OOJIE3HU.

Ilon HamumM HaOGMOIEHUMEM Haxonuiach OObHas
C KpaifHe peaKoil HO30JIOTMYecKoil (opmoit Hapyiie-

HUS PEeMETWIMPOBAHUS METHMOHWHA 20MouucmuHy-
pueili—mezaiobaacmuoii  anemuet, mun cblG (OMIM
Ne250940). PacnipocTpaHeHHOCTb TIATOJIOTUM HE YTOY-
HeHa; n3BecTHBI okoo 40 maumeHToB [8]. 3aboneBaHue
00YCJIOBJIECHO TOMO3UTOTHBIMU ~WJIM  KOMIIayH/I-TeTe-
pPO3UTOTHBIMM MyTauMsiMu TeHa MTR (XpoMocoMHast
nokanmzauust 1q43), koaupyooniero ¢GepMeHT MeTHITe-
TparuapodoaaTTOMOLIMCTEMHMETUITpaHChepa3y (MeTro-
HUHCHHTAa3y). Tun HacaenoBaHUsI — ayTOCOMHO-peliec-
CUBHBII. B HOpMe METMOHWHCUHTA3a OCYIIECTBIISICT
peMETWIIMPOBAaHUE METMOHWHA W3 TOMOILIMCTEMHA,
yto Tpedyer ydactusi KobaimamuHa cblG. OcHoBHOe
3BEHO TaToreHe3a 3aboyieBaHUs — AeteKT OMOCUHTEe3a
METHOHMHA ITyTeM PEeMETMIMPOBAHUS, €T0 HEIOCTATOU-
HOCTh ¥ HAKOTUJIEHWE TOMOLIMCTENHA.

Kaunuueckue nposeaenus. B OonbIIMHCTBE CITy-
yaeB 3a00seBaHMe MaHU(ECTUPYeT B paHHEM BO3pacTe,
B TOM YHCIIe Y HOBOPOXKIEHHBIX. OTMeUaloT HapyIIeHUs
BCKapMJIMBaHUSI U PBOTY, HU3KYIO0 TPUOAaBKY MaccChl,
MBIIIEYHYIO TUMOTOHUIO (MHOTIA TUTIEPTOHYC), COH-
JIUBOCTH/JIETApPTUIO, CYIOPOTH, aTaKCHUIO, OTCTaBaHUE
TMICUXOMOTOPHOTO Pa3BUTHSI, MUKpOLedaTnio, HUCTATM,
crpabusM. Hepenko HabGionamTCs TIOMepyJionaTusi,
TeMOJIUTUKO-YPEMUYECKUI CUHApPOM. B cTapimeM Bo3-
pacTe MpeobamaT HeporcuXuaTpuiecKue paccTpoii-
CTBa, TIporpeccHupymoliast ciaabocTb, TPOMOOTUYECKHE
ocnoxHeHus [3, 9]. XapakrepHbl Merajo0iacTHasi aHe-
MMSI, TTAHIIUTOIIEHUsI. B KpOBU TTOBBIIIEHO COAepKaHKE
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Figure. The scheme of the metabolism of sulfur-containing amino acids [3, 8 in modification].
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TOMOLIMCTENHA, CHUKEH ypOoBeHb MeTHMOHMHA. [Tocmen-
HUI ToKa3aTejb (a Takke HM3KOe OTHOIIEHUE METHO-
HUH/(eHWTalaHuH) WCIOb3yeTCs ISl JTUArHOCTUKU
10 TIporpaMMe HeoHaTaJlbHOTO cKpuHMHTa [10].

IMpu obcmenoBaHUM GONBHBIX TIO JTAHHBIM MarHUTHO-
pPE30HAaHCHOI ToMorpaduu BBISIBISIIOTCS aTpodust Kop-
KOBBIX OTIIEJIOB TOJIOBHOTO MO3ra, JIeiKOo3HIIe(haTonaTus.
Ha snexTposHIiedanorpaMme onpeneisiioTcst BeIpaxKeHHbIS
M3MEHEHUST OMOBJIEKTPUUECKON aKTUBHOCTU C 3aepKKOM
(opMupoBaHUST BO3PACTHON KOPKOBO PUTMUKH, BO3-
MOXHO HaJIMuMe SMUKOMIUIEKCOB. JIaHHBIE YIIbTpa3ByKO-
BOTO HCCJIEIOBAHVSI OPraHOB OPIOLIHOM MOJIOCTH W TTOYEK
CBUJIETEILCTBYIOT 00 YTOJIIIEHUY MTAPEHXUMBI TTOUEK 1 pac-
IIMPEHUN TTOYEYHBIX JIOXaHOK |3, 8].

Jlughghepenyuaavryro ouaznocmuxy ciieyet mpoBOIUTh
¢ psggoM 3abosneBanmii. JIuddepeHIMpoBaTh OT KJac-
CUYECKOM TOMOLUMCTMHYPUU ClleyeT Ha OCHOBaHUU
OTCYTCTBHSI XapaKTepHBIX KIIMHUKO-T1a00paTOPHBIX TaH-
HBIX: Map(haHOUIHBINM (PEHOTUTT, SKTOMUS XPYCTAITUKOB,
BBICOKUI YPOBEHb METUOHWHA B KPOBU, MyTallul B TeHE
CBS. B cBsa3u Cc OOJIBIIMM CXOJACTBOM TOMOLIMCTHHY-
puIo-MeranooiacTHyo aHeMuto, TUI cblE, MoxxHO oTiiu-
YUTH TOJIBKO TIyTeM TecTupoBaHust TeHoB MTRR u MTR.
Hns nuddepeHIMpoBaHus OT APYTUX (pOpM TOMOLIMCTH-
HYPUM, B TOM YUCJIE COMPOBOXKIAIOUIUXCS METUIMAIOHO-
BOI alyaypueii, UCMob3yloT OIpeaesieHne 3KCKpelun
MOYKaMW METWIMAJIOHOBOW KHUCIOTHI (M/WIN YPOBHSI
MPONTMOHMJIKAPDHUTHHA B KPOBH), a TAKXKE CEKBEHUPOBA-
aue JIHK ¢ aHanmm3om reHoB, KOHTPOJUPYIOIINX OOMeH
cepocoiepXalnuxX aMMHOKUCIOT, KobasamuHa, (oiatoB
U MPOMUOHATOB. DK30T€HHbIA neuUMT BUTaMUHA B,
HUCKJIIOYAIOT MyTeM aHaJiu3a €ro YpPOBHS B KPOBM.

OcHOBaHUEM JUISI YCTAHOBJIEHUST JMAarHo3a rOMOIY-
CTUHYPUM—MeTajIo01acTHOI aHeMUH, TUII cblG, ciyxkart
cienytolne JadbopaTopHble KpUTEPUU: Merajao0acTHasI
aHEeMWUsI; TIOBBIIIEHHBI YPOBEHb TOMOIIMCTEWHA, HU3-
KW ypOBEeHb METUOHWHA B KPOBH; HAIMUKE TTATOTeHHBIX
MyTauumii reHa MTR B roMO3UTOTHOM/KOMMAYyH/I-T€TepPO-
3UTOTHOM COCTOSTHUU.

Jlewenue BKITIOUAET TUAPOKCUKOOATAMUH BHYTPUMBI-
IIEYHO B CpelHel no3e 1—2 Mr/cyT B coueTaHuu ¢ 6eTan-
HOM — 250 MT/KT/CyT feTsiM 1o 3 JieT u 5—6 1/CyT manm-
€HTaM CTapIliero Bo3pacTa v B3pocabiM. JlomoHUTETbHO
Ha3zHayvaloT (GoJMeByl KUCIOTy 5 Mr/cyt. B cneunanb-
HOIi IMeTOoTepanuy MallueHThl He HyKaaroTcs [3].

Kiunnyeckoe HaoOmogenue. /leBouka A. MmocTymnuia
B OTAeJieHWe KIMHUYECKOW TEHETUKU BIIEPBbIE B BO3-
pacre 11,5 roma. Pomutenu mnpenbsBisiiiv XKaloObl
Ha CyIOpOord B aHaMmHe3e, CHUXEHUEe WHTeUIeKTa
U OCTPOTHI 3pEHUSI, «TTOACPTUBAHUE» 3pAYKOB, HaJIU4Ne
MePUOANYECKUX CTEPEOTUITHBIX IBVKEHUIA.

IIpu aHanm3e pomOCIOBHOI yCTaHOBJIEHO, YTO Opak
HEPOJCTBEHHBII; POAUTEIN, MJIalasi cecTpa MpobdaHa
U Ipyrve POACTBEHHMKM 3I0POBBI, HE MMEIOT BPEIHBIX
MPUBBIYEK U BPEIHBIX MPOMEeCCHOHANTBHBIX (PaKTOPOB.
IMpoGana oT TepBoOil, OJIATONMPUSTHO TPOTEKaBIIEH
OepeMeHHOCTH Y (U3MOJIOTUYECKUX pPoJoB. JleBouka

B MOMOLLIb TPAKTUHYECKOMY BPAYY

poamiiack ¢ Maccoit tena 2960 r, minHOM 53 cM, oleH-
kol mo mkaie Anrap 8/9 OamnoB. PanHee pazButue
MPOTEKAJIO C 3aepKKOIi: TOJIOBY cTaia AepKaThb ¢ 2 Mec,
CHIETh — C 8 Mec, caMOCTOSATEbHO XOIUTh — ¢ | roma
7 mec. IlepBble ciory MOSIBUIINCH B 12 Mec, TIepBhIe CJIOBa
craja Mpou3HOCUTH ¢ 3,5—4 JeT.

B 4 mec nenuatp oOpaTisl BHUMaHUE Ha 3aJepKKy TeM-
OB MOTOPHOTO PAa3BUTUSI, B CBSI3W C YeM ObIT Ha3HA4YeH
Kypc Maccaxka M TIp¥eM HOOTPOITHBIX TPerapaTtoB ¢ yMe-
PEHHBIM TOJIOXKUTEIbHbIM 3 dekToM. B 4 roma okymucr
YCTAaHOBMJI HaJlMuue y pebeHKa BpPOXKIEHHOTO TOPHU30H-
TaJIbHOTO MEJTKOPa3MaIlICTOro HUCTarMa, TUIepMeTPOTTI
cnaboii cTereHn OOOMX TJIa3, HETIOCTOSTHHOTO CXOJSIIIe-
TOCSI CONPYKECTBEHHOTO aJIbTEPHUPYIOIIETO KOCOTIA3HsI.
Ton cniycts y IeBOYKY Oblia BbISIBJIEHA YaCTUYHAS aTpOMUsT
JIMCKOB 3pUTETBHBIX HEPBOB.

B Bospacte 7,5—8 et BriepBbIe 3aMeUeHBI DIUJICTI-
TUYECKUE TIPUCTYIBI, CHayaja B BHUIEC <«3aMHPaHUS»,
3aTeM — C THIIEPTOHYCOM, CIIOHOTEYeHUEM, 3aTOPMO-
JKEHHOCTBIO M «3aBelleHUeM» Ta3. Tepamust TomupamMa-
ToM 3(pdekTa He nmana. Ilocne HazHaueHUs MpemnapaTa
BaJIbIIPOEBO  KUCJIOTHI YIaJOCh ITOCTUYh COCTOSTHUS
pemuccun. Ha MarHUTHO-pe30HAHCHOW TOMOTpamMMe
TOJIOBHOTO Mo3ra B Bo3pacte 9 u 10 et BbIsIBIeHBI 1U(D-
(y3HbIE M3MEHEHMST BellecTBa OOJBIINX TOJNYIIAPUIA,
MO3Xe4uKa, MO30JMCTOTO Tejla, pacliipeHre HapYKHBIX
¥ BHYTPEHHUX JIMKBOPHBIX MPOCTPAHCTB 6e3 HapyIIeHUsT
JIUKBOPOIWHAMUKU. JIJIsT TPAaKTOBKH BBISIBICHHBIX M3Me-
HEHWIT W YCTAaHOBJIEHUST KIIMHUYECKOTO IUarHo3a Oblia
peKOMeHI0BaHa TOCITUTAIN3AlNs IEBOYKUA B OTIEIeHUE
kimHndeckoil reHetnkn HUKW nengmuatpun mM. akane-
muka FO.E. Benbruiena.

ITpy MoCTyIUIeHUU B KIIMHUKY COCTOSTHME JIEBOYKHU
pacleHMBAIOCh KaK CPEeIHETSKEJI0e I10 OCHOBHOMY
3aboseBaHmto. [lokazarenu (U3NUECKOTO pa3BUTUS
ObLTM OYeHb BBICOKME, TAPMOHWYHEIE: JJIMHA M Macca
Teja cocTaBisid 156 ¢cm u 53 Kr cooTBeTcTBeHHO. O6a
MoKa3aTess COOTBETCTBOBIM 97-My TEepLIEHTUIIIO.
OKpyXHOCTh TOJIOBBI paBHs1ach 53,5 cm (50—75-i1 mep-
LIEHTWJIb).

deHOTUNIMYECKWE TIPU3HAKM  pebeHKa, Hapsamay
C OYEHb BBICOKMMM TMOKA3aTeIsIMKA (PU3MYECKOTO pa3BU-
THSI, BKJIIOYAJIU: 3a0CTPEHHBIN MOAOOPOIOK, OBaJIbHOE
JIUIIO, MPUPOCIITNE MOYKUA. MBbIIIeYHast CCTeMa pa3BUTa
YIOBJIETBOPUTENIBHO, TOHYC (hu3roorndeckuii. Umeercst
HapyIIeHre OCaHKU 1O TUITY CKOJIM03a, TNTIOCKO-BaIbIyC-
Hag yctaHoBKa crom. I[Ipu ¢usmaeckoMm oOcaeqoBaHUN
U3MEHEHU1 BHYTPEHHUX OpraHoOB He 0OHapyxeHo. CTyin
HOpPMAaJIbHBIM, aTlleTUT COXPaHEeH.

OO6paiaa BHUMaHKWe TIOCTOSTHHBIN MeJTKopa3Maliii-
CTBIIl HUCTATM, IPYTUX HapYIIEHW B HEBPOJOTUYECKOM
cTaTyce He BBISIBICHO; STUJIENTUYECKUX TPUCTYIIOB
B Mepuoj MpeOblBaHKS B CTAllMOHApe He HabJII0aaioch.
OKyJUCT TMAarHOCTUPOBaJ TMIIEPMETPOITMIO CJ1aboi cTe-
neHu ooboux ria3. Ciayx He U3MEHEH.

IlcuxomoroM OTMEYeHO OTCTaBaHWE B TICHXOpPE-
YeBOM pa3BUTHU, ayTUCTUUYECKUE YePThl MOBEICHUS,
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Huxkonaesa E.A. u coaem. [InarHocTHKa 1 JIeYeHUE PEIKOro 3a001eBaHUsSI — TOMOLIMCTUHYPUU -METraIo01acTHOM aHeMuu, TUI cblG

CTEPEOTHUITHBIE JABMXEHUSI, UMITYJIbCUBHOCTh B TTOBE-
NIEHUU, CHUXEHUE CIOCOOHOCTM K KOHIEHTpaluuu
aKTMBHOTO BHUMAaHWs, 3allOMUHaHMIO. JleBouka 00y-
yaeTcss B 4-M Kjacce 1O CHeluaJbHON (amanTupo-
BaHHOI) mporpamme. [To pe3yabrataM TeCTUPOBAHMS
no meroauke Bexcnepa (meTckuil BapuaHT) OOIIMIA
WHTEJUIEKTyaIbHbI moka3zartenb (1Q) cocraBun 38 6ain-
JIOB, UYTO COOTBETCTBYET MHTEJJIEKTYaJbHOMY HEI0pa3-
BUTHIO YMEPEHHO CTETIeHH.

Ilpu oOcnegoBaHMM JIEBOYKM Ha BJEKTPOKap-
IMOrpaMMe 3aperucTpupoBaHa YMepeHHasi CUHYCO-
Bas apuUTMMSI C TIepUOJAMHM YMEPEHHON TaXWKapauu,
yacToTa cepAevyHbIX cokpameHuit 111-91 yn/MuH.
Ha snexrposHiiedanorpamMe oTMeuyeHa Ae30praHu3a-
LI1ST OCHOBHOM aKTMBHOCTH U 3aJiepKKa (POpMUPOBAHUS
BO3paCTHOI KOPKOBOW PUTMUKHU. DMUIEITU(HOPMHOM
aKTMBHOCTU HE ObLIO 3a(pMKCHPOBAHO, B TOM YUCIIE
Mpu  TpoBedeHUM doTtocTuMynssunu. I[lo maHHBIM
YJIBTPA3BYKOBOTO UCCJIEIOBAaHUSI OPraHOB OpIONITHOM
MOJIOCTU M TI0YeK KOHCTAaTUPOBAaHBI HEBBIpaXKeHHbBIE
nudy3HbIe U3MEHEHUS TTapEeHXUMBI TIeYeHH, PEaKTUB-
Hble U3MEHEHUS TTOMKETYIOUYHOMN XeJle3bl, YTOMIIIeHe
MapeHXUMBI TOYeK U HeOOIbIIIOE pacliupeHre JOXaHKU
MpaBoOi MOYKH.

JlaGopaTopHBIe METOOBI MCCIEOOBAHUS BBISIBUIN
YMEPEHHYI0O aHEeMHI0, MaKpOIIMTO3  3SPUTPOIIUTOB:
CHIDKEHUE KOJIMYECTBA SPUTPOLMTOB 10 3,86°10'2/1
pu HopMe (3,9—5,5) -10'2/1; yBenmnueHne oObemMa 3pu-
tpountoB (MCV) — 102,3 ¢ ipu Hopme 77,0—95,0 ¢ur;
MTOBBIIIICHUE COMEPXKaHUs TeMOIIOOMHA B 3PUTPOLIUTE
(MCH) — 35,8 nr (Hopma 26,0—32,0 mrT); BBICOKMI
KO3 GUIIMEHT aHU30TPOIIUU BpUTpoLUTOB — 54,1 ¢
(Hopma 35,0—47,0 ¢dn). B Ouoxmmuyeckom aHamuse
KPOBM  3aperMcTpUpPOBAaHO  HOpMaibHOE  CoJepXa-
Hue Butamuba B, (316,0 nir/mn mpu Hopme 150—800)
U TIOBBIIIEHHBIN YPOBEHb (DOJIMEBOI KUCTOTHI (24 HT/MII,
Hopma 3—17 Hr/ma).

PesynbraThl omnpeneneHuss B KPOBM YPOBHSI aMM-
HOKHMCJIOT W aUWJIKApHUTUHOB (METOH TaHAEMHOM
Macc-CHeKTPOMETPUM) TTO3BOJIVIIM UCKITIOYUTH MHOTHE
(GopMbI HACIEICTBEHHBIX AaMWHOAIMAONATUIA, oOpra-
HUYECKUX aluaypuii U Oe(eKTOB MUTOXOHAPUATb-
Horo Oera-okucieHus. OmHako oOpallleHO BHHUMaHUeE
Ha YpOBeHb METMOHMHA, KOTOPBIN OBIT OJIMKEe K HUXK-
Hell rpaHuiie HOpMBI (26,805 MKMOJb/I TpU HOpMeE
6—155 Mkwmonb/n). M3BeCTHO, YTO HM3KHMI YPOBEHb
METHMOHWHA B KPOBHW XapakTepeH IJisT (OpM TOMOIIM-
CTUHYPUM, OOYCIIOBIEHHBIX HapylIeHWEeM peMeTHIM-
poBaHUWST MeTMOHWHA. [ TOATBepXKIEeHMS/MCKITIO-
YeHUs O3TOW TPYINbI MAaTOJOTHI OBIJIO TIPOBEIEHO
orpenesieHue COIepXKaHUsI TOMOILIMCTeMHa B KPOBH,
KOTOpOE MoKa3ajio BEICOKUI YPOBEHb TOMOLIMCTENHA —
300 mxMoab/n (Hopma 5—10 Mxmonb/n). HopmanbHbie
ypoBHU nipornnoHaToB (C3-KapHUTHH) B KPOBU MCKIIIO-
YyaJii HO30JIoTUYeCcKre (hOPMbl TOMOLIMCTUHYPUHU, COYE-
TarlIecs ¢ METUIIMaJIOHOBOM atuaemueit. OTcyTcTBUE
y pebeHka «MappaHOMTHOTO» (PeHOTHUIIA U TTOBBIIICH-

HOTO YPOBHSI METUOHMHA B KPOBU OTPOBEPTAIN HaIM-
ype KJIaCCUYeCKOW TOMOIIMCTUHYPUH.

Hannune MakpoLMTapHOI aHeMWU, BBICOKMI ypO-
BeHb TOMOILIMCTEMHA B OTCYTCTBME HAKOTUIEHUS METH-
OHMHA M TIPU HOPMAJIbHOM COIEPXaHWM BUTamuHa B,
B KPOBM CBMIETEbCTBOBATM O BO3MOXHOM HaJIMYUU
y IpobGaHaa TOMOIMCTUHY U -METao0JIacCTHOM aHEMUH,
tunoB cblE wim cblG. HuddepeHunanbHbIi 1UarHo3
MEXIy 3TUMU ABYMSI HO30JIOTUYECKUMHU (POpMaMU MpoO-
BECTHU TT0 KJIMHUYECKON CUMITTOMATUKe HEBO3MOXKHO.

T'eneTmyeckoe mccienoBanue nposeneHo B ®I'BHY
MI'HI wwm. axkanmemuka H.I1. BoukoBa. Meromom
MAacCCUBHOTO TMapalijieIbHOTO CEKBEHUPOBAHUS ObLIA
BBISIBJICHBI [IBa TETEPO3UTOTHBIX BapuaHTa B TeHe
MTR: c.3518C>T (p.Prol173Leu) u ¢c.208T>G (p.Leu-
70Val). O mepBOM HYKJIEOTHIHOM BapuhaHTe HET CBe-
NEeHUI B MEXIyHapOmAHOU 0a3e MaHHBIX, BTOPOW IMpU-
3HaH MaTOTeHHBIM. Kpome Toro, o6HapyXeH BEpOSITHO
MaTOreHHbIN (KOH(MIMKT WHTEepHpeTaliuu) BapuaHT
¢.652G>A (p.Asp218Asn) rena MYO7A, accoumupo-
BaHHOTO C Tyroyxoctbio. COrTacHO pe3ysibTaTaM OTO-
AKKyCTMYECKOM 3MUCCHU TATOJIOTUU ClIyXa y JTeBOYKH
HET, YTO YKa3bIBaeT Ha BEPOSITHOE OTCYTCTBHME KIIM-
HUYECKON 3HAYMMOCTHU 3TOTO BapuaHTa reHa MYO7A
1 B TO Xe BpeMs TpeOyeT majbHelIero HabIoaeHUs
3a COCTOSTHMEM ClTyXa peGeHKa.

IIpu cerperalliOHHOM aHaJM3€ BBISBICHHBIX Bapu-
aHToB TeHa MTR B ceMbe YCTaHOBJEHO MX TpaHC-
MoJioXeHne. Y MaTepu NeBOUYKM OOHapyKeHa MyTarus
¢.208T>G (p.Leu70Val); y otna — ¢.3518C>T (p.Pro-
1173Leu).

Takum o06pa3oM, COBOKYMHOCTb (PEHOTUIMUYECKUX
MPU3HAKOB, Pe3yJIbTaTOB WHCTPYMEHTAJIbHBIX M J1a60-
pPaTOPHBIX MCCIEAOBAaHUI C MCIOJb30BAHUEM TEeHETU-
YEeCKOr0 CEKBEHHMPOBAHUS TTO3BOJIMIA JUaTHOCTHPO-
BaTh y peOeHKa peakyto opmy 3a00sieBaHUS U3 TPYTITHI
HapylIeHUi peMeTUIMPOBaHUS MeTHOHWHa. KiaumHu-
YeCKMI JWarHO3: TOMOUMCTUHYpPHSI-MerajaobiacTHast
aHemus, turn cblG. BOnuinenTtuueckass 3HIedanona-
tusi. T'eHeTmueckast amnwierncus. WMHTennektyaibHOe
HemopasButhe. [lopaxkeHne 3pUTENBHBIX MPOBOMSAIINX
nyteit. Hucrarm. l'unepmerponus cnaboii crenenn OU.
MakpounTapHast aHEMUSI.

[leBouka BbIMMCaHa JOMOW IO HaOMIOAEHUE CIie-
IIMAJINCTOB. TeauaTpa, TeHEeTHWKa, TICUXOHEBPOJIOTa,
OKYJIMCTa, TeMaTojiora. B cxeMy JiedeHUsT HEOOXOIMMO
BKJTFOUUTH GeTanH B 103e 6 r/cyT (1o 3 T 2 pa3a B IeHbB)
W TUAPOKCUKOOATAMUH BHYTPUMBIIIEYHO B HAYaJIbHOM
no3e 2 Mr/cyT. YKa3zaHHbI€ Tpernaparbl He 3aperucTpupo-
BaHbl B PMD; X moydyeHre BO3MOXHO TOJBKO IO 3aKJTIO-
yeHuo PegepayibHOr0 KOHCWIMYMA MpU ydacTUM OJjia-
rotBoputenbHoro ¢onma «Kpyr [HobOpa», co3maHHOTO
comtacHo Yka3sy Ipesunenra PO.

Pomutensm  meBoukm  mpoBeeHO 3D dEKTMBHOE
MeIUKO-TeHETUIECKOe KOHCYIbTUpOBaHue. PUCK MOBTOpP-
HOTO pOXIEHUST B ceMbe pebeHKa ¢ TOMOLMCTUHYpUEH-
MerajobactTHoit anemueii Thna cblG cocrasisieT 25%.
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3akovyeHue

IIpencraBieHHble cBepeHUs1 0 (hopMax TOMOILIMCTH-
HYpUHU, pa3nyamIIMXcsl MEXIy cO0Oi Mo TeHesy, Cpo-
KaM MaHU(eCcTalllu, TSKECTH M XapaKTepUCTHKE KITU-
HUYECKON CUMITTOMATUKU, TTOMOTYT BpayaM Pa3JIMIHBIX
CMeMaIbHOCTEN MPaBUIBHO OLIEHUTb COCTOSTHUE 0O0JIb-
HOro pebeHKa M MPOBECTH OOOCHOBAHHBINM JUATHOCTH-
yeckuit Touck. CXOACTBO KIMHUYECKUX TTPOSIBICHUIA
0COOEHHO CBOWCTBEHHO OOJBHBIM C (opMaMMU TOMO-
LIUCTUHYPUU, OOYCIOBJICHHON HapyIIEHUSIMU PEMETU-
JIMPOBAaHUSI METMOHMHA. [lJI1 MauMeHTOB XapaKTepHBI
cumrnroMbl TopaxkeHusi LIHC, koropeie MoryT maHude-
CTUPOBATh YXe€ B TepUojie HOBOPOXIEHHOCTU: YrHETe-
HUE CO3HaHUs, pBOTa, CYIOPOTH, MbILIIEYHAs] TUTIOTOHMSI
WO TUIEPTOHYC MBI, HHUCTarMm, OJETHOCTh KOXK-
HBIX TTIOKPOBOB, CHUXXEHHE CYXOXWIbHBIX pPe(hIEKCOB.
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