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AHHOTAILIUS

BeegeHue. CVIHD,pOM Petta — penkoe reHetTn4eckoe 3aboneBaHue, MMeKLLee MHOXECTBO
«MacCoOK», YTO NpnBOAUT K 3aTpPyaAHEHUIO CBoeBpeMeHHOIZ ANarHoCTMKM 1 NoCTaHOBKWU AnarHo-
3a. HeCMOTpFl Ha TO YTO 3a NocrnegHve ABa AECATUNETUS 0ObeM 3HaHMIA NO 3TOWN NAToONOrMm
3Ha4YUTEIbHO yBENMNYUNCA, CYLLECTBYIOT (beHOTI/II'IVI‘-IeCKM nofobHble 3aboneBaHus, Tpe6y+o-
e cooTBeTCTBYyHOLLEro AMarHoOCTU4ECKOro nNoncKa ana onpeneneHna ctpaternn neveHus.

OnucaHue KnNMHUYecKkoro cny4Yas. [lesoyka 3 net noctynuna c xxanobamu Ha yTpaTty no-
NyYeHHbIX paHee MOTOPHbIX HaBbIKOB. 13 aHaMHe3a M3BECTHO, YTO C 2 MeCSALUEB XU3HN Ha-
6noganacb y HeBponora no NoBoAy 3afepXKM MCUXOMOTOPHOIO pa3BUTUS, MPOBOOUIMCH
KYpCbl HEMPOTPOMHOW, BOCCTAaHOBUTENbHON Tepanuu 6e3 addekTta. B 1 rog 6 mecsaues Obin
YCTaHOBIEH ANarHo3 «4eTCKUi LepebpanbHbii napanuy, peavngyanbHbii nepnod, atoHuye-
CKkmn-aTakTu4eckas oopma, 3-i CTeNeHU TSHXKECTU», NpoBoaunack peabunutaunoHHas Tepa-
nusl, NONOXNUTENbHOro addekTa He oTMevanock. B cBsi3M ¢ nporpeccnpoBaHMeM CUMMTOMOB
(yTpaTom MOTOpPHbLIX HaBLIKOB) AeBOYKa Oblna HanpasneHa B defeparnbHOe rocyaapCcTBEH-
Hoe BlogxeTHOe Hay4yHoe yupexaeHne «Meamko-reHeTUYeCKMI HayYHbIA LEHTP UMEHN aka-
aemuka H.I'. boykoBay, raoe 6bIn10 NPoOBEAEHO MOMEKYNSAPHO-TEHETMYECKOE UCCIedoBaHmne,
MEeTOOOM NPSMOro aBTOMaTUYeCKoOro cekBeHnpoBaHusa reHa MECP2 npoBegeH novck myTa-
LMIA, B X04e KoToporo obHapyxeHa myTauus ¢.468C>G (p.D156E) B reTepo3nroTHoOM CoCTosi-
HWUW, YCTAHOBNEH AnarHo3 «cuHapom Pettay. MporHo3 cuHapoma PeTTta HebnaronpusaTHbIN,
Tak Kak y Takmx GONbHbIX MPOrpeccupyoT ABUraterfibHble U HEBPOJIOTUYECKNE HapyLUEeHNS,
3aboneBaHue BedeT K TAXKENOoN YMCTBEHHOW oTcTanocTu. MNMaumMeHTbl ¢ JaHHOW naTtonornen
npu COOTBETCTBYHOLLEM YX04€e MOTyT UMEeTb MPOAOIIKUTENBHOCTL XuU3Hn go 40-50 nerT, oa-
HaKO PMCK BHE3anHOW CMEPTU Y HUX 4OCTaTOYHO BbICOK.

3akntouyeHue. CuHgpom PeTTa oTHOCMTCS K pefkuM 3aboneBaHusaM, NPosABASETCS yTpaToun
paHee CpOpMUPOBaHHLIX ABUraTENbHbIX U peYvyeBbiX HaBblikoB. CTaTbs HarMms4HO OnNUChbIBa-
eT 3aboneBaHue. [JaHHbIV KITMHUYECKUIA CnyYan AeMOHCTPUPYET CMOXHOCTU ANArHOCTUKU
cuHgpoma PeTTa, oTcyTCcTBUE cneumduryeckux N3MeHeHnn npyu napaknmHUYeckoM mnccne-
AO0BaHMKM 3aTpygHAeT QUarHOCTMYECKUIN NOUCK. BO3MOXHOCTU MOMNEKYyNAPHO-reHeTUYeCcKoro
nccrnefoBaHUs NO3BONSAT YCTAHOBUTL ANArHO3 U OLEHUTb MPOrHO3 Npy AaHHON NaTomnoruu.

KnioueBble cnoBa: cuHgpom PeTTa, nporpeccupylollee gereHepatMBHoe 3aboneBaHue
LeHTpanbHON HEPBHOW CUCTEMbI, AETU, PeAKUIA HacNeaCTBEHHbIN CUHOPOM
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ABSTRACT

Background. Rett syndrome is a rare genetic disorder often mimicked by variant other
illnesses, which hampers its timely diagnosis. Although knowledge of this pathology has grown
remarkably over the past two decades, an appropriate diagnosis is necessary to exclude similar
disease phenotypes and select an applicable therapy.

Clinical Case Description. A 3-yo girl was admitted with a loss of earlier motor skills. The
girl had neurological monitoring since month 2 of age for a delayed psychomotor development
and had courses of neurotropic and reconstructive therapy, ineffective. At 18 months she was
diagnosed with infantile cerebral palsy, residual period, atonic-astatic form, grade 3, rehabilitation
therapy ineffective. With the disease progression and loss of motor skills, the girl was referred
to the Bochkov Research Centre for Medical Genetics for sequence genotyping of the MECP2
gene, which determined a heterozygous single-nucleotide polymorphism ¢.468C>G (p.D156E)
diagnostic of the Rett syndrome. The Rett syndrome has poor prognosis for progressive motor
and neurological deficiency and eventual severe mental retardation. Patients with the Rett
syndrome can have life expectancy of up to 40—50 years with appropriate care but incur a
high risk of sudden death.

Conclusion. The Rett syndrome is a rare disorder manifested by loss of earlier developed motor
and speech skills. This report provides a clear case description and illustrates the difficulty of the
syndrome timely diagnosis aggravated by a lack of specific paraclinical signatures. Molecular
genotyping techniques allow a proper diagnosis and prognosis assessment in this pathology.

Keywords: Rett syndrome, progressive degenerative disease of central nervous system, chil-
dren, rare inherited syndrome

Conflict of interest: the authors declare no conflict of interest.

Ona untnpoBaHusa: Burlutskaya A.V,, lvanenko A.S., Statova A.V. Rett syndrome: a clinical
case. Kubanskii Nauchnyi Meditsinskii Vestnik. 2021; 28(1): 116—124. (In Russ., English ab-
stract). https://doi.org/10.25207/1608-6228-2021-28-1-116-124

Submitted 08.11.2020
Revised 20.12.2020
Published 25.02.2021

BBEOEHUE

CwuHgpowm Petta (MIM 312750) — X-cuenneHHoe
reHeTnyeckoe 3abonesaHue ¢ NPeNMyLLECTBEHHbIM
nopakeHMeM I1L, >KEHCKOro nofa, npusogsiiee
K perpeccy NcMxOMOTOPHbIX HaBbIKOB, COLManbHOM

No4OGHBIX CIly4aeB, YTO HATOSKHYIO ero Ha MbICTb
06 yHukanbHocTu 3aboneBaHus. OTCHAB Ha BUAEO-
NMeHKy CBOUX MauMeHToK, JokTop PeTT otnpasun-
cqa no Bcen EBpone B nouckax geten ¢ NoxXoxmmmu
cumntomamn. B 1966 rogy B ABCTpumn OH ony6nu-

ayTusauuun, KOTHUTUBHOMY OeduuMTy, C BO3MOX-
HbIM pa3BUTMEM anunencun. PacnpocTpaHeHHOCTb
y aesoyek coctaensiet 1:10000-15000, y manb4u-
KOB BCTpeyaeTcs KpanHe peako [1].

Bnepeble 6onesHb Gbina onMcaHa aBCTPUNCKUM
HeBpornorom AHapeacom Pettom B 1966 rogy.
B 1954 rogy atoT Bpay obcrnepoBan OByX OeBOYEK
W OTMETUN Y HUX, KPOME perpecca MncuUxmyecko-
ro pasBuTUs,, 0COOble CTEpPEOTUNHbIE OBWXKEHUS
B BUAE «CXKMMaHMWS PyK» UM HarnoMmuHaroLwme «Mbl-
Tbe pyk». B CBOMX 3anucsax OH OTbICKarn HECKOJMbKO
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KOBan CBOW UCCNEAOBAaHUSA B HECKONbKMX >KypHa-
nax, HoO OHM He MOMNy4MnM BCEMUPHOW N3BECTHOCTU
Jaxe nocne nybnvkauunm Ha aHrmMrUCKOM N3blke
B 1977 rogy. Jlnwb B 1983 rogy, nocne nyb6nuvka-
umu weepckoro uccnegosatena Dr. Bengt Hagberg
N ero Kommner B XXypHane «AHHambl HEBPONOrnny,
3aboneBaHne ObINO BbIOEMNEHO B OTAEMbHYIO HO-
30/10rMYECKY0 eNHMLY U Ha3BaHO B YECTb CBOEro
nepBOOTKpbIBATENS «CUHOPOMOM PeTTay [2].

B 1999 rogy coTpyaHuku yHuBepcuteta bannop
(XbtocToH, Texac) oTkpbinin MyTaumto B reHe MECP2,
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pacnonoXeHHOro Ha yvacTtke Xg28 X-XpoMOCOMbI.
B pesynbrate MyTauum reHa HapyllaeTtcs CUHTe3
mMeTnn-CpG-cBasbiBatoLero 6enka 2, KoTopbin pe-
rynupyetr paboTy HenWpoTpaHCMUTTEPOB, y4acTBy-
IOLWMX B 06pa3oBaHUN HENPOHHbLIX acCoUMaTUBHbIX
ceasen. MECP2 yyacTtByeT B perynsaumm cuHantm4ye-
CKOW nepegayun HepBHOIo MMMyrbCca, Npe- U NoCTHa-
TanbHOro pasBUTUS rofoBHOMO Mo3ra. B HacTosiwee
BPeMS O KOHLA HE PacKpbIT MEXaHN3M pErpeccuu,
OOHaKo eCTb NpeanorioXeHus, YTO perpeccust Ces-
3aHa C npekpalieHMeM Murpaumm HeMpOHOB U Ha-
pyLleHnemMm bopMMpoBaHnst cnHancos [3].

Manbuukn ¢ mytaumsimm B reHe MECP2 vyacto
ymumparT BO mnageHdectBe. OgHako y Hebonb-
LWOro 4ucrna Manb4uKoB C MyTaLMsIMU B TeHe
MECP2 pa3BuBaloTCsi MNPU3HaAKM W CUMMTOMbI,
aHanoruyHble cMHapomMy PeTTa. Y My>X4uH 3TO Co-
cTosiHMe onucbiBaetcs kak MECP2-related severe
HeoHaTanbHas aHuedanonatm4a. NpusHakn 1 cum-
NTOMbl Y HEKOTOPbIX MYX4YMH C MyTauuemn reHa
MECP2 knnHU4eCcKn MeHee BbipaXKeHbl, YeM y ae-
Boyek. Momumo cuHgpoma Petta ¢ myTauyusimu
B JaHHOM reHe BbIAENSIT crneayoLmne CUHAPOMBI:
PPM-X cungpom, MECP2 duplication syndrome,
KOTOpble BCTPEeYalTCs MPEUMYLLECTBEHHO Y nuL
MYy>KCKoro nona [4, 5].

Y naumeHToB C aTUNM4YHbLIMU (bopMamMm CUHAPO-
mMa PeTTa BbISIBMEHbI MyTauuu u B APYrUX reHax:
FOXG1 (forkhead box protein G1), kapTuposaH-
HoMm B yyacTke 1412, CDKL5 (cycline-dependent
kinase like 5) B yuactke Xp22.13; cybmumkpockonu-
yeckune geneuum B ydactke Xq28, 3aTparvmsatoLimne
reH MECP2, koTopble HEBO3MOXHO OOHapyXuTb
TOMNbKO C NCMONb30BaHNEM MOMNEKYNSPHO-reHeTnYe-
CKMX MeTofoB [6, 7].

MaumeHTbl € Knaccuveckum cuHgpomom PetTta
po 6-18 mecsdueB pasBMBalOTCS B COOTBETCTBMM
C BO3paCTHbIMM HOpMaMmu, nocrne Habnwpaercd
notepst paHee NPUOBOPETEHHbIX peYeBbIX U ABUra-
TenbHbIX HABbIKOB. LleneHanpaBneHHble OBMXXEHMS
pykamu 3aMeLLarTCa CTEPEOTUMNHBIMU BbIKpy4YMBa-
OLWWMN, MOILLMMUK, XNOMNALWUMN OBWKEHUAMU,
TakkKe OTMEYEeHbl Pas3nMYHOro poda BoKanvsauuw,
rmnepcanueaLms, nepuoabl anHo3d M rMnNepBeHTU-
nauuum [8, 91.

B 2010 rogy npu nogpepxke MexayHapoaHo-
ro ooHaa cungpoma PeTTa ObilnM NepecMOTpPeEHbI
umeromecs guarHoctudeckne kputepun. Ona gu-
arHOCTMKM TUNUYHOTO cuHapoma PeTTa goctaTtovHo
YeTblpeX OCHOBHbIX AMArHOCTUYECKUX KpUTEPUEB:
YacTuyHas wnu nonHas noTteps MpUoBpeTEeHHbIX
OBWKEHWI PyK; YacTU4Has Unv NosnHas noteps npwm-
0BpeTEHHbIX HaBbIKOB peyvun (3KCMPECCMBHON); aHo-
Manuun NOXoAKW; CTEPEOTUNHBbIE ABUMXEHUS PYK XI0-
narwLlero, C4aBNMBAOLLIErO, MOKOLLIETNO Xxapakrepa.
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[ononHuTtenbHble OWarHOCTUYECKNE KPUTEPUN:
AblxaTenbHble paccTpoWCTBa: anHoS B Mepuog
6ogpcTBOBaHNA,  rMnepBeHTUNAUMs,  opcUpo-
BaHHOE M3rHaHue CrioHbl U BO3AdyXa; CYAOPOXHbIE
MPUCTYIMbI; CMAacTUYHOCTb, YacTo coveTaroLascs
C ANCTOHMEN 1 aTpodmen MblLLLL; nepudepnyeckue
Ba3OMOTOPHbIE PACCTPONCTBA; CKOMNWO3; 3adepxKa
pocTa; runepTpoduyeckme ManeHbkue CTYNHY;
3rneKTposHuedanorpadunyeckme HapyLLIeHNs.

Kputepun ncknioyeHns: NnoBpexaeHne roriloBHOro
Mo3ra B nepu- Wnu MOCTHaTanbHOM nepuoge pe-
3ynkrare TpaBMmbl, HeripoMeTabonnyeckux s3abone-
BaHUN NNW TSXXENON UHEKUMK, KOTOopble NPMBOAAT
K HeBpOMnornyeckoMy AeduunTy; HapyLEeHUs Mcu-
XOMOTOPHOTO Pa3BUTUA B NePBble 6 MeCALEB XN3HM
[10, 11].

BbloensoT atunuyHble dopMbl cuHOpoma Pert-
Ta, UX AMarHOCTMKa OCHOBaHa Ha OMarHOCTUYECKUX
KpuTepusx, BolgeneHHblx B 1994 rogy B. Hagberg.

1. BapyaHnT laHadunbga (Hanafeld) — xapak-
Tepu3yeTcsl NosiIBNEHWEM SNUNPUNAaKOB B NepBble
MecsiLbl XXM3HWU C NOCMneaylwnmM pasBuTMemM Krac-
CMYECKMX CMMMNTOMOB CUHApOMa PeTTa.

2. BapuaHT Ponango — Havbonee Tsxenasa gop-
Ma C pa3BUTUEM B NepBbie 3 MecsLa XXU3HU Kraccu-
YECKOW KINHNYECKON KapTUHBbI.

3. dopma ¢ no3gHUM Hadvanom dasbl perpec-
ca, HopMarbHOM OKPYXHOCTbIO FOMoOBbI U MO3OHEN
yTpaTon ABUraTeNbHbIA U peYEBbIX HaBbIKOB.

4. PSD, unu cdopma 3onnena, — xapakrepusyet-
Cs1 COXpaHHOCTLI0 peyn, ¢ bonee norHowm couunanbs-
HouW aganTaumen [12, 13].

Cneundmyeckoro neveHust He paspaboTaHo,
NPMMEHSIIOT CUMMTOMATUYECKYI0 Tepanuio Npu anu-
NenTUYECKNX MPUCTYMNax, MbILEYHON PUTMOHOCTH,
HapylWeHUM CHa, pAbIXaTenbHbIX pPacCTPONCTBAX.
BaxHbIM acnektom sBNSieTCA pauuoHanbHOe nu-
TaHuWe npu oTCyTCTBUM Npubasku maccel Tena. Op-
Toneauyveckoe rneyeHne npu CMELLEHUU CyCTaBOB
1 pa3BuTUM ckonunosa. HeobxogMmo akLeHTMpoBaTb
BHMMaHME Ha OpraHM3auuio coumanbHOM U MCUXO-
NOrnMYeckon NoadepXXkM CeMbM Kak OfQHOro M3 ac-
nekToB Tepanuu [14].

[porHo3 npwn 9TOM HacneacTBEHHOW naTosnioruu
HebNaronpuSATHLIN, 3aBUCUT OT TSXKECTU TeYeHust
3aboneBaHna. CuHgpom PeTTta oyeHb 4acto co-
npoBoxpaetrca cygoporammn (o 70% cny4vaes),
HapyLeHUAMU ObiXxaHusa (TMNOBEHTUNALMSA, runep-
KanHusi, anHo3), CKONMO30M, XXenyao4HO-NULLEBOA-
HbIM pPedroKCOM, YANMHEHHbIM MHTepBanom QT
Ha JKI. BonbLIMHCTBO NauneHToB yMUpaloT B AET-
CKOM WUIM OHOLLECKOM Bo3pacTe, psad 6onbHbIX Oo-
cturaet Bo3pacTta 20-30 net n gaxe 6onee [15].
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KNMWHUYECKUA NPUMEP
UHdopmaumsa o naumeHTe

Hesouka I. 3-x net Haxogunacb Ha obcrnenoBa-
HMM B HEBPOJIOTMYECKOM OTAENEHNN rocyaapCTBEH-
HOro GIOKETHOIO YYpPEXAEHUs 30paBOOXPaHeEHUs
«[eTckas kpaeBast knuHudeckas 6onbHuLa» MuHu-
CTepcTBa 3apaBooxpaHeHus KpacHopgapckoro kpas
(FrbY3 OKKB). Mama geBoyku obpaTtunack C xarno-
6amMu Ha 3agepxKy peun y pebeHka, HapylleHue
MOXOQKMW, OTCTaBaHWE B Pa3BUTUK OT CBEPCTHUKOB,
NOTEPI0 MMEILLIMXCS HABbIKOB (CTana nroxo yaep-
XKMBaTb UrpyLKu, NagaTte Ha3ag npu xoapbe).

U3 aHamHe3a 3aboresaHusi N3BECTHO, YTO nep-
Bble CUMMNTOMbI 3aboneBaHuss MaTb cTana oTme-
yaTb € Bo3pacTa 1 roga 3 mecsues, korga y pe-
OeHka nosiBUNacb He3HauuTenbHas perpeccust
OBUraTenbHbIX HaBbIKOB (CTana Mioxo YyAepXu-
BaTb NPEAMETbI pyKamu, NosiBUach HeyBepeHHasi
M WwaTkas noxodka), 3afepXKa peyeBoro passu-
Tma. Obpatnnucb Kk neguaTpy No MecCTy XuTerb-
CTBa, NPOBELEHbl Crneaywline UccneaoBaHUs:
Ormoxmmmnyeckue nokasatenu (MevYeHovHble TpaH-
caMuHasbl, OunupyObuH, MOYEBMHA, KpeaTUHUH),
ropMoHorpaMmma (CnekTp TUPEOWOHbLIX FOPMOHOB)
COOTBETCTBOBA BO3pacTHOW HopMe. PebeHok Ha-
npaeneH Ha JoNonHUTenNbLHOe obcrnegoBaHne B OT-
OeneHne TeHETUKN KOHCYNbTaTUBHO-OAMArHOCTU-
YECcKOro LeHTpa rocy4apCTBEHHOro OHaKEeTHOro
yupexaeHus 3gpaBooxpaHeHus «HayyHo-mccre-
JoBaTenbCKUN MHCTUTYT — KpaeBas KnuHnyeckas
6onbHuua Ne 1 nmenun npodeccopa C.B. Ovanos-
ckoro» MuHucTepcTBa 3gpaBooxpaHeHuns KpacHo-
OapCKoro kpasl, reHeTU4eCKon NaTonorum He 6o
BbISIBMIEHO.

B Bo3pacTe 2 net 3 mecsiueB AgeBoyka Obina o6-
cnefoBaHa v nNpoLuna fnevyeHne B HEBPONOrMYECKOM
otaeneHun N'BY3 OKKB, npoBeaeHbl HeobxoanMble
nuccnefoBaHUs, Ha OCHOBAHWM KOTOPbIX YCTaHOB-
NeH puarHo3 «OeTCKUiA LepebpanbHbii napanud,
pe3ugyanbHbIi Nepuos, aToHMYEeCKU-aTakTuyeckas
dopma, 3- CTeneHn TAXKEeCTU; 3agepxkka dop-
MUPOBAHUSA 3KCMPECCUBHOW PEYM U KOTHUTUBHBIX
dyHKLMNY . PebeHky pekoMeHa0BaHO KOMMIEKCHOe
peabunuMTauMoHHOE NeyeHre, BKIoYaLwee Cocy-
OVCTble npenaparbl, HOOTPOMbI, Maccax, uanoTe-
paneBTUYECKOe neveHne. Ha goHe npoBogMmon Te-
panuu NONOXUTENBHOW AMHAMUKM HE OTMEeYanoch.

B cBs3u ¢ otcyTcTBrEM adhdekTa OT MPOBOAUMON
Tepanun M nporpeccupoBaHnem xanob pebeHok
MOBTOPHO TOCNUTaNM3VpOBaH B HEBPOSOrMyeckoe
otaenexne NbY3 OKKB ans npoBeaeHnsa gonosnHu-
TENbHOro MCCregoBaHUs U OnpefeneHns TakTUKU
JanbHenLero nevYeHus.

AHaMHe3 XUu3HU. [leBoYKa pogunacb OT nepBou
OepeMeHHOCTH, NpoTeKkaBLLen Ha ooHe OCTpon pe-
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cnnpaTopHon nHdekumn B 6 Heaenb, ¢ 27-1 Hegenu
OepeMeHHOCTU — recTauMOoHHbIN anabeT y mare-
pu. Pogbl nepBble CpoyHble, Macca nNpu poxaeHun
3260 r, anuHa Tena 52 cm, oueHka no wkane Anrap
8-8 bannoB. PebeHok 3akpuyan nocne otcacbiBa-
HUS CNN3M U3 BEPXHUX ObIXaTeNbHbIX NyTEN, K rpyan
npunoxeHa Ha 5-e CyTku B CBA3U C acnUpauMoHHbIM
CWUHOPOMOM, TUMNOKCMen 2-in cTeneHn. B paHHem
HeoHaTarbHOM nepuoge oTMevanncb NPUCTYNbI an-
HO3, JeBOYKa NepeBeaeHa Ha BTOPOW 3Tan BbIXaXu-
BaHMWs, BbiNMcaHa Ha 18-e CyTkM C AuarHo3oMm: ne-
puHaTanbHas uepebpanbHas nwemMmst 2-i CTeNeHMU,
CUHAPOM BEreTo-BucLepanbHOM ANCAYHKLNN.

PebeHok ¢ 3-x MecsLeB cTan caMOCTOATENbHO
yOEpPXUBaThb ronoBy, ¢ 6-TM MecsaueB — CUAETb,
¢ 13-Tn mecsiueB — xoauTb, C 4-X MecsiLIEB NOSABU-
N0Cb ryneHue, c 6-Tn MecdueB — neneTt, K roay —
nepBble CroBa B KONn4ecTBe 5-6.

Haxogunacb Ha rpygHOM  BCKapMmmnvBaHuu
bo roga. lNpusnTta No Bo3pacrTy.
HacnedcmeeHHocmb CO  CnoB  popuTenen,

He oTtgroweHa. Matb u oTel OEeBOYKM 300POBHI,
B CEMbE €CTb 3[10POBble MNnafluni 6paTt 1 cecTpa,
DabyLuka No MaTePUHCKON NNHWKN CTPagaeT apTepu-
anbHOW rMnepTeHsnen, gegyLuka no OTLOBCKOMW Jn-
HUW — caxapHbIM gnabeTtom 2-ro Tuna.

Annepaonoaudeckull aHaMHes. guatesa B rpya-
HOM BO3pacTe He ObIfo, annepruyeckme peakumu
Ha NPoOAyKTbl MUTaHWUA, NeKapCTBEHHbIE Mnpenapa-
Thl, BaKLUMHblI HE PErMCTPUPOBANMCh.

®dusnkanbHaa gMarHocTuka

KoXHble MOKPOBbLI PO30BOW OKPAacKWh, YMEpPEH-
HO BraXHble, YncTble. [lanbnMpyoTcsa eanHNYHbIE
NoAYENtOCTHbIE, MOAMbILIEYHbIE U MaxoBble MNUM-
doyankl, pasamepom go 0,5 cm, 6e300ne3HeHHble,
3nacTuUyHble, HE cnasdHbl Mexay coboW u OoKpyXa-
toLen TKaHbto. [onosa 06bIMHOM dhopmbl, Aedop-
Mauui vyepena He oTMedeHo. [pygHasa knetka uu-
nuHapunyeckon dopmbl. MNpn ayckynstaumm nerknx
OTMeYaeTCcs MNyapuiibHOEe AblXxaHue, 4yacTtota Abl-
XaTenbHbIX OBWKEHUA 46 B MUHYTY; TOHbI cepaua
SICHblE PUTMUYHbIE, YacToTa CepAeyHbIX COoKpalle-
HUR 116 ygapoB B MWHYTY. [lanbnaTopHO XWBOT
MSATKU, 6e360Mne3HeHHbIN, yMepeHo B3ayT. [eyeHb
npv nanbnauum BobICTYNaeT M3-nog kpast pebepHom
ayru Ha 1,5 cm, 6e3bonesHeHHas, anacTuyHaga. dun-
3M4eCKoe pa3BMTNE HUXKE CPEOHErO, FAapMOHNYHOE.

D,eBO‘-IKa CaMOCTOATENNbHO HEe CTOWUT, HOM'M COrHy-
Thbl B KOMEHHbIX CycTaBax, 0TMeYaloTcs CTepeoTun-
HblE [BMXKEHUS pyKaMu MotoLLero xapaktepa. Peub
3aTpyaHeHa.

McUXOHEBPONOrMYEcKniA  cTaTyc: MNcUXuYeckue
peakuun He COOTBETCTBYHOT BO3PACTYy, YMIOLWEHbI.

119

2021 | Tom 28 | Ne 1 | 116-124




KAMHHWYECKHE CAYYAM / CLINICAL CASES

Menuko- Tocriuranu3zanus OTnenenue
IlepBrIe B JIETCKOE OT/IeJIEHUE
T'CHCTUYCCKas KaraMHE3a
MPOSIBJICHUS JKBbB. Koncynpranus
KOHCYJIbTaLHs] MHI[ PAMH JKKB

1 roa 3 mecana

2 rojga

3 Mecana

2 roma
B mecaucs

O06cnenoBanue 1Mo
MECTY )KUTENIbCTBA.
Ds: AU, 3axepxka

dhopmupoBanus
9KCIIPECCUBHON peun
¥ KOTHUTUBHBIX
GbyHKIMH

CuHIpoManbHOM
[1aTOJIOTHH HE
BBISIBIICHO

Ds: Curnpom Perra

PexomMmeHnoBano
Ha0IroJeHwe, JU1st sKu3HH,
CHUMITOMAaTHYECKas 3J0pOBBS —
tepanus, JIOK, HeOJIaronpUs THBIH

Maccax

Puc. MNayuenmeka I, 3-x nem. XpoHonozaus pazsumusi 60s1e3HU, KIIKo4e8ble CObbimus U MPO2HO3.
Fig. Patient G., 3-year old. Sequence of disease progression, key events and prognosis.

O6palleHHyo pedb nNoHumaeT usbupartensHo. WH-
CTPYKUMM He BbINOMNHsET. Pevb Ha ypoBHE 3BYKOBbIX
KoMnnekcoB. MIHTennekT pesko CHWxXeH. YepenHsble
HepBbl: NMUO MMNOMUMUYHO, OTMEYaeTcs peakast
CMeHa B3opa. AnbTepHupytowlee kocornasme. Mbi-
LIEYHbIA TOHYC CHWXeH no Tuny AuddysHon Mbl-
LIEYHOW FMNOTOHWUW. VIHTEeHUMs, OusmeTpus, Tyno-
BULLHAs atakcus. XoguT y onopbl. CyxoxunbHble
pednekcbl Bbicokme S=D. HaBblkamun camoobcny-
XMBaHWA He BNageer.

MpenBapuTenbHbLIA AUarHo3

Ha ocHoBaHuu xanob, aHamHe3a 3aboneBaHus,
OaHHbIX HEBPONOIrMYECKOro OCMOTpa AEBOYKM yCTa-
HOBIEH AMarHo3 «OeTCcKui LepebparnbHbid napa-
nny, pesnayanbHbIl Nepuopd, aToOHUYEeCKU-aTaKTu-
yeckass popMma, 3- CTENeHn TSKECTU; 3agdepkka
POPMUPOBAHMS IKCMPECCUBHOM PEYN U KOTHUTUB-
HbIX (PYHKLUMIAY.

BpemeHHas wkana

XpOHOﬂOFVIFl pa3BnUTUA ©onesHn, KnodeBble CO-
ObITNSA 1" NpoOrHo3 y nauuneHTKnU Ir. npeacraBeHbl
Ha PUCYHKe.

dnarHocTuyeckue npoueaypbl
(npoeedeHbl 8 neps8yro Hedeslo 2ocrnumasusayuu)

JlTabopamopHble uccnedosaHusl

Obwull aHanu3 Kposu U MO4YU: B npepenax Bo3-
pacTHOWM HOPMBbI.

buoxumuveckoe uccnedosaHue Kposu:. 06-
wun G6enok 69 r/n (Hopma 60-80 r/n), rniokosa
4,8 mmonb/n (Hopma 3,3-5,5, MMornb/n), xonecTepuH
4,3 mmornb/n (Hopma 2,9-5,2 Mmonb/n), obLwuin 6u-
nmpyobun 5,2 mkmonb/n (Hopma 3,4—-20 mMKmonb/n),
ANT 24 EO/n (Hopma go 22 EO/n), ACT 30 EO/n
(Hopma pgo 31 E[L/n), kpeaTuHuH 52 MKmonb/n
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(Hopma 27-62 mMkmonb/n), movyeBuHa 3,1 Mmonb/n
Hopma 1,8-6,4 Mmonb/n), KpeaTuHudgochokmHasa
82 E[/n (Hopma 20-200 EL/n).

UmmyHogbepmeHMHbILU aHanu3 Kpoeu: AN UCKNo-
YeHMs TMNoTMpeo3a NPOBEOEHO MCCrefoBaHUE Tu-
peongHbix ropmoHoB kposu: TTI — 2,54 mkE[L/n
(Hopma 0,4—4 mkE[/n), cT4-11,99 nmons/n (Hop-
Ma 13-23 nmonb/n), ¢T3-59 nmonb/n (Hopma
3,6 nmonb/n), AT-TIMO 0 EO/n (Hopma go 5 EA/n),
Ha OCHOBaHWW KOTOPOro MPU3HAKOB W3MEHEHUS
PYHKLMU LLMTOBUOHOW Xenesbl He BbISBNEHO.

DriroopomMempuUYeCKUM memodom onpege-
neH yposeHb beHwnanaHuHa 1,6 mr/gn (Hopma
00 2 Mr/an), 4To Nno3BOnsieT UCKNIOYUTL PEHUNKe-
TOHYpMUIO.

MonekynapHo-eeHemuy4eckoe uccredosaHue
BbINOMHEHO B dedepanbHOM  FoCyqapCTBEHHOM
OlooKeTHOM HayyHOM yupexgeHun «Meguko-re-
HETUYECKUA HAyYHbIN LEHTP MMEHW akagemuka
H.I1. bo4ykoBa» (r. MockBa): MeTO4OM NPSIMOro aBTo-
MaTu4eckoro cekBeHumpoBaHusi reHa MECP2 npose-
AeH MoUCK MyTauui, B Xode KOTOporo obHapyxeHa
MyTaums c. 468C>G (p.D156E) B reTepo3nMrotHoM
COCTOSIHUMW.

UncmpymenmanbHbie uccnedoeaHust

Mo AaHHbIM YyrIbMmpassykogozo ucciedoeaHust
cepaua, mMeyeHu, CerneseHKU, MoYeK CTPYKTYPHbIX
N3MEHEHW He BbINo BbISBMNEHO.

AOnekmpomuozpachusi:  onpegeneHbl  MPU3HaKK
CHWXEHWUs1 MpPOBeOEeHUst MMMynbca MO MOTOPHLIM
BOJSIOKHAM CMELLaHHOro TMna.

AnekmposHueganozpamma (33): oTmevaloTCs
Bblpa)KeHHbIE W3MEHeHUs1 BMO3NEeKTPUYECcKon ak-
TMBHOCTM C NapOKCUM3MarnbHOW aKTMBHOCTbIO, KOM-
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nnekcbl anNMNenTUMOPMHON aKTUBHOCTU B BUAE
KOMMNMEKCOB Cramnk-BofiHa Mo npaBbiM 1OOHO-BU-
COYHbIM oTBegeHusiM ¢ A 293 mkB.

BudeomoHumopuHe 33 B coctosHum GoppcT-
BOBaHMS, C 3aMNMCbi0 HOYHOTO CHa M NpoBedEHUEM
byHKUMOHanbHbIX Npo6 B TeyeHue vaca 3aperu-
CTPUpPOBan  pernoHanbHyl  aNUNenTUOPMHYIO
aKTUBHOCTb C aKUueHTOM Ha LI,eHTpaJ'IbeII7I pernoH
1 NpaByto BUCOYHYIO obnacTb.

KomribromepHasi momozpachusi 20/108H020 Mo32a:
paclLMpeHre BUCOYHOro pora feBoro 60KOBOro e-
nyaoyKa.

KoHcynbmauyusi okynucma: rnasHoe gHo 6e3 na-
TONOrNMYECKNX NUBMEHEHUI.

KnuHnyeckumn anarHos

Ha ocHoBaHuMu pe3ynbTaToB  MOMEKYNsSpHO-
reHeTUYecKoro UCCrnegoBaHvs, MyTauum reHa
MECP2 c. 468C>G (p.D156E), yctaHoBneH auar-
HO3 «cuHapoMm PetTa» (F84.2).

OvddepeHumnanbHaa gnarHocTuka

CvHapom PeTTa xapakTepuayeTcs Nporpeccupy-
IOWUMKM  aereHepatuBHbiMU n3meHeHuammn LIHC,
NPOSABASLWNMAUCA YaCTUYHOW WUIIX NOSTHOW yTpa-
TOW peyun, NIOKOMOTOPHbIX HAaBbIKOB M HaBbIKOB
nonb3oBaHusa pykamun. B noBegeHyeckon peakuumm
npucyTcTByeT aytonogobHoe noBeaeHue, Bcrea-
CTBME 4ero Heobxooumo MpoBOAUTb AMddepeH-
uManbHyl0 AMArHOCTUKY peakoro reHeTn4eckoro
CMHApPOMa C ayTu3mMoMm. B knuHMYeckon kapTuHe
npu cuHgpome PeTta npeobnapaloT HapacTaHue
KOrHUTMBHOIO AecumumTa, NpM3Haky NporpegueHT-
HOCTW, NpUCOedVHEHNE HEeBPONOrMyeckux CUMM-
ToMOB. [lpu ayTmsme — npu3Haku MCKaXeHHOro
NMCUXMYECKOr0 pas3BUTUS, OTCYTCTBME Mporpeau-
eHTHoCTU. K coxaneHuto, MHCTpyMeHTanbHble Me-
TOAbl ANArHOCTMKM ManonHdopmaTmBHbI. [InarHos
cvHgpoma PeTTta no3BonseTr ycTaHOBUTb MOIEKY-
NSIPHO-TEHETUYECKNI aHanu3 C BbISIBIIEHWEM MYyTa-
unn reHa MECP2.

MeauumHcKue BMellaTenbCcTBa

Tak kak cneundunyeckoro nedeHnss QOaHHON
natonornm Het, pebeHKy peKoOMeHOOBaHO CUM-
nToMaTtnyeckoe: C MPUMEHEHNEM MpenapaTos,
ynyywaruwmx Mo3roBoe kpoBoobpatleHue (de-
HWMBYT no 0,125 r 3 pasa B geHb Ha 4 Hepenwu,
nantoram no 0,25 r 3 pasa B AeHb Ha 3 mecsua);
peabunuTaumoHHOE: C Kypcamu Maccaxa, pusn-
oTepanuu, paspaboTaHHbLIM KOMMMEKCOM re4veb-
HOM (PU3KYNbTYpbl, foronegnyeckoe reyeHue.
HeoTbeMnemon 4actbto peabunutaumm gBnsiet-
CS MCMONb30BaHWE NcMxocoumanbHbIX U NCUX00-
OpasoBaTtenbHbIX NporpamMmm Arnst 6ONbLHOro 1 BCex
YreHoB ero cemMbMu.
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OuHamMuKa n ucxoabl

Ha ¢oHe npoBognmon Tepanuu oTMedanacbh
He3HaunTenbHasa NONoXuTenbHas AMHamuka: yaep-
)XaHue npeameToB KWUCTbiO, YryylleHne 3BYKOMNpOo-
n3HoLweHus. [ns ganbHenwen peabunutauumn pe-
BOeHKy pekoMeHOoBaHO HabniogeHve B «KabuHete
HabrnogeHs 3a OeTbMW C HEePBHO-MbILLIEYHBIMY
oonesHavun» NbY3 OKKB.

MporHos

MporHo3 cuHopomMa PeTTa HebnaronpuaTHLIN, Tak
KaK y Takmx BOmMbHbIX MPOrpeccupyoT Apurartenb-
Hbl€ N HEBPOIOIrMYecKMe HapyLLeHus, 3abonesaHne
BedeT K TSKefoM YMCTBEHHOM oTcTanoctu. lNauyu-
€HTbI C JaHHOW NaTonornemn npu COOTBETCTBYIOLLIEM
yxoge MOryT UMEeTb NPOLOIMKUTENBHOCTL XXWU3HU
no 40-50 net, ogHaKko pWCK BHE3amnHOW CMepTU
Y HUX OOCTaTOYHO BbICOK. YXyALlaeT MpOrHo3 Ha-
nuymMe MOPOKOB PasBUTUSA BHYTPEHHMX OPraHoB,
npu 3STOM MNPUYMHOW METanbHOro ucxoda MoryT
OblTb AbIxaTenbHas WNU nonmMopraHHas HegocTa-
TOYHOCTb, BbICOK PUCK Pa3BUTUS UHCYMbTA.

OBCYXOEHUE

[aHHbIN KNMHMYECKMA criydal OEeMOHCTpUpYeT
CMOXHOCTW AMarHOCTMKN cMHgpoma PeTTa, oTcyTCT-
BMe crneundu4ecknx U3MeHeHnin Npu napaknuHuye-
CKOM UccregoBaHuM 3aTpygHseT AMarHOCTUYECKUN
NoucK. Bo3mMOXHOCTU MONeKynsipHO-reHeTUYeCKoro
uccnegoBaHUa MO3BOMAT YCTAaHOBUTL [MarHo3
W OLEHUTb NPOrHO3 NpY AaHHOW NaTonoruu.

OpHow 13 HepeLleHHbIX Npobnem npu cuHApome
Petta aBnseTca oTcyTCTBME CneuMdUYecKoro ne-
yeHus. OpgHako vccnegoBaHusA nocrnegHux 3 ner,
HarnpaBsrieHHbIE Ha U3y4YeHne TepaneBTUYECKNX BO3-
MOXHOCTEN, YaCTUYHO HaLUMN CBOE NOATBEPXKAEHNE
B HEMPOBUNONOrMYecknx n BMoXxmMMmnyeckmx pabortax
[11]. AHanun3 KNeToYHbIX U MONEKYNAPHbIX U3MeHe-
HUA B HEMPOHAaX rOMOBHOMO MO3ra, Bbl3BaHHbIX Ha-
pywennem reHa MECP2, aBnseTtca npuopuTeETHBIM
HanpasneHnem usydeHus cuHgpoma PetTa [12].

MpeacTaBneHHbIV KNMHUYECKMIA Crydan CUHAPO-
Ma PeTtTta Gyget noneseH cneumannctam B obnactum
peakux reHetTudecknx sabonesBaHun, Bpayam (ne-
anartpam, reHeTukam, Hespororam, rncuxuarpam),
KoTopble HabnwaatT 3TUX BOMbHbLIX B KITMHNYECKOW
npakTuke.

B Poccuun cosgaHa accoumaumsa cuHgpoma Petta
«ConHe4HbIN aHreny», ee LUenb — oka3aHue NHGop-
MAaUNOHHOW W KOHCYNLTAaTUBHOW MOMOLLM CEMbSIM,
B KOTOPLIX €CTb AETU C cMHApoMomMm PetTa. [ins npu-
BrieYeHnst BHUMaHus obLecTBa k npobrnemam geten
C 9TOW peaKkow naTonorner u OornbLIero ocBeaoM-
NEeHNs1 0 JaHHOM CUHApOMe 22 OKTA6ps oObsABMEH
OHem «lony6oro Hebay.
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3AKNIOYEHUE

lMpeacTaBneHHbIN KNMHWMYECKUIA CcrnyyYyan CUHApPO-
ma Petta gemoOHCTpupyeT OANUTENBHOCTb U CIIOX-
HOCTb OWarHOCTUYECKOro Movcka Afi MOCTaHOBKM
OKOH4YaTenbHOro anarHosa. CoBpemMeHHble MeToau-
KV reHeTu4eckoro obcrneoBaHns geTen ¢ nporpec-
CYpyloLLEN yTpaTon paHee NpMoOpPeTEHHbIX HaBbl-
KOB MO3BOMSAIOT YCTAHOBWUTb AWMAarHo3, onpegenvTb
TaKTUKy NeYeHus, peabunuraumm n nporHoas.

MHOPOPMNUPOBAHHOE COINMACHUE

OT odumumanbHbIX NpeacTaBUTENen naunet-
Ta (poauTenei) MoONyyYeHO WHPOPMUPOBAHHOE
fobpoBonbHOe cornacue Ha nyGnukauui onu-

CIIMCOK AUTEPATYPBI

CaHus KNUHWYEecKoro cny4yas (gata nognucaHus
25.09.2019 )
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Bypnyukas A.B.

PaspaboTtka KoHUEenuu — pasBuTME KIoYEBbIX Lienen
1 3apad.

[poBeneHne nccnegosaHma — 060p 1N aHanmi3 nony-
YeHHbIX AaHHbIX.

lMoaroTtoBka u pegakTMpoBaHUe TeKCTa — KPUTUYECKUIA
nepecmMoTp YepHOBKKA PYKOMUCK C BHECEHUEM LIEHHOTO
3aMeYaHusi UHTENNEKTYanNbHOro CoAepXKaHusl.

YTBepm,qume OKOHYaTesNibHOro BapmaHTa ctatb — npu-
HATME OTBETCTBEHHOCTU 3a BCE aCMNeKTbl paﬁOTbl, LenocT-
HOCTb BCEX YacCTeN CTaTbM U €€ OKOHYaTENbHbIN BapuaHT.

MBaHeHKko A.C.

PaspaboTka koHuenuun — opMmnpoBaHne uaeun; pas-
BUTWE KIIOYEBLIX LIENEN 1 3aau.
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npOBeﬂ,eHl/le nccnengoBaHnUA — aHanms M nHtTepnpeta-
Uuna nonyvYeHHbIX AaHHbIX.

MoaroToBka 1 pefakTMpoBaHUe TEKCTa — COCTaBleHne
YepHOBMKA PYKOMMUCH, EF0 KPUTUHECKMIA NEPECMOTP C BHE-
CEHWEM LIEHHOTo 3amMevaHusl UHTENeKTyansHoro cogep-
XXaHuWs; y4acTue B Hay4YHOM Au3aiiHe.

yTBep»(,qume OKOHYaTenbHOro BapuaHTa CcTaTbn —
NPUHATUE OTBETCTBEHHOCTU 3@ BCE aCNeKTbl paGOTbI nee
OKOHYaTenNbHbIN BapnaHT.

CrtatoBa A.B.

Paspa6oTka KoHUenuun — opMUpoBaHne uaeu; pas-
BUTUE KIIOYEBbIX Lienen 1 3agau.

MpoBeneHve uccnegoBaHWs — aHanu3 U MHTepnpeTa-
LSl NONYYeHHbIX AaHHbIX.
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KAMHHWYECKHE CAYYAM / CLINICAL CASES

[NoarotoBka M pegakTMpoBaHMe TekcTa — CocTasre-
HWe 4YepHoOBUMKa pyKOnucu, ero KPUTUYECKMIA NepecMoTp
C BHECEeHMEeM LEHHOIo MHTennekTyaribHOro cogepKaHu4;
y4yacTtne B Hay4HOM Oun3aiHe.
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