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PE3IOME

MuToxoHApHabHble 3a001€BaHNsT HE SIBISIOTCS PEIKMMM, HO MX FeHETHYEecKasl AMarHOCTMKA COMPSIKEHA CO 3HAUMUTENbHBIMU TPYAHOCTSIMU
1711 TIPaKTHKYIOLLEro Bpaya, Tak Kak TpedyeT MpUMeHEHHs] COBPEMEHHBIX BbICOKOTEXHOJIOTMUYHBIX METOZOB. PaHHss TOYHAst OCTAHOBKA M-
arHo3a y nepBbiX MPOOAHOB B CEMbe JAeT BO3MOXKHOCTb MPOBECTH PAHHIOK HOKJIMHUYECKYIO FeHETUYECKYIO IMarHOCTHKY BCEX POSKAEHHBIX
ZieTeil B OTSITOLLIEHHBIX CEMbSIX M IPEHATANIbHYIO AMarHOCTHUKY [PU MOCIIEAYIOLIMX OEPEMEHHOCTSIX, UTO M03BOUT AN HepeHLMPOBaHHO MOAXO-
IMTb K ITIAHMPOBAHMIO POXKZEHHS MocenyoLux aereii. Cratbsi MOCBsiieHa NPOrpeccrpyoLleMy 3a00JIeBaHHIO LIEHTPaJIbHOI HEPBHOIA CHCTe-
Mbl, HAaCJIeZICTBEHHOM MUTOXOHAPHUAJIbHOI NMAaTONOrMKU — MOAOCTPOMY HEKpOTU3MpytolleMy sHLedanomuenuty (cunapom Jlu). laHa kpartkas
uHdpopMaLyst 06 ITHOJIOrHH, PaCPOCTPAHEHHOCTH, KITMHUYECKUX MPOSIBIEHHUSIX, METOaX MarHOCTHUKM U JIEY€HUs! JAHHOM MaToJIOrMH Y eTeil.
TpencrasiieHbl yHUKAIbHbIE CEMelHbIE CTyuaun 3a00J1eBaHKsl C OMMCAHUEM BCErO MHOr000Opa3ust KJIMHUUYECKUX MposiBiieHuit 6omesHu. Bo Beex
Crlyyasix AMarHo3 Obll MOATBEPIKAEH reHeTUYECKMMU MeToaMu rccienoBanus. OTMEUEHO, UTo MOCTeNeHHas yTpaTa JBUraTesbHbIX HaBbIKOB
Ha HauyasbHbIX 3Tanax He BCEraa COMPOBOKIAETCS M3MeHeHus MM Ha MP-tomorpamme. B To ske Bpemst obpaiuaer Ha cebst BHUMaHHe Jak-
TaT-aLKi03, BbISIBIISIEMbI B OMOXMMHUYECKOM aHaNN3e KPOBH.

KJIIOYEBBIE CJIOBA: netu, MUTOXOHIpHAIbHbIE 3a00J1eBaHMsl, TOJOCTPbIii HEKPOTH3MPYIOLLKIA 3HLIEDATOMUENIUT, TaKTaT-aLK03, CUHAPOM
JIu, nuarHocrrka, Mytauust rena SURF1.
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ABSTRACT

Mitochondrial diseases are not uncommon. However, their genetic diagnosis is challenging for practitioners and requires up-to-date high-
tech methods. Early accurate diagnosis in first probands provides early preclinical genetic testing in all born children in compromised families
and prenatal testing in future pregnancies, thereby allowing a differential planning of future pregnancies. This paper discusses a progressive
central nervous system disorder, a congenital mitochondrial disease, subacute necrotizing encephalomyelopathy (Leigh syndrome). First, the
authors briefly review etiology, prevalence, clinical presentations, diagnostic techniques, and treatment for this disease in children. Then,
unique familial cases describing the diversity of clinical presentations are described. The diagnosis was genetically verified in all patients. MR
signs always accompany the gradual loss of motor skills at early stages. Blood biochemistry identifies lactic acidosis.
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BBENEHUME M0-IPYyromy B3MJISIHYTh Ha KJIACCMYECKHME IPYTINbl 3a0071eBaHUiA

B nocrneznH1e fecatuneTysl MEAMLMHCKAs TeHETHKA PasBU-  IETCKOro BO3pacTa, HanpruMep TaKuX, Kak AeTCKHii Liepebparib-
BAeTCsl OYeHb IMHAMMYHO. B COBpEMEHHOI IeICTBUTENbHOCTH  Hblii Mapanuy. Bosesin o6MeHa BHOCAT 3HAUMTENbHbIN BKIaj,
KJIMHUYECKHi Bpay MMeeT BO3MOXHOCTb YBMIETb, 3aMONO- B CTPYKTYPY AETCKON HEBPOJIOTMYECKON NaToNOrMH, M Hanbo-
3puTb 1 BepUULMPOBATb peaKue 3a0oseBaHns. Mbl CMOIIM  Jiee YaCTo CPeay HUX BCTPEYAlOTCs MUTOXOHAPHAIIbHbIE 3a00-
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MNeanatpus

KAnHMYeckaga npakTuka

neBanust (M3). Brnaromapsi HaKOIJIEHHBIM KJIMHUYECKMM Ha-
OI0/1eHHSIM, IOCTYMHOCTH MHGOPMALMK 1 aKTUBHOMY 0OMeHY
OMbITOM KJIMHMYECK1e MacKM JaHHbIX 3a00JIeBaHUi1 CTAHOBSIT-
cs1 Bce Goee y3HAaBaeMbIMK Ha PaHHMX CTamusiX, U, Kak Cief-
CTBMUe, BCe O0JIee JOCTYIMHOM CTAaHOBUTCS PaHHsIs IMarHOCTHKA,
4To 0OecreurBaeT BO3MOXHOCTb CHeL(UUECKOil KOppeK-
LMK psifa Takux 3aboseBaHmii. MUTOXOHIpHATbHbIE HLeda-
JIOMHONATUM — 9TO OOLUMPHBIN KJIACC HACJIEACTBEHHBIX 3a-
GoneBaHuil, OOYC/IOBJIEHHbIX HAPYLIEHUSIMU bIXaTeNbHOM
eny MUTOXoHApHiL. YacTora BcTpeuaemoct M3, Mo pasHbIM
oueHkaM, cocrasnsier 1:5000—1:10 000 kuBbIX HOBOPOXKAEH-
HbIX, YTO 1a€T OCHOBaHKe 60JIee MPUCTAILHO M KPUTUUHO OTHE-
CTUCD K JeTsIM C IMarHo3amu nepyHatanbHoro npoduss [1, 2].
Mner nocTosiHHOE HaKOIJIEHHe U BbISIBJIEHME BCE HOBBIX M HO-
BbIX KJIMHUUecKuX popM M3, 1x onmcano yxe 6onee 40 [3].

K nporpeccupyoiym MUTOXOHAPHANbHBIM SHLIEPATOMKO-
MaTusgM OTHOCHUTCSI M MOJNOCTPbI HEKPOTU3UPYIOLIUI IHLEe-
danomuenur — cunapom Jlu (Jlest) (Leigh Syndrome) (CJI).
Onucano okono 40 pasnuuHbIX TUIOB MyTaLWii, TPUBOASILLIMX
k CJI. Yaue Bcero BbisiBisieTcst MyTtauust 312—-321del311—
312insAT. Ouna oGHapyxkeHa B 70% MyTaHTHbIX asienei
y nauuenToB 13 3anagHoi EBponsr. Bapuant 845delCT 60nb-
lle XapakTepeH Julsl nauueHToB U3 Bocrounoit EBpomnb [3].
[lpn M3 HeT 4eTKo ouepyeHHbIX CUMITOMOB, TO3BOJISIOLINX
3anono3puTh AaHHble 3a6osneBanus. CJI peGlotupyer npen-
MYILLIeCTBEHHO Ha (OHE MHUMOTO 6J1aronosty4usl, epBbiM Ma-
HUQECTHBIM MPOSIBJIEHHEM CTAHOBUTCSI HapylleHne BCKapM-
JIMBAHMSI: TOBTOPHbIE HEOO'bSICHUMbIE SMU307bl PBOTHI, OTKA3
OT efibl, C1abOCTb COCaHNsl, HeOOOCHOBAHHAsI BSIOCTb, COHJIN-
BOCTb peO€eHKa 3aCTaBISIIOT POAMTENEl 00palaTbCst 3a IOMO-
LbIO B MEPBYIO Ouepesib K MeanaTpy Mo MecTy XXUTeJbCTBa.
Yaiwe BbICTaB/ISIETCS] COMATUUYECKUI AMArHo3, M pebeHKy Ha-
3Havaercs HecreLMuuecKasi KOppeKLys HabIoaeMbIX pac-
crpoiict [4]. Jlo KOHCynbTaLMM HEBPOJIOra MOXET MpPOHTU
OT HECKOJIbKMX MecsilieB 10 roza M Oosee, Tak Kak KJMHHU-
Ka pa3BMBaeTCsl He Bcerga ObICTPO M HapacTaHue JBHra-
TeNIbHOrO JlepuLMTa C yTpaToil paHee MNPHUOOpPETEHHbIX
IBUTaTEeJIbHbIX HABBIKOB M BBICILMX KOPKOBBIX (PYHKLMII PO-
VICXOJIUT, KaK MPaBUJI0, MOCTENEHHO, TOJIbKO B PEIKUX Cyya-
six — octpo. [lnst CJI B otmume ot apyrux M3 He xapaKTepHbl
SMuIenTUYeckre Cyfnoporu. Yem crapiue pebeHOK K Havaiy
KJIMHUYECKUX TPOsIBJIEHMH O0NesHu, TeM pasHooOpasHee
KJIMHMYECKasl KapTHHA. BO3MOsKHBI MO33keUKOBblE pacCTpOii-
crBa (LATKOCTb MpU XOzbOe, AM3apTpHsl, TOPU3OHTAIIbHBIN
HUCTarm), 4acTo PeruCTPUPYIOTCS AMM30/bl AMTHO3, HAPY>KHAsI
o¢ranbmoruierusi, OynbOapHblil CHHAPOM M 9KCTpan1pamu-
Hble PAacCTPONCTBA B BUIE JUCTOHUM M XOPEOATETO3HBIX M-
nepknHe3oB. B 90% cnyuaes TeueHue 3a60seBaHusl TSIKEIO.,
¢ ObICTpBIM MporpeccupoBaHreM. J1e6ioT 3aboneBaHust npu-
XOZLUTCSI Ha MepBble 3 rofia XKMU3HU, U YeM paHbllle CTapTOBa-
Jla CUMIITOMATHKa, TeM TsDKeJlee NPOrHo3. B penkux ciyua-
SIX OCHOBHble HEBpOJIOTMYecKWe HapylleHHsl MpOSIBISIIOTCS
B NOAPOCTKOBOM mepuoge. TeueHne 3a6oseBaHus IPU ITOM
BapyaHTe HOCUT JIETKMii, Me/IJIeHHO MPOrpecCcUpyIOLMil Xa-
pakrep [5]. Bo3MOXHbI BapuaHTbl C BOBJieYeHHEM B MaTo-
JIOTUYECKHit TMpOLIecC MPeuMYILIeCTBeHHO neprudepuuecKkoit
HEpBHOI CUCTeMbl, Koria Habmoxarorcs A1 ysHas MblLey-
Has TMIOTOHMS, apediiekcusi, aTpopusl MbILIL U CHUKEHHUe
CKOPOCTH MPOBefieHus! N0 neprdepruyeckuM HepBaM, BbISIB-
nsieMoe 1pu asnekTpoHelipomuorpaguu (AHMI) [6].

B Hacrosilee Bpemsi LIMPOKO OOCYKIAIOTCS BapUaHThI
CKPMHMHIOBOM OMOXMMHMYECKONM AMarHOCTHKM Gone3Heil 00-
MeHa. Y 60omnblIMHCTBA nauueHToB ¢ M3, B Tom uucie ¢ CJI,

HAOMIOAeTCS OCHOBHOM OMOXMMMYECKMII MPHU3HAK — JIAK-
TaT-auyUao3 C MOBbILEHHbIM YPOBHEM MOJIOYHOI U MUPOBU-
HOrpaJiHOit KUCTIOT B KPOBU U JMKBOpe. VImetoT Mecto opra-
HUYecKasl auuaypusi, CHUKEHHOe COfepsKaHWe KapHUTHHA.
[Mpu aHanM3e OpraHMYecKUX KUCIOT MOYM MOSKET HaOI0AaThCsl
TMOBBILLIEHHAS 9KCKPELIMs! OPFaHUUECKUX KUCTIOT, y4acTBYIOILMX
B Lukie Kpebcea [6]. Takke ILIMPOKO OCBELLAIOTCS pe3yJIbTaThbl
HepOBU3yanM3aLMOHHbIX METO0B AUarHoCTUKHU. Tak, npu CJ1
onucaHbl XapakTepHble OusaTepasbHble, CHMMETPUUHbIE W3-
MeHeHs B 0071aCTH Tanamyca, MOCTa, MPOZIO0JIroBaTOro Moara,
0a3asbHBIX raHMIMEB 1 CMIMHHOTO MO3Ta B BUJIE MOBbILLEHHS MH-
TEHCUBHOCTM CUTHana, BbisiBasieMble Ha MP-tomorpammax ro-
JIOBHOTO Mo3ra [7, 8].

Teuenne 3a6oneBaHmit 0OMeHa XapaKTepU3yeTcst HeyKIOH-
HbIM TNPOrPeCCHpPOBAHMEM, peke OHM MPOTEKaloT MO THIY
ocTpoit sHuedanonatun. CJI He sBSETCS MCKIIOUYEHHEM,
HO I/l [aHHOro 3abojeBaHMsl XapaKTEPHO XPOHUYECKOe
WM MOAOCTPOE TeueHHe, KOTOPOe MPUBOIUT K JIETAJIbHOMY
MICXOZly Uepe3 HECKOJIbKO JIeT nociie nebrora. Ha coBpemeHHOM
sTane naroreHernyeckoro sedenus CJI He cyliecTByer, LM-
POKO 00CYysKHaeTcst TONbKO PaHHsIsi CUMIITOMATHUeCKast Tepa-
nus [2, 9].

[pencraBnsieM COOCTBEHHblE KJIMHMYECKME HAOMOLEHHs
3a IByMsl HEPOJCTBEHHBIMU CEMbSIMH C JIETbMH C FeHEeTHUECKU
noarsepxxaeHHbM CJ1.

CEMEIHOE HABJIIOAEHUE 1

layuenmka P1, BrepBble NOCTYNUIIA B OTAeJeHHe B BO3-
pacre 1 rox 6 mec. ¢ skanob6amu Ha cnaboCTb B HOrax, yTpa-
Ty JBWUraTesbHbIX HABBIKOB (CAMOCTOSITENILHO HE CTOMT,
He XOIWT), MJOX0it anmeTuT. Macca Tesna npy MOCTYIJIEHUU
8300 r, poct 74 cM. 13 aHaMHe3a 5KM3HU M3BECTHO, UTO pede-
HOK POskIEH OT 3-ii GepeMeHHOCTH, MPOTEKABLLEl C Yrpo3oii
NpepbiBaHMsl B PaHHEM CpOKe, 2-X CPOYHbIX POJOB, C HOP-
Ma’sibHO} Maccoil Tela U HOPMasbHbIM POCTOM IMpU POXKAe-
HUM, OLieHKa Mo 1wkane Anrap 8/9 6asnsnos. PebGeHok Haxomu-
Csl Ha TPyAHOM BCKapMmiauBaHuu 10 9 mec. BakuuHupoaHna
B COOTBeTCTBUM C HaunoHanbHbIM KaneHaapem npoguiak-
THYECKUX MPHUBUBOK. Jlo rofa B pa3BUTHM He OTCTaBaja, Ha-
Ontomanace nenuatpom. M3 mepeHeceHHbIX 3aboJsieBaHMi
Ha MepBOM rofy kusHu — tonbko OPBU. B cembe ectb crap-
1mii pebeHok 10 sieT — 300poB. AJeprosoruueckuii 1 cemeii-
HbIIl aHaMHe3 He OTsrolleH. Vi3 anamHesa 60sie3HN M3BECTHO,
4TO JIeBOYKA 3@ MeCsL| IO MOCTYIJIEHHS] B HEBPOJIOTMUECKOe
OTZieJIeHne MepeHecna MHQEKLMOHHO-aIepruuecKkylo MoJm-
HeitponaTuio, cuHapoM ['mitena — Bappe (a1arHos nocrasneH
KOOpPAMHALIMOHHBIM COBETOM MO NpOdMIaKTUKE MOIHOMHE-
JITa U 9HTEpOBUPYCHOI MHPekunMn KpacHospckoro kpast),
10 NTOBOJY Yero HaxXOAMIacb Ha CTALMOHAPHOM JIEUE€HUH B Heli-
POMH(PEKLMOHHOM OTAEJIEHUN.

Ha mMoMmeHT nepBoii rocnuranusaumy M3MeHeHuit B O1O-
XMMHUYECKMX aHajM3ax KPOBM M CIMHHOMO3TOBOM SKMAKOCTH,
TIOBBILIEHNS COOTHOLIEHUs JIaKTaT/MMpyBaT He OTMeuasnoch,
B CIIMHHOMOSTOBO KUIKOCTH LIUTO3 2 KNIETKH, OEJI0K 755 Mr/11,
peakuust Ilangu «++». Ha MP-Tomorpamme ronoBHoro mosra
BbIsIBJIEHHAs KapTHHA JIeHKoNaThi B MPOEKLMK TpaKkTa Npo-
JOJITOBAaTOrO MO3Tra pacLieHeHa Kak HapyLLIeHKe NpoLiecca Mue-
nuuusauuu. [lpu 33I-BuneomonuTopuHre 3apuKCUPOBAHbI
NPU3HAKK YCJIOBHO 3MMIENTUPOPMHOI MapOKCU3ManbHO
aKTMBHOCTH B 3afiHKX oTzesnax nomyiapuit. [lo sanHsiv SHMI
HIKHUX KOHEUHOCTE! 0TMeUanoch yMepeHHOe CHIKeHUE CKO-
pOCTH NPOBeZieH!s, a TaKKe CHYUKeHHe aMILTUTYAbl M-0TBeToB
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10 ManobepLOBbIM HepBaM C ABYX CTOpOH. Habnonaembie 13-
MeHeHHs1 ObUIM pacLieHeHbl KaK MOC/EeNCTBUSI NIepPEHEeCEeHHO
MH(EKLIMOHHO-aJlIepruuecKoii NoJIMHeNponaTHI, PaHHMIA BOC-
CTaHOBUTEJIbHbIN [1epHO]I.

[loBTOpHAas rocnuranu3auuss — B Bo3pacte 2 jieT (Macca
npu nocrymiednn 10,2 Kr), HA MOMEHT MOCTYIUIEHUS] B OT-
IeJleHre OTMEYaluChb 3kanoObl Ha MOSIBJIEHHE [ONepXuBa-
HUSI TIPY [7I0TAaHWM XKMIKO# MHULLM, IBYCTOPOHHMI MTO3 BeK,
rieprofMyeckre amHod (1o 2—3 pa3 B HENeNo), MOBbILIe-
Hue Temneparypbl Tena no 37,2-37,5 °C no nByx pa3 B He-
nemo. [pu nosropHoit MPT: 6e3 oTpuuaTenbHOM JUHAMUKM.
Ha 33I-BuneomMoHUTOpHHrE THEBHOTO CHA M3MEHEHHsI He Bbl-
siByieHbl. [lo 3akioveHuto Jioromnefa yCTaHOBJIEHA 3alepik-
Ka peueBoro passutus. C yueToM OTPULATENbHON JUHAMUKN
B HEBPOJIOTMYECKOM CTaTyce 3arnofio3peHa MUTOXOHIpHaJlb-
Hasl 9HLedanoMuonarusi, B 6MOXMMHUYECKMX aHAIN3aX KPOBH
nakrar 3,0 Mmmonb/n (mpu Hopme 0,9—-2,2 mmonb/1). Bbin B3sT
aHayu3 1J1s1 TPOBEAEHMST MOJIEKYJISIPHO-TeHeTUYeCKOrO TeCTU-
poBaHust Ha M3.

Cnenylowasi rocnuranusauus — B Bo3pacte 2 roza
6 Mec. C yxyZlleHMeM B HeBpPOJIOTMYecKOM craryce. K yxke
MMeEIOILeNCs CUMIITOMATHKE MPHUCOEUHUIIUCh CTOMKOE CXO0-
Isileecsl KOCoraasue € IBYyX CTOPOH, 4aCTWUuHas atpodus
3pUTENILHOrO HEpBa, YTPaTa CroCOOHOCTH CaAMOCTOSITENbHO
cupetb, HapyllleHue BepOanbHOro OOLeHusl, KIMHUYeCKHe
TNPOSIBIEHHS] CEHCOMOTOPHO! ajajiiy, BbIpa>KeHHAasl OfblLl-
Ka npu GpU3n4ecKoi Harpyske co cHumxenuem Sa0, 10 94%.
B 61oxMMMUECKOM aHanu3e KpPOBM: MOBbIIEHWE YPOBHs
JaKkTaTa 1o 5,2 MMoJb/J1, nupyBata fo 0,2 Mmmonb/n (Hopma
0,05-0,1 mmosb/n). Pesynbratel nosropHoit MPT ronoBHo-
ro Mo3ra C OTpPULATEJIbHON JWHAMMKOI: MHOXECTBEHHble
y4aCTKW CTPYKTYPHbIX H3MEHEeHHI1 Ha ypOBHE CPeJJHero Mo3-
ra 3y6uarbix snep Mo3xkeuka (MP-kapTHa nepBUYHONM 3H-
uedasnonatiy ¢ NpenMylleCTBEHHbIM OpaskeHneM r1yOuH-
HOTO Ceporo BellecTBa) U LIEHOro oTaesa NO3BOHOYHMKA
Ha ypoBHe C5, uTO He XapaKTepHO 1Jis JaHHOTO CMHAPO-
Ma. [lo maHHbIM 3J3I-BUIEOMOHMTOPUHIA 3MUAKTUBHOCTU
He BbISIBJIEHO, OTMEUanoch TONbKO AU Py3HOe 3aMelieH1e
kopkoBoro putMa. Ha SHMI' — npusnakn nudpdysHoit mue-
JIMHOMATHUU B BUJE BbIPaKEHHOTO CHMXXEHUSI CKOPOCTH MpPO-
BeJleHUs1 M0 BCeM HcCClleflyeMblM HepBaM (CpefMHHOMY,
OonbiuebepiioBomMy). Ha MOMEHT rocnuTanusauuu mno pe-
synbratam uccnenosanusi JTHK BbisiBieHa mMytauust B rene
SURF1, 4TO COOTBETCTBYET HEKPOTU3UpYIOLLeil aHLedasno-
muonatuu — CJI.

[locnennssa rocnuranusaumss — B Bo3pacTe 3 roja 2 Mec.,
Opurazoit CKOpoii MEIMLMHCKOI MoMolu peGeHOK Obl1 1o-
CTaBJleH B PeaHMMAaLMOHHOE OT/eJIeH!e C Pe3KUM YXYJLIeHU-
€M COCTOSIHMSI 3a CUeT NPOrpecCUpOBaHHs IbIXaTeJIbHOI Heflo-
CTaTOYHOCTH C Tape30M JblXaTeJIbHOM MYCKyJIaTypbl Ha ¢oHe
OPBU, ocrporo 6poHxura ¢ obcrpykumeii. [TonkmoueH an-
napatr ANBJI; mnporpeccrpoBaHue CepAedHO-COCYOMUCTO
HEeZIOCTaTOYHOCTH, MPUCOENMHEHNe OCTPOil LiepedpasbHOi
HEeJIOCTaTOYHOCTH C OTEKOM TOJIOBHOTO MO3ra MpUBENH K Jie-
TaJIbHOMY HCXOZY.

Ha nocmepTHO#1 ayToncuu BbisSIBJIEHbl MHOXXECTBEHHbIE
($OKyCbl MOJIHOTO ¥ YaCTUYHOrO KOJUTMKBALMOHHOIO HEeKpo3a
HEpPBHO! TKaHM MPOJOJIroBaTOr0 MO3ra M MOCTa, HOKEeK MO3-
KeuKa, MO30JIUCTOrO TeJa, CIMHHOTO MO3ra.

YuuTbiBasl, 4TO Ha CErOAHSIIHMIA JeHb 3TUOTPOMHOE Jie-
uenue CJI orcyTcTByeT, C MOMEHTa MOBTOPHOM rOCMMTaNIN3a-
uum (Bo3pact 2 rofa) peGeHoK Mosydan CUMITOMaTHYeCKOoe
nedenue. Tepanusi OCyLIECTBJISUIACh SHEPTOTPOMHBIMU TIpe-

naparami, K KOTOpPbIM OTHOCST KO(aKTOpbl 3HeprooOmeHa
(Buramunbl rpynnsl B, PP, L-kapHUTHH), aHTHOKCHIAHTBI (BU-
tamunbl C, E), BellecTBa, nepeHocsiiiue 3j1eKTPOHbI (KO3H-
3uM Q, ssHTapHast KUCJIOTa).

Tayuenm @2, Bropoii peGeHOK 13 naHHOM ceMbU. PoxuTe-
7 BriepBble 00paTUINCh K HEBPOJIOTY MO MECTY SKUTEJbCTBA,
KOTZia Majlb4yuKy ObLIO 7 MecC., € 5kanobamy Ha CyLIeCTBEHHOe
CHIKEHHE aMMeTuTa, IIoxoii Habop Beca. C yueToM Hamuumst
B ceMbe pebeHKa C JoKa3aHHbIM reHetrueckm CJ1 Gbiia npen-
JIO’KeHa TOCMUTaNM3aLus B Creluanu3MpoBaHHOe OTIesleHue
Ans 06cnenoBaHust CbiHa, OT KOTOPOii Mama 0TKa3asach.

V3 anamHesa: peGeHOK poskieH OT 4-if CIIOHTaHHO HacTy-
nuBLIei GepeMeHHOCTH Yepe3 5 et 1 7 Mec. (GepeMeHHOCTb
npoTekana (U3MOJIOTMYECKH), 3-X CPOYHBIX POAOB, C HOP-
MaJbHOI Maccoji Tesia 1 HopMasbHbIM POCTOM TIPH POXKAEHHH,
oLleHKa 1o kane Anrap 9/9 6amnos. Bo Bpemst 6epemeHHOCTH
TIpeHarasbHasl AMarHOCTHKA MO BbISIBJIEHUIO BOSMOYKHOM MyTa-
unu B rene SURF1 He npOBOAMIACD, SKEHLLMHA HAa KOHCYJIbTA-
LIMIO B MEZIMKO-TeHEeTUYEeCKMIA LIeHTp He oOpatlanachk. Pe6eHok
HaXOJMJICS Ha TPyAHOM BCKapMJIMBaHUM 10 6 mec. [IpuBuBKK
MPOBOAMWJINCb B COOTBETCTBMM € HauMoHasnbHbIM KarneHzna-
pem npodunakTiueckux npuBuBok. He Gonen. Ha momeHT
NepBOii NJ1aHOBOI FOCMUTANU3aLMK B 9 MeC. y MalbuMKa OT-
Meuasnoch OoJiee 3JI0KAaYeCTBEHHOE TeueHue 3a0oJeBaHus
M0 CPAaBHEHMIO C CECTPOii B BUIE HApacCTaloLleil OIbILIKU CO
caukenreM Sa0, no 92-94%, cnabocTH, yTpaThl HABbIKA Ca-
MOCTOSITE/IbHOTO CUJICHUSI.

Ha MP-Tomorpamme rosnoBHOro Mosra npusHaki CTPyK-
TYpHBIX U3MeHeHHit Ha ypoBHe cpenHero mo3ra (MP-kapTuHa
He UCKJIIoUaeT NepBUYHOl SHLedanonatuu ¢ mpeuMyLLecTBeH-
HbIM MOpPakeHUeM IITyOMHHOTO CepOro BELeCTBa).

I[pn 33I-BuneoMOHUTOpUHIE MPU3HAKK SMHAKTUBHOCTH
orcyTcTBoBasu. ConepskaHue N1akTata B KPOBM HA MOMEHT ro-
cnuranuzaunn 3,2 MMosib/7. PeGeHOK KOHCYJIbTHpOBaH Bpa-
YOM-TEHETMKOM, B3SIT aHajW3 JUIsl NpPOBENEeHUS] MOJEKy-
NISIPHO-TEHETHYEeCKOro TecTMpoBaHnss Ha M3 (y pebeHka
1 poguterneii). HaunHas ¢ nepBoit rocnuTanu3alny HasHaueHbl
SHEpProTpONHbIe Mpenaparbl.

B Bospacre ¢ 1 roga no 2 ner ManbuMK NPOXOAUT Kyp-
Cbl peaGUINTALIIOHHOTO JIEYEHHSI C MOJTyYeHreM SHeproTpor-
HbIX TpEernapaToB HEOJHOKPATHO, COCTOsHME pebeHKa Oblio
crabunbHoe. [losydeH pesysnbTaT TIeHETHYeCKOro aHasmaa,
C NOATBEPKIEHHOI MyTallMel, Kak U y cecTpbl, B rene SURF1,
4TO COOTBETCTBYET HEKPOTU3UPYIOLLel sHLedaToMUONaTHN —
CJ1, poourenu SIBASIIOTCSI HOCUTENSIMU AAHHOM MYTaLMK.

Tocnuranusaums B 2 roga 5 mec., 6buT focTaByieH Opu-
rajioif CKOpo¥ MEAMLMHCKOM MOMOIIM B peaHMMalMOHHOE
OTZleJIeHne € yXyJLeHreM COCTOSIHMSI (IblxaTesbHasi Helo-
craTouHOCTb) Ha ¢pone OPBU u cumxenna SaO, nuxe 90%.
Pe6eHok 6bi1 nozpkitoueH k annapary VBJI. B nepron Haxosxk-
IeHUs B OTAeNIeHMM pasBUINCb MHOKJIOHMYECKUE STIUIPU-
CTYIbI, CTAaTyCHOE TeueHWe, ObLI Ha3HAuYeH JieBeTHpaLeTam
B f03e 20 Mr/Kr/cyT, aMMOPUCTYMbl HA POHE AHTUKOHBYJIb-
CaHTa KynupoBanuch. [IpoBeneHa KoMIbIOTepHash TOMOrpa-
dus nerkux: NpU3HAKOB MOPaXKeHMs] OPTaHOB IPYIHOI KIleT-
KU He BblSIBJIEHO. 3aKJitoueHue 1o gaHHbiM I3-MOHUTOpPUHTa
IHEBHOTO CHa: 3MMAKTUBHOCTb He 3aperncTpupoBana. Jlakrar
KpOBHU 5,6 MMOJIb/JL.

Ha nauubiit MomeHT pebenky 4 roma 7 mec. OcdopmieH
NaJJIMAaTUBHBIN CTaTyC, MalbYnK HaXoAUTCs Ha anmnapare MBJI
B JIOMALUHKX YCJIOBUSIX, QHTMKOHBYJIbCAHTbI OTMEHEeHbI, pebe-
HOK MOJIy4aeT TOJIbKO SHEPTOTPOIHYIO Tepanuio (JIeBOKapHU-
THH, UMTO(IIABUH, sIHTapHasl KWcnoTa, ButamuHbl C, E).
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MNeanatpus

KAnHMYeckaga npakTuka

CEMEMHOE HABJIIOJIEHVE 2

Tlayuenmka H., BriepBble NMOCTYNWIA B OTAEJNEHUE B BO3-
pacre 2 siet ¢ xanobaMu Ha o6L1yio c1aboCTb, Pe3KUil OTKa3
OT efibl, MOTepio Macchl Tena 3a Hexemo 300 r (macca Tena
npyu rocnuranusauuu 10 Kr), yTpary ABUraTesbHbIX HaBbIKOB
(mepecTana caMOCTOSITENIbHO BCTaBaTh M MEepPeBOPAUMBATLCS),
TIoMepX1BaHKsl PU [JIOTaHWM XKUIKON LK.

V3 aHaMHe3a XM3HM WM3BECTHO, 4TO pPeOEHOK pOKIEH
oT 1-it 6epeMeHHOCTH, MpPOTEKaBILell C yrpo3oii mpepbiBa-
Husl, 1-X pexeBpeMeHHbIX POJIOB Ha 35-i1 Hezlesle recTaluy,
¢ maccoii Tena 2720 r npy poxXAEHMH, OLIeHKa MO 1Kase Af-
rap 8/8 6annoB, 3aKpuuana cpasy, BbIMCAHbl U3 POAMIIBHOTO
ZoMa JIOMOi1 Ha 5-e cyTKu. PeGeHOK Haxomuicst Ha rpyaHOM
BCKapMJ/IMBaHMM [0 8 Mec. BakuuHupoBaHa B COOTBETCTBUK
¢ HaunonanbHbIM Kanenaapem npopunakTM4eckux NpUBUBOK.
Jlo 2 ner B pasBUTMM He OTCTaBaja, Ha MepBOM rofy XXM3HU
HabJofanach MeAMaTpoM M HEBPOJIOrOM MO MECTY KUTeJlb-
CTBA C JMArHO30M «IIOCTTUMOKCHYECKOe OpaskeHHe roJI0BHO-
ro MO3ra, JIErK1il CMELIeHHbI! TeTpanapes, HeZOHOLIEHHOCTb
35 Hen.». Gopmyna npuoOpeTeHHs! ABUraTesbHbIX HABbIKOB:
TrOJIOBY JIEP>KUT C 3 MeC., Cena B 7 MeC., XOOUT CAMOCTOSITEJIbHO
¢ 1 roza 2 mec. U3 nepeHeceHHbIx 3a001eBaHMIA, CO CJIOB MaMbl,
Tosbko OPBU mBasknbl. Aniepronornyeckuit M ceMeitHblii aHa-
MHe3 He OTSIrOLleH. 3a BpeMsl HaXOXeHusl B OTJeJIeH|H Mpo-
Besiena MPT ronoBHOro mMosra ¥ CMHHOTO MO3ra Ha ypOBHe
LIEIHOTO OTZeJ1a I03BOHOYHMKA: BbISIBJIEHA KAPTHHA JIEHKO3H-
uedasonaTtum ¢ NopakeH1uem CpesiHero, 3aJjHero Mosra, CriH-
Horo mosra. B xone 33I-B1IEOMOHUTOPHHrA 3MUAKTUBHOCTH
He 3apeructpupoBaHo. [lpy IHMI' no MOTOpHBIM BOJIOKHAM
CpenrHHOro 1 60JbLIe6epLOBOro HEPBOB C BYX CTOPOH 3a-
PErucTpupoBaHbl NPHU3HAKK JeMUETIMHUSUPYIOLLEro Hapylle-
HUS TpoBezieHNsl. B GMOXMMMUYECKMX aHalIM3ax KpOBU OTMe-
4aJiochb MOBbILLIEHNEe YPOBHsI JlakTaTa 10 4,7 MMoJb/1 (HOpMa
0,9-2,2 mmonb/n), copepkanne nupysata 0,14 MMonb/n
(Hopma 0,005-0,1 Mmornb/n). Pe6eHOK MpOKOHCY/IbTHPOBAH
BpauOM-TeHeTHKOM. B3siTbl 00pasiubl KpoBM JUIsl NpoBene-
HUSI TAaHAEMHOI1 Macc-CleKTPOMEeTPUM Ha MUTOXOHZIpUaJibHble
1 JIM30COMHbIe 6oie3H oOmeHa. HaunHast ¢ nepBoit rocnura-
7M3aLmy peOeHOK NoJyYaeT SHEProTPOITHYIO TEPATHIO.

[loBTOpHAs rocnuranusauus — B Bo3pacte 2 rozja 6 Mec.
CyXyALLEeHHeM coCTOsiHMSL. [leBouKa PO 0JIKAeT TepsITh HABbIKM:
Ha MOMEHT FOCIIUTANM3aLMN He MOKET CaMOCTOSITENIbHO CUIETb,
TIOSIBIJICS] TPEMOP NaJIbLIEB PYK, PEUX HET, OTMEUAETCsl TOJIbKO
3BYKOIOJIpaykaHe, BepOasibHOe OOLLeHNe 3aTPYAHEHO, COXpaHs-
IOTCS1 TPYAHOCTH C KOPMJIEHHEM B BUJE OTKa3a pebeHKa OT efibl,
3a 6 Mec. notepst Maccbl Tena 600 r. JIakTaT KPOBM MPU MOCTY-
nnedn 4,0 MMOJIb/J, MO KHUCIIOTHO-LLEJIOYHOMY COCTOSIHHMIO
KPOBM NMPM3HAKM YMEPEHHOr0 KOMIEHCMPOBAaHHOTO pecnupa-
TopHOro ankanosa. Janubie SHMI u 33I-BuIEOMOHMTOPUH-
ra 6e3 oTpULATeNbHONM AMHAMMUKHU. [losyueH pe3ysnbraT reHeTH-
YeCKOro aHasmsa C NOATBEPKAEHHOI MyTauueil B rene SURF],
uro cooTserctByer CJI. 3a Bpems rocnmranusauuu JieBOuKe
npoBezeHa 6eKkoBO-3HepreTnyeckast KOPPEKLMs MUTaHusl, IPo-
TOJKAeT M0JTy4aTh SHEPrOTPOIHYIO TepParHIo.

B cembe umeercsa mnaniuuii ceid B Bodpacre 1 rog 1 mec.
0e3 KIMHWUYEeCKMX NposiieHuil. OIHaKo, C Y4eTOM BBICOKO-
ro pucka reTeporeHHOCTH NAHHOTrO 3a00JeBaHMsl, PEKOMEH-
DIOBaHO ITIpPOBefieHHe FeHeTHYeCKOro MCCIef0BaHusl C LieJIbio
BbISIBJIEHHS] MyTaLMU.

Habmonas nBe ceMbH, He SIBNISIOLLMECS] POJICTBEHHUKAMH,
Mbl OTMETHJIM OIHOTUIHOCTb MOPTPETHBIX JaHHbIX JleTeit: Bce
IeTH CBETIOKOKHUE, GIIOHAMHBI, CO CBET/IBIMU (CEpbIMH, Tromy-
ObIMM) 71a3aMH, TOHKUMH YepTamMy JINLA.

OBCYXXIEHUE

Hab6mionas B KaTamHese fjBe CeMbl C I€TbMH, OOJIbHBIMU
CJ1, Mbl onpenenunu st ceOst NPEANKTOPbI, MO3BOJISIOLLME
Ha paHHell CTaauM 3anofo3puTb JaHHOe 3abonesanue. [Tpo-
aHaNM3MpOBAaB aHaMHe3, NPUILIA K BbIBOAY, UTO Bpaya JOJIXK-
Hbl HACTOPOKMTb CJIeflylolle MOMEHTbI: BCe JeTH C JaHHOI
T1aTOJIOTMeN He MMEIOT (HaKTOPOB MEPUHATATIbHOTO TIOPaskEeHUs]
/WM MMEIOT UX B JIErKO# CTereHH, 6e3 cepbesHbIX HapyLUeH it
B Pa3BUTHMM JIBUTaTesIbHbIX HABbIKOB B IPYAHOM BO3pacTe Jaxe
npu TsKeNoit popMe 1 paHHeM Havase 3a0osieBaHusL. YTpaTa e
JBUraTe/IbHbIX HAaBbIKOB HAUMHAETCS TOCTENEHHO, He Cpasy 3a-
METHO J1JIs1 POAMTEJIEN U Bpayei, HO ysKe Ha paHHMX JTanax K-
HUYECKMX MPOSIBIIEHNI! Y NAHHBIX NALMEHTOB B OMOXMMHYECKHX
aHanM3ax MOXKHO YBUAETb NPU3HAKM JIaKTaT-aLKua03a, uTo, BO3-
MOXKHO, NPMBEJIET KIMHUYECKOro Bpaya (HeBpoJiora, nefuarpa)
K MBICJIM O T€HETMYECKOH 9TUOJIOTMH KIIMHUYECKUX NPOSIBIIEHNA
¥ TIO3BOJIUT OTMPABUTh peOeHKa Ha NEepPBUUHYI0 KOHCYJIBTALMIO
K Bpauy-TeHEeTHKY JUIsl UCKITIoueHust Gore3Heit oOMeHa.

Takske cnenyer ormetutb, yto MPT-nMarHocTika Ha panHux
sranax passutus CJ1 nanexo He Bcerna MHpoOpMaTHBHA U HEOO-
xoanuMm MPT-KOHTpOb B eKpeTMpoBaHHble CPOKU 6—12 mec.
OtcyTtcTBUe nsMeHenuit Ha MP-ToMorpaMme rosoBHOro Mo3ra
Ha paHHMX CTanusIX 3a00eBaHMs He MOKET CIY>KUTb KPUTEpH-
€M €ro UCKJIIOUEHHSI.

B knmHMYecKoii MpaKTHKe HepeaKo HaM MOCTYMAOT BONpPO-
Cbl OT EAMATPOB U POAUTENeit: BO3MOXKHO JI BAKLMHUPOBATb
nereit ¢ CJI? OTBeT y Hac Bcerzna NoJoK1TeNbHbIi: 1, MPOTH-
BOIMOKa3aHuit Het. Hao6opot, npyu naHHOM 3a60eBaHNN NpH-
coennHeHye 000N MH(EKLNN BIEYET yTsDKeleHe TedeHusl
KaK OCTPOro MH(QEKLUMOHHOrO MpoLecca, Tak U OCHOBHOTO 3a-
OosieBaHMsl C HapacTaHWEM JIaKTaT-aLu03a 1 Gosee paHHeit
YTPATOi BUTAJIbHBIX (PYHKLIMIA.

3AKJIOUEHME

K coskanennto, CJ1 B HacTosiiee BpeMsi ocTaercst 3aboseBa-
HUEM C TPYIHOKOHTPOJIMPYEMBbIM HEYKJIOHHO MpOrpeccupyto-
LLIIM TEYEHHEM U TIPUBOLSILIMM K JIETAIILHOMY MCXOZY B PaHHEM
Bo3pacre. OTCyTCTBHE NATOrHOMOHMYHBIX CUMITTOMOB 3aTPYIHSI-
€T CBOEBPEMEHHYIO IMarHoCTHKy 3aboneBanust. TOJIbKO HACTOPO-
SKEHHOCTb B OTHOLIIEHWM M3 U TILIATeJIbHbIN aHAJIU3 KITMHUYECKUX
JaHHBIX M PE3YJIBTAaTOB JIA00PATOPHbBIX MCCIENOBAHHIA TO3BOJISIIOT
3aro7103pUTh FeHETHYECKYIO NPUPOAY 3a00J1eBaHNs M KaK MO3XK-
HO paHblile HalpaB1Tb MAaLMeHTa Ha MOJIEKYJISIPHO-TeHEeTUUEeCKoe
obcnenosanye. Ectb ocHoBanust rosnaratb [10], uto Makcumarb-
HO PaHHsIsl IMarHOCTHKA MO3BOJISIET YBEIMYMTD MPOJIOJKUTENb-
HOCTb 3KM3HM GOJbHbIX. OCHOBHbIE HAZIEXKbl UCCIIENOBaTeNei
BO371araloTCsl Ha KOMOMHMPOBAHHDII (PEPMEHTATHBHBIN 1 FeHEeTH-
YecKHMii aHau3 1 pa3paboTKy reHocreLdruecKoi Teparmm.
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