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Pezrome.

Cunopom Kokxketina (CK) — peokoe aymocomuo-peyeccuenoe HelpooeceHepamusroe 3abonesarue,
cesazaHnoe ¢ HapywieHuem  penapayuu J[HK, xapaxmepusyioweecs  3a0epickoi  passumusi U
MYTLIMUCUCTIEMHBIMU  NOpadiceHuaMU. B cmamve npedcmasier peokull KIUHUYECKUU CAyYall CUHOPOMA
Koxxetina muna Il y pebénka c noomeepyucoénnot mymayueti 6 cene ERCC6 u msoicénvim meuenuem
3abonesanus. Manugecmayus cumnmomos ommedena 6 HeOHAMAIbHOM nepuooe, 8 OalbHeluemM pa3euiucs
BbIPANCEHHDIL  HEBPOOSUYEeCKULl  Oehuyum, CeHCOpHAs 2NyXOmd, O@manbMolocUdecKue HapyueHus,
INULENMUYECKULl CUHOPOM U cmouKkas eunompogus. OcobeHHoCmbl0 HAON0OEHUS ABNIAEMCA ONUMENbHAS
NPOOONNCUMENbHOCIb JicUsHU (00 17 nem) Ha one Kpatine HeONAcONPUAMHO20 NPOSHO3A, XAPAKMEPHO2O
onss CK muna Il. J[uaenos ovin éepudpuyuposan MoneKyisapHO-eeHemuyecKy, Heluposu3yatu3ayus eulasuld
XapakmepHvle UMEHEHUsl 20108H020 Mo32d. Jleuenue Hocuno nooodepicusarowuil xapakmep U GKIOUAN0
MYTbMUOUCYUNTIUHAPHBIL  NO0X00:  HYMPUMUBHYIO,  CUMNMOMAMUYECKYIO,  NPOMUBOCYOOPONCHYIO U
naniuamueuyro  mepanuto. Cocmosanue peOénKa 0CmMaABAIOCL CMAOUTLHO MANCENbIM, MPEOVIOUUM
NOCMOSIHHO20 ~MeOUYUHCKO20 Habnmodenus. Onucauuvlli  cayyan noOYEpKUsdem BaANCHOCMb paHHel
OUacHOCMuKU, MyTbMUOUCYUNTUHAPHO20 8E0eHUSl U HACMOPOXCEHHOCMU KIUHUYUCTNO8 NPU 8e0eHUlU PEeOKUX
Helpooe2eHepamusHuLX 3a001e6aHuUll 8 NeOUAmpul.

Knroueevie cnosa: cunopom Kokkeiina, HelipoOecenepayus, Hapywerue penapayuu JIHK, mymayus
ERCC6, mun I, myrnomucucmemnas namono2usi, npo2eponooodHblll CUHOPOM
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Abstract.

Cockayne syndrome (CS) is a rare autosomal recessive neurodegenerative disorder associated with
impaired DNA repair, developmental delay, and multisystem involvement. This article presents a rare clinical
case of type Il CS in a child with a confirmed ERCC6 gene mutation and a severe disease course. Symptoms
manifested in the neonatal period and progressed with profound neurological deficits, sensorineural hearing
loss, ophthalmologic disorders, epileptic syndrome, and persistent malnutrition. A distinctive feature of this
case is the unusually long survival (up to 17 years), which is exceptional for CS type I, typically associated
with a poor prognosis. The diagnosis was confirmed by molecular genetic testing, and neuroimaging revealed
characteristic brain abnormalities. The patient received supportive care based on a multidisciplinary
approach, including nutritional, symptomatic, antiepileptic, and palliative treatment. The condition remained
stably severe and required continuous medical supervision. This case emphasizes the importance of early
diagnosis, ongoing multidisciplinary management, and clinical vigilance in children with rare
neurodegenerative disorders.
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BBenenue.

Cungpom Koxkkeitna (CK) — pemkoe ayTOCOMHO-pPEIIECCHBHOE HeHpoaereHepaTHBHOE 3a00JeBaHUE,
OTHOCSIIEEeCs] K TpyMIe CErMEHTHBIX MpPOTepHil, BO3HMKamoIiee Ha (oHe aedexTa TPaHCKPHUIIIUOHHO-
CIerIeHHOW HykiaeoTuaHoM Hskciu3uonHod pemnapauuu (TC-NER) [1-3].  OcHoBHOWM mnpu4MHOI
HeBpojoruueckoi nuchynkiun npu CK cuutaercs HapylieHue 0a3albHONW TPAHCKPUMIMHM BCJEICTBUE
myTtanuu rera ERCC6, konupytomiero 6enok CSB (Cockayne Syndrome B) [4].

Bnepsroie knunuueckuit cnydair CK 0w omucan B 1936 romy OaBapaom KokkeitHom B paboTre mof
Ha3zBaHueM «KapiamkoBOCTh ¢ arpodueli ceTyaTku U TIIyXxoToi» [35, 6].

CK Bctpeuaercs ¢ yactoroit 1 Ha 250 000 HOBOPOXKAEHHBIX, a 00IIas PACIPOCTPAaHEHHOCTh OLIEHUBACTCS B
2,5 Ha MWJUIMOH 4YeJIOBEK, MPUYEM 3THU IOKA3aTeIH OCTAITCS OTHOCUTENIBHO CTAaOMIBHBIMH B Pa3HBIX
peruonax mupa [6-9]. PacoBoli wiM MOJOBOM IPEnpacroioKEHHOCTH K 3a00JE€BaHUIO HE BBISIBICHO [2].
[IporHo3 HeOMaronpUsITHHIN: OONBITMHCTBO MAIUEHTOB HE I0’KMBAET 10 OAPOCTKOBOTO Bo3pacTta [1].

CK mnpeacrapnsier coboii (heHOTUNMUYECKUN CHEKTpP, BKIIOYAIONIMM TPU OCHOBHBIX KIMHHUYECKUX THUMNA U
detanbpHyt0 popmy 3a00eBaHUS:

e Tun I (xnaccuueckas uiu ymepeHHas (opma): HopMalbHOE MPEeHaTaJIbHOE Pa3BUTHE, HO B MEPBBIC JIBa
rofa >KM3HHU TMPOSIBISAIOTCS BBIPAKEHHAs 3a/epKKa POCTa, HAPYIUICHHs] pPa3BUTHS, TO3IHEE Hayajo
CaMOCTOSITENIbHOM XOIBOBI, OrpaHUYEHHOE BepOalbHOE pPAa3BUTHUE MPH COXPAHEHHOM COLMATIHLHOM
B3aumoerictTeuu [3, 6, 10].

o Tun II (tsxénas uHbaHTWIbHAA (HOpMa): CUMITOMBI BO3HHUKAIOT MPH POXKICHUU WM B HEOHATAJILHOM
MepHo/ie, BKIIOYAIOT 3aE€PKKY pOCTa, O(PTAIbMOJIOTMYECKHE aHOMAIMM M MPAKTHUYECKH MOJTHOE
OTCYTCTBHE MOCTHATAJILHOIO HeBposiorudyeckoro passutus [3, 6, 10, 11]. IHaumentsr ¢ CK tuma II
JEMOHCTPHUPYIOT Hanbosee TSkENOe TeueHue 3a00aeBaHms, 3a4acTyI0 C MPEHATaJIbHBIMU TPOSBICHUSIMHU
Y BBDKHMBAaEMOCTBIO He OoJiee AeCATH JIeT.

e Tun IIl (nérxas ¢opma): xapakTepusyercs MOYTH HOPMAIIbHBIM PAaHHUM IICUXOMOTOPHBIM Pa3BUTHEM C
MOSIBJICHUEM CUMIITOMOB B OoJiee mo3aHeM aerctse [3, 6, 10].

*  COFS-cunopom (uepedbpookynodaiuoCKeNeTHbI CUHAPOM): Hambonee TspkEnas ¢etanbHas GopMma,
¢denorunuyecku nepekpoiBatomiasicss ¢ CK tuma II [12].

Hecmotps ©Ha mporpecc B MonekyiaspHoil aumarHoctuke, CK octaércs kpailHe peakum U
TPYAHOIMATHOCTUPYEMBIM 3a00JIeBaHUEM C BBIPAKCHHBIM (DEHOTUITMYECKUM pazHOOoOpa3nemM, 4yTo TpedyeT oT
KIIMHUIIUCTOB BBICOKON HACTOPO)KEHHOCTH. BBHIY HM3KOH pacmpoCTpaHEHHOCTH, OTPaHUYEHHOTO 4YHCIa
OMHCAHHBIX CIy4yaeB W TSOKEIOr0 MPOTHO3a KaxkAbld mnoaTBepxkaéHHbId ciaydail CK, ocobenno c
MYJBTUCUCTEMHBIM TOPAKEHUEM, MPEACTABISAET 3HAYUTEIbHBIA HMHTEpEC AN KIMHUYECKOW MPaKTHUKU U
Hay4YHOro coobmectBa. B manHoil pabore mpencrasnen penkuit ciydaii CK tuma II y peG&nka, KoTOpbIit
noxun 1o 17 metr, ¢ TOKENBIM MYJABTUCUCTEMHBIM TEYEHHEM U BepUUIIMPOBAHHOW MyTalued, YTO
MOTYEPKUBAET BaXXHOCTh PAHHEH AMAarHOCTHKU M MYJIBTHAMCUUIUIMHAPHOTO IMOJAXO/a K BEIEHUIO TaKHX
MAIUEHTOB.

JTHOJIOTHSA U NIATOreHe3

CK — reneruyecku IeTEpMHUHHUPOBaHHOE 3aboneBaHue, oOycnmoBieHHoe MyTauusmu B reHax ERCC6 u
ERCCS8, xomgupyrommx Oenku, ydYacTBYIOIIME B  TPAHCKPUMIIMOHHO-CUEIUICHHON  HYKICOTHUIHON
sxcim3noHHon pemapamuu (TC-NER) [5]. DToT MexaHu3Mm pemnapaiuu o0ecrnedyruBaeT BOCCTAHOBICHHE
noBpexaeHuit JIHK B akTUBHO TpaHCKpUOMPYEMbIX y4acTKaxX T€HOMa, YTO OCOOCHHO KPUTHYHO ISl KIETOK C
BBICOKOM METa0OINYECKON aKTUBHOCTHIO, TAKMX KaK HEHPOHBI.

CK mnogpasznensercss Ha aBe ocHOBHbIe rpymmbl komiuiemeHtauuu: CSB m CSA. Oxono 80% cnydaes
cBsizaHo ¢ mytamusmMu B reHe ERCC6 (CSB), nmokanuzoBanHoM Ha xpomocome 10qll [2]. OctanbHbie
nanueHTsl oTHocATcs Kk rpymnne CSA, oOycnoBnenHoir myrtanusimu B reHe ERCCS, pacnonoxeHHOM Ha
yuactke 5q12.1 [2]. ITo cocTOsHUIO HA CETOMHAIIHUM IeHb onucaHo Oonee 78 pa3NIUYHBIX MyTalui B TeHE
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CSB wu cBeime 30 B CSA, 4TO NOATBEPXKAAET KaK PEIKOCTh, TaK U TE€HETUYECKYIO HEOJHOPOIHOCTH
3aboneBanus [2].

CK BXOOWT B CHEKTp pEAKUX HACIEICTBEHHBIX 3a00JIeBaHUM, CBSI3aHHBIX C HapylICHHEM MEXaHHU3MOB
penapauun JIHK. JledexTt pemapanuu NpUBOAWT K HAKOIUIEHHIO CMOHTaHHBIX moBpexiaeHuit JIHK, uto
aKTUBUPYET KackaJl HeWpoJereHepaTuBHbIX MpoleccoB. KiauHHUeckH JTO mposiBisgercs B ¢opme
nporpeccupyomieit Mukpouedanuu, nepedpaibHoN aTpoduu U 3a1ep>KKH IICUXOMOTOPHOTO pa3BUTus [5].

HccnenoBanusi Ha KUBOTHBIX MOJAENSAX Moka3aiu, uro B maroreHe3e CK BaxkHYIO poiib TakKe HIParoT
MHUTOXOHJIpUaIbHAs TUCPYHKINA, XPOHUISCKUN OKCHUAATUBHBIA CTPECC W CHIDKEHHE HeWporenesa [1]. Otu
MEXaHU3MBbI YCYTYOISIFOT MOBPEKIEHNE HEPBHOM TKaHU U (POPMUPYIOT TSHKEIBIA MYIBTUCUCTEMHBIN (DEHOTHUIT
3a00eBaHusl.

Takum o6pazom, CK mpeacraiseT coboli HeipoaereHepaTHBHOE 3a00eBaHUE ¢ YETKOM Te€HETHYECKOU
MIPUPOJION, pa3BuBarolieecss Ha (poHe cuCTeMHOro HapyuieHus: Mexanu3moB pemnapanuu JJHK u perynsauuun
TpaHckpunuuu. [ToHMMaHNe ero MONIEKyISIPHBIX OCHOB UTPAET KIIOYEBYIO POJIb B TUATHOCTUKE U pa3paboTke
MOTEHIUATBHBIX TePANeBTUYECKUX TTOAXOI0B.

Knunuuecxue nposenenus

CK xapakrepu3yercs BBIPQKEHHBIM HEWPOAETEHEPAaTUBHBIM U  MYJIBTHCHUCTEMHBIM  (DEHOTHIIOM,
(bopMUPYIOLTUMCS C TIEPBBIX HENENb KU3HU. THUIMMYHBIA BHEITHUI OOMUK MAIMEHTOB BKIIIOYAET BHIPAKEHHYIO
TUNOTPO(DUI0, KaXEKTUYECKYI0 KapJIMKOBOCTb, CMOPIIEHHYI0 M MOPIIMHUCTYIO KOXY, PE3KYI0 MOTepro
MOJIKOKHOM JKUPOBOI KJIETUATKH, KPIOUKOBATHIN HOC, 3alaBIIKE I1a3a U CYTYJIYIO0 OCAaHKY, 4YTO IPUIAET JIUILY
xapakTepHblid ctapueckuil Bup [1, 3, 5, 6]. OTCyTCTBHE MOAKOKHOTO >KMpa U TOHKHUE YEPTHI JIMIA JI€JIA0T
BHEIITHUHA OOJIMK PE3KO OTINYAIONTUMCS OT HOPMBI YK€ B paHHeM nieTcTBe [1, 5].

YacTeIMH J1€pMAaTOJIOTHUYECKUMH TPOSBICHUSMHU SBISIFOTCS  (POTOUYBCTBUTEIBHOCTh, aTpoduyecKkue u
Tpoduueckre HU3MEHEHUS KOXH, a TakKe CyXOCThb, JIOMKOCTh U HCTOHUeHue Bosoc [1, 5]. Haxe
KpaTKOBPEMEHHOE BO3JIEHCTBUE COJHEUHOTO CBETAa MOXKET BBHI3bIBATh BBIPAKEHHBIE OXKOTH, OCOOCHHO Yy
namnuenToB ¢ CK tunos [ u II [3, 6].

VY 6onpmmHcTBa manuentoB ¢ CK tum I HaGmromarorcst TskEnble HEBPOJIOTMUECKHE HApYLICHHS YXKe B
MepBble HENETH WM Mecslbl Ku3HU. OTMeyaroTcsi BBIPAXKEHHBIE 33/IePKKU Kak (DU3MUECKOro, Tak H
MICUXOMOTOPHOTO Pa3BUTHUS, PaHHAS MHKpoledanus, ciadocTh OOIIEro MBIIIEYHOTO TOHYca, AehUIUT
AKTUBHBIX JBI)KEHUH, CHIDKEHUE PEAKIIUY HA BHEIIHUE CTUMYIIBI.

Hesponoruueckuii craryc BKIIIO4aeT B ce0sl CACTUYECKYIO JUILIETHIO, KOHTPAKTYPhl KPYIHBIX U METKUX
CYCTaBOB, YCTOHYMBYIO CEHCOMOTOPHYIO TYTOYXOCTh M MPOTPECCHUPYIOILIEE CHUKEHHE OCTPOTHI 3pEHUS.
Taxoke onrcanbl BpOXKIEHHBIE KaTapaKThl U IPyTHe CTPYKTypHbIe aHOManuu a3 [12].

CycraBHble U KocTHble nedopmanuu (B ToM uMciae Ku(do3, CKOIMO3) MaHU(PECTUPYIOT B paHHEM
MMOCTHATAJILHOM BO3pAacTe U MPOTPECCUPYIOT MO Mepe pocTa pedénka [12]. Komruieke HapyIeHuit B OMIOpHO-
JIBUTATENbHON cHUCTeMe BENET K BHIPAKEHHOMY OIPAaHUYCHHIO TMOJIBMKHOCTH U (DOPMHUPOBAHMIO CTOMKHX
KOHTPAKTYp.

CK tun Il xmuHNYEeCKH HAOMUHAET YCKOPEHHOE CTapeHHe OpraHu3Ma. Y TaKuX MalMeHTOB OTMEYaroTCs
KaTapakTa, OCTEOIEHUs, MPEeXKICBPEMEHHBI aTepoCKIepo3 U Pl JPYrHX NPU3HAKOB, CBOWCTBEHHBIX
MTOXKUJIOMY BO3pacTy, UTO JeNaeT 3a00JIeBaHHE YHUKAJIbHBIM B acCIleKT€ «CETMEHTHOW mporepum» [1, 5, 6].
[TporHo3 3aboneBanus ocTaéTcs KpaliHe HeOmaronpusaTHbIM: O0onmbImMHCTBO manueHToB ¢ CK Tun Il ymuparor
B BO3pacte 110 nsATH Jiet [12].

MeToab!l HelipoBU3yaln3alliy MO3BOJISIOT BBIIBUTH TUITHUHBIE U3MEHEHUS LIEHTPAIbHON HEPBHOM CHCTEMBI.
KT u MPT ronoBHOro Mmo3ra JI€MOHCTPUPYIOT BEHTPUKYJIOMEraliio, KaJblIMHATBI B oONacTu
MOJPNEHANMAPHON 30HBI, JEMUETMHHU3AIUI0 OeJoro BeliecTBa, aTpoduUI0 KOpPhl U MO3KEUKa, a TaKke
KaJbIH(pUKAINUIO 0a3a1bHbIX TaHTIHEB [1].

B nocneaHux uccnenqoBaHUSIX TakKe OMMCHIBAETCS COUETAHUE AMHIICTITUYECKUX CHHIPOMOB U YCTOHUHMBBIX
MH(MEKIMOHHBIX OCIOXHEHHUH, (HOPMUPYIOLIUX KapTHHY THKEIOr0 MYIbTHCHCTeMHOro TeueHus [1]. Takue
Clly4ad, XOTSI M BCTPEUAIOTCS PENKO, HMEIOT Ba)XKHOE 3HAYeHHWE IS MeAMaTPUUECKOM NpPaKTUKH U
MOTYEPKUBAIOT HEOOXOTUMOCTh MYABTUIUCIIUIUIMHAPHOTO TOAX0AA K IMarHOCTUKE U JICYCHHUIO.
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HHuaenocmuka

Huarnoctuka CK npencrapnsieT co0oi CI0KHBIA MHOTOSTAHBIA MPOIECC, OCHOBAHHBINM Ha KIMHUYECKOM
HAaCTOPOXXEHHOCTH W MOJATBEPKACHHBIM MOJICKYISPHO-TEHETUUECKUMUA METOJaMU. YUHUTBIBAsl LIUPOKUHI
CHEKTpP CHMITOMOB, Bepu(UKalus [IuUarHoza TpedyeT MEXIUCIUIUIMHAPHOTO TMOAX0Ja C Yy4YacTHEM
CIEIUAJIUCTOB Pa3JIMUHbIX poduiei [2].

[Manmentsl ¢ momo3penueM Ha CK mpoxomsTt komrmiekcHOe oO0cCieqoBaHMe, HaNpaBlIeHHOE KaK Ha
MOATBEPKACHUE JAMAarHo3a, TaK M Ha MCKIOYEHHE JPYTUX HAaCJIEICTBEHHbIX HEUpoaereHepaTuBHbIX
3a0oneBanuil. B 00s3aTenbHBI NUAarHOCTUYECKUN AITOPUTM BXOAST T€HETHYECKOoe, 0(hTaabMOJIOTHUYECKOE,
HEBPOJIOTMYECKOE, TACTPOIHTEPOJIOTUYECKOE, aAyAUOIOTUYECKOE, I€pMATOIOrHYeCKOE, CTOMATOJIOTMYECKOE U
SHIOKpUHOJOTHYECKOe obOcnenoBanus. Hapsmy ¢ 3TUM perynspHO MNpPOBOASTCS HUCCIENOBaHUSA (PYHKUUU
MOYEK U OLIEHKa HYTPUTUBHOI'O CTaTyca, BKJIOUas yyacTHe auerosora [2].

Odranpmonoruyeckass JUATHOCTHUKA BKIIOYAET OCMOTP IVIQ3HOTO JHAa M AIEKTPOpPETHHOrpaduio.
HeBponoruueckoe oOcienoBaHue BKIIOYAeT dNEeKTpodHIedanorpadguio U  HUCCIEIOBaHHE HEPBHOMU
MIPOBOJUMOCTHU. AyTUOMETPHUSI IPUMEHSIETCS JJI1 OLIEHKU CTEIIEHU HEUPOCEHCOPHOW TYrOyXOCTH, TUIIMYHON
st CK [2].

Oco0oe 3HaueHHEe UMEeT MOJIEKYISIPHO-TeHeTHUeCcKas: BepruduKkanus quarnoza. OCHOBY COCTaBIISIET aHAU3
mytammii B reHax ERCC6 u ERCCS8, kotopeie komupytor Oenku penaparuu JITHK, accouuupoBanHble ¢
rpynnamu  komiiemeHtanmu CSB u  CSA  cootrBerctBenHo [2]. OOcnegoBaHue MOXKET BKIIIOYATh
KApUOTUIIUPOBAHUE, XPOMOCOMHBI MHUKPOMATPUYHBIN aHajdu3, MCCIEJOBAaHUS XPYIKOCTH XPOMOCOM U
npsimoe  cekBenupoBanue JIHK. Ilpu HEOOXOAMMOCTH HCIONB3YyeTCs KYJIBTUBUPOBAHUE KIIETOK W3
AMHUOTHYECKOU JKUJIKOCTH MJIU KOXKH, YTO MO3BOJISET BBIITOJIHUTH KaK MPEHATAJIbHYI0, TaK U MMOCTHATAIbHYIO
JTUArHOCTHKY [2].

KynbruBupyemsie ¢puOpobmacTsl mo3BoNAIOT BhIABUTH HapylieHue cuHre3a PHK mocie Yd-o6myuenus, a
TaKke OIIeHUTh ckopocTh pernaparuu JJHK, urto sBnserca ¢pynkunonansueiM mMapkepoM CK [2]. DTu meTozasl
OCOOCHHO IIEHHBI B CIydasx, KOrJa MOJIEKYJISPHO-TEeHETUYECKOe TeCTUPOBAHUE 3aTPYAHEHO WM TpelyeT
MOITBEPKIACHUSI.

MonekynspHo-renernueckoe cekBeHupoBanue reHoB ERCC6 u ERCC8 B Hacrosiee Bpems
paccMaTpuBaeTcs Kak «3070Toi ctanaap™ AuarHoctuku CK. OHO mo3BoJsieT BIABUTH KaK U3BECTHBIE, TAK U
paHee He ONMCAaHHBIE MYTallUM, BKIOYas TspkEnmbie ¢opmbl Tuna II, 94To mMeer pemaroriee 3HaYeHHUE OIS
MMOCTAHOBKH JIMArHO3a, IPOTHOCTUYECKOM OLIEHKU M T'€HETUYECKOTO KOHCYAbTUpOoBaHus [ 12].

Taxmuka eederust

Jleuenne CK HOCUT UCKIIOUUTEIBHO CUMITOMAaTUYECKUM UM TOAAEPKUBAIOIIMNI XapakTep. Llenpto Tepanumn
SBIISIETCS MPEIyNpexKaACHUE OCIOKHEHUN, KOPPEKIIU HApyIICHUN Pa3BUTHUS U YIy4YIlIEHUE KaueCcTBa KU3HU
nanueHTa [2]. YuuTbiBas MYJNIBTUCUCTEMHOCTh 3a00JeBaHUS, JieueHHe TpeOyeT ydacTus CIElUaTNCTOB
pasnuuHbIX TOpoduiei, BKIOYas MEAUaTpoB, HEBPOJOrOB, O(TaIbMOIOrOB, TacTPOIHTEPOJIOTOB,
OTOPUHOJAPUHTOIOTOB, (U3UOTEPANIEBTOB U HYTPHUIIHOIOTOB [2, 13, 14].

OgHuM U3 KJIIOYEBBIX HANpaBICHUH SBIsSETCA opraHu3auus nutanus. llpu HapymeHun mioTaHus U
HEJOCTaTOYHOM HYTPUTHUBHOM CTaTyc€ IOKa3aHO KOPMJICHHE Yepe3 TracTPOCTOMUYECKYI0 TPYOKy. ITO
MO3BOJISIET 00ECMEeUUTh CTAOWIBHOE MOCTYIJICHHE HEOOXOAMMBIX MHUTATENbHBIX BEIIECTB M CHHU3UTH PHCK
acnupauuu [12]. Hapsgy c¢ 3TUM NOpOBOAUTCS OLIEHKa U KOppeKuus JedUIUTOB MacChl Teda,
MHUKPODJIEMEHTOB U BUTAMHHOB.

duznorepanusi U TPyAOTEpanus HaAMpaBiIeHbl HAa MPOPHIAKTUKY M KOPPEKLHIO KOHTPAKTYp, COXpaHEHHE
MOJBMKHOCTU CYCTaBOB M YIydllleHHe oOmero (QyHKIHOHANIBbHOrO craryca. llpu Hamumuum Tpemopa,
CHACTMYHOCTH U OHHWICNITUYECKUX TMPUCTYNOB BO3MOKHO MPUMEHEHHE JIEKAPCTBEHHBIX TMPENaparoB:
KapOuI0ma-aeBoiona, MPOTUBOCYIOPOKHBIE CPEICTBA U CHA3MOJIUTHKHU MOAOUPAIOTCS WHAMBHAYAIBHO, C
y4€TOM KJIMHUYECKOW KapTuHbl [2]. [Ipu 3TOM HEOOXOAMMO YYHMTHIBaTh MPOTUBOIMOKA3aHUS: METPOHUIA30I
CTpPOTO 3amnpelér K NpUMeHeHUI0 y nauueHToB ¢ CK B cBA3M ¢ BBICOKOM HEHPOTOKCUYHOCTHIO [2].

OdranpMonIoruvecKkoe BeACHUE BKIIOYACT PEryIsIpHbIA MOHUTOPUHT U JICYEHUE KaTapaKThl, CTPYKTYPHBIX
aHoManuii a3 u (OTOUYBCTBUTEIHLHOCTH. VICMONB30BaHUE CONHIIE3AIIUTHBIX OYKOB PEKOMEHAYETCS C
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paHHETo BO3pacTa ISl 3alllMThl XpyCTaluKa U ceTyaTku oT Y®-uznyuenus [12]. Ayauonoruueckas moMoInib
BKJIIOYAET MOJI00P CIYXOBBIX aIMapaToB MU KOXJICAPHYIO UMIUIAHTAIIMIO MTPH BBIPAXKEHHOM TyTOyXOCTH.

JIOTIONTHUTENBHO MPOBOAUTCS TEPAMHUsl COMYTCTBYIOIIUX COCTOSIHHUM, TAKMX KaK apTepuaibHasi TUIIEPTEH3US
U racTtpod3odareanbHbIi peQIOKC, B COOTBETCTBUM C OOIIENPUHATHIMU TOAXOAAMH, Kak y oOmein
nomynsauuu [12]. Taxke BaKHBI peryasipHble 00ciaenoBaHus QyHKIIUU MTOYEK U TIEUeHU, MOHUTOPUHT YPOBHS
[JTIOKO3Bl KPOBU, CTOMATOJIOTHYEcKasi TOMOIIlb, MPOQUIAKTUKA Kapueca U MOJepKaHhue TMTUEHBI MOJI0CTH
pra[13, 14].

Taxum obpazom, nedernre CK TpeOyeT MOCTOSHHOrO HAOMIOACHUS U aJanTallui TepaneBTHUECKON TaKTUKH
C y4€TOM BO3pacCTHBIX H3MEHEHUMU, MPOTPECCUPOBAHUS CHUMIITOMOB W HHJWBUIYaJbHBIX OCOOEHHOCTEH
Te4ueHus 3a00J1eBaHusl.

Kiaunuueckuii ciyya.

K., 17 nert, rocnuTanu3upoBaH B XUPYPTHUECKOE OT/EJIECHHE KPaeBOW JETCKON KIMHUYECKON OOJBHUIIBI
TJTAHOBOM TIOPSIJIKE C IIENIbI0 3aMEHBI TaCTPOCTOMBI, YTOUHEHHSI TEKYIIIETO COCTOSHUS M KOPPEKIIUU TEPaIuu.

KiHnueckuii AMarsos.

Ocnognoe 3a6onesanue: cuaapoM Kokkeitna tur II, ren ERCC6, mytanus ¢.598C > T (p.Arg200Ter).

Ocnooicnenus: THKENBIA HEBpoioruueckuil neguuut (ctoiikas adasusi, OTCYTCTBUE aKTUBHBIX JTBUKCHHIH,
CHACTHYECKHE KOHTPAKTYpPbI), CYIOPOKHBIM CHHApPOM, HeWpoceHcopHast Tyroyxocth III cremenu, mMuomnus
BBICOKOM CTEIeH!, KaTapakTa, XpOHUYECKasi TUIIOTPOQusl.

Conymcmeyrowue cocmosinus. XPOHUYECKUN SKCCYNaTUBHBIA CPEIHUI OTUT, MOJHUCHUHYCHUT, aHEMUs
CMEIIIaHHOTO TeHe3a, MYIMOYHas M TaXoBble T'PbIKH, KapIUOMUOMNATHs C AWJIaTalleidl MoJocTel IJIeBOTo
KeNydouKa U KIIanaHHOW perypruTaiuei.

Pe6Enok oT mepBoii GepeMeHHOCTH, POkl CPOYHBIE, CAMOCTOSITENIbHBIE, TOHOLIEHHBINA. PoguTenu nanuenTa
KIIMHUYECKU 370POBbI, TMPU3HAKOB HACIEACTBEHHBIX WJIM XPOHUYECKUX 3a00lieBaHUN HE BBISBICHO.
KpoBHOponcTBeHHOTO Opaka B ceMbe HE OTMedaeTcs. Y CHOCOB MPOSBICHHM HACIEICTBEHHOW MaTONIOTHUU
HeT. HacnencTBenuslii anamue3 He OTATOMmMIEH. [Ipu MONEKyNsSpHO-TEHETUYECKOM HCCIEIOBAaHUHM y OOOMX
ponuTenedt BbIsiBIeHa rerepo3urotHas Mytamus c.598C > T (p.Arg200Ter) B rene ERCC6, uto
COOTBETCTBYET ayTOCOMHO-PEIIECCUBHOMY THITYy HACJIEJOBAHUA U MOATBEP)KIAET HOCUTENIBCTBO JIaHHOM
MAaTOreHHOM MyTalluu B CEMbeE.

Macca tena peb6€nka mpu pokaeHun coctapimsmia 2 700 T, poct — 54 cm. C mepBBIX Henelb KU3HHU
OTMEYAJIUCh MPU3HAKU THIIOKCUYECKO-UIIIEMUYECKOTO MOPAXKEHHSI [ICHTPATbHON HEPBHOW CUCTEMBI, BKIIIOYAs
MBIIIEYHYIO TUTIOTOHUIO, CIIa0BI cocaTeNbHbIN pedreKkc, CHIKEHUE PeaKkuy Ha BHEUTHHE pa3IpakuTeny. B
paHHEM BO3pacTe AMarHOCTUPOBAHA BBIpAKEHHAS 3aJepKKa ICUXOMOTOPHOTO M PEUYEBOT0 Pa3BUTHSI, PEOEHOK
HE CHUJeN, He YyIep>KUBall B3MIIAM, HE TYJIWI, CAMOCTOSTENBHO HE €1 U He pearuponal Ha peyb. C rpyaHoOro
BO3pacTa HaOIIOmajcs y HeBpojora, Mo3aHee — y mnenuarpa, odrampmonora, JIOP-Bpaua, opromnena,
kapauonora. C 9 ner — mon HabmopeHueM reHetrka B Mockse. [1o JaHHBIM MOJIEKYISIPHO-T€HETUYECKOTO
HCCJIEIOBAHUS, BBIMIOJIHEHHOTO B (peepaibHOM KIMHUKE, BbIABIEHA maroreHHass myTamus B reHe ERCCO6:
c.598C > T (p.Arg200Ter), uro moarBepauso quaruo3 cuaapoma Kokkeitna tum 1. 3aboneBanue mporekaet ¢
TSKENBIM (PEHOTUTIOM, MYJIBTUCUCTEMHBIMU MPOSIBICHUSMU U YCTOWYUBBIM IIPOTPECCUPOBAHUEM.

B pamMkax MoneKkyJasSpHO-TEHETHUYECKOTO OO0CIeNoBaHUA Takke MpoBoAMiach AuQQepeHnnaIbHas
IUarHOCTHUKAa C JPYrMMH  HAacJEJICTBEHHBIMH HEHpOJereHepaTUBHBIMU  3a00JI€BaHUSMH, BKJIIOYAs
MUTOXOHJpHANbHBIE JHIedanonaruu, uepedpookyiaodannockenernsii cunapom (COFS), kcepomepmy
MUTMEHTO3YM U TPUXOTHOAUCTPOGUIO. DTH MATOJIOTUU OBLIM MCKITIOYEHBI, YTO B COYETAHHUH C BBISBICHHON
myTtanuei B rene ERCC6 okoH4arenbHO MOATBEPAUIO AMarno3 cuaapoma Kokkeitna tum I1.

Ha ¢one ocnoBHOro 3aboneBanus chopMupoBajcs BbIpaKEHHBIH HEBPOJOTUYECKUN Ne(ULIUT: CTOMKas
adazus, OTCYTCTBUE AKTUBHBIX JBUKCHMI, CIIACTHUYECKUE KOHTPAKTYPHI, CYIOPOKHBIN CHHIPOM, a TaKkKe
rpy0bas 3amepkka pa3BuTus. CoO CTOpPOHBI COMAaTHUECKOTO cTaTyca 3a(UKCHpOBAaHBI: THUIOTpodus,
XPOHUYECKHUI HSKCCYNAaTUBHBIA CPEIHHI OTUT, MOJHMCUHYCHUT, aHEMHS CMEUIAaHHOTO TeHe3a, MyHo4yHas u
MaXOBBI€ TPBDKU, JBYCTOPOHHSSI TyroyxocTh III cremenu, MHOMUS BBHICOKOH CTeNeHU, MOMYTHEHHUE POTOBUIL
oboux mia3. B cBA3M ¢ HapylleHHWeM TMIIOTaHWS W YacThIMH dSmu3onaMu acrnupaiuu, B 2023 romy Oblia
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YCTaHOBJIEHA TacTpOCTOMA, paHee — TpaxeocToma. llamueHT momy4an HYTPUTHBHYIO HOAJAEPKKY uepe3
racTpocToMy, 0a30Byl0 MEIUKAaMEHTO3HYIO0 Tepaluio, BKJIOUYas IPOTHUBOCYAOPOXKHBIE Tpenaparbl Hu
CEpIEUHBIE CPENICTBA.

C mnauanma 3umbl 2025 roga Ha (OHE OTHOCHTENHHOTO ONaromoiayyusi 3apUKCHUpPOBAHO YXYIIICHHE
coctostHUs: (edpunbHas auxopanaka 10 39,5 °C, reHepain30BaHHbIE CYIOPOTH, PUTUIHOCTD MBIIIII, BSUIOCTb,
yYTHETeHHE YPOBHA CO3HAHMA. [OCHMTAIM3UPOBAaH B HH(MEKUMOHHBIA CTallMOHAp C IOJO3PEHUEM Ha
meHuHrosHuedanut. Ilposenena KT rojmoBHOro mosra, Mo AaHHBIM KOTOPOH BBISBIEHBl MPU3HAKU
HelpouH(pEeKInU: BbIpaXKEHHAs BEHTPUKYJIOMEranus, CyOs3NeHIUMasbHble KalbLIMHATBI, aTrpous KOpHI,
pacIIMpeHNe HapyKHBIX JINKBOPHBIX MIPOCTPAHCTB, €AMHUYHBIE KUCTHI B JIEBOW BHUCOYHOM JI0JI€, TPU3HAKU
BOCHAJIUTEIBHOTO TOpaxkeHUs. KapTuHa cooTBeTCTBOBana OakTepHalbHOMY SHUehanIuTy Ha (¢oHe
BpOXKIEHHON arpoduu Mo3ra. Ha3nauena waccuBHas aHTHOakTepuasipHass Tepanus (LedTPUAKCOH,
MEpONEeHEM, METPOHUAA30]), MH(Y3UOHHAS NOAJEpXkKa, IuakapO, IeKcamMeTa3oH, NPOTHUBOCYAOPOKHBIE
npenaparsl. B TeueHue neueHHs pa3BWIIaCh IMOJUOpraHHas AUCQYHKIMA: cepAedHas HEeJO0CTaTOYHOCTb,
HapyleHUe TMEPUCTAIbTUKH, OSJIEKTPOJUTHbIE CIBUTH, aHeMmus, runoanbOymuHeMus. Ilo pesymbraram
BpaueOHON KOMHCCUU MOATBEPXkAEH MaJUIMaTUBHBIHN cTaTycC.

IIpu noBTOpHOHN rocnuTanu3anuu BecHOM 2025 roma coOCTOSHUE MAIMEHTa OLEHEHO KaK CTaOMIIbHO
Tsokénoe. Co3HAHUE CHMIKEHO, PEUEBOIO0 KOHTAKTa HET, aKTHBHBIX [BWKEHUH HE COBEpPIUAET, CIACTHKA,
KOHTPaKTyphl KOHEUHOCTEH. [IpIxaHue uepes TpaxeoctoMy. Temneparypa tena — 36,5 °C, yactora cepaeuHbIX
cokpamienuit — 120 yn/muH, aprepuansHoe naBieHue — 105/60 mm pt. cT. KokHble HOKpOBBI OeHBIE.
AyCKylIbTaTUBHO — MpOBOAHbIE Xpunbl. JKuMBOT MSTKWi, B3IyT, TacTpocToMa (QYHKLHUOHUPYET.
Ilepucranpruka ocnabnena. Ctyn HeperyaspHblid. Jluype3 coxpaH€H. Macca Tena, 1Mo JaHHBIM OCMOTA,
okoo 20 kr (puc. 1).

i/
o

Pucynok 1. O0beKTHBHBIN cTaTyc peO&HKa

[To naHHBIM Ta0OPATOPHBIX MCCIICIOBAHMIA: B OOIIEM aHaIM3e KpOBU — aHeMmus (reMonioowH — 118 1/1),
neiikoruto3 — 10,93x10%0, meirpopmnés — 81,3 %, COD — 37 mm/u. [IpokanbnutonuH — 6,2 HI/MIL
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buoxumudecknii ananu3 kposu: AJIT — 59,3 En/n, moueBuna — 12,2 mmonw/n, makratr — 2,84 MMOJIB/JI,
anpOoymun — 38,3 r/n. B xucnorno-ocHoBHOM coctosinuu: pH — 7,386, BE — 2,7 mmons/n, SpO2 — 87,4 %.
Koarynorpamma: ¢pubpunoren — 4,2 r/n, [ITU — 85 %, MHO — 1,3. ITo ganabim OKI' — cuHYCOBBII pUTM,
HeToJHas OJToKaja rmpaBoit HOKKH my4dka ['mca. 9xoKI': nunartarus monocteit neBoro xemynouka (KO — 71
MJ), CHIDKEHHE COKPAaTUMOCTH, (pakius BbiOpoca 67%, yMepeHHass MUTpalibHas, TPUKyCHHIajIbHas W
néroyHas peryprurtauus. PentreHorpadus rpyaHoOW M OpIOIIHOM TMOJOCTH: HOpMalibHas MHEBMATH3allUA,
BHU3yanM3alys TEHH TacTPOCTOMBI, HaHHBIX 3a Mepdopaluio WM HEMPOXOJUMOCTh HE TMOIYYEHO.
Oneborpadusi: IPOXOIUMOCTb KaTETEPOB YIOBIETBOPUTEIbHAS, 3aT€Ka KOHTPACTA HE BBISBIICHO.

[TanmeHT MpoaoKai noayyarb HyTPUTHUBHYIO TOJIEPKKY UYepe3 racTpOCTOMY, IPU 3TOM CYTOUHBIN 00BEM
KHUIKOCTH PACCUMTHIBAIICA ¢ y4€ToM Macchl Tema (okoio 1 200—1 500 mur/cyT.). MeaukaMeHTO3Has Tepanus
BKJTrOUasia: kantorpui B go3e 0,006255 mr/kr Tpwxkabl B 1eHb (mpuMepHo 0,125 mr 3 pa3a B aeHb IpH Macce
20 kr), ciupononakton 0,005 mr/kr/cyt. ogHOkparHOo (=0,1 Mr/cyT.), 6ucomnposmon 0,00125 Mr/kr gBakapl B
neHb (~0,025 mr 2 pasa B nieHb), xonekanbiudepon 2500 ME/cyrt., xene3o (1) ruapokcua moaumMaabTo3ar
50 mr/mn o 5 kanens (=10 Mr) ABakasl B IeHb. B pamkax MpOTHBOCYIOPOKHOM Tepanuu MPUMEHSIUCH
neBetupaneraM B g03e 20 Mr/kr/cyT. (400 mMr/cyT.), HaTpus BaibIpoaT B 103¢ 15 Mr/kr aBakabl B feHb (<600
Mmr/cyT.). Ilpu Hanmu4Yuu MpHU3HAKOB BOCHAIMTENBHOIO IMpoliecca HazHayaics HedTpHakcoH u3 pacuéra 75—
100 wmr/kr/cyt., merponuaazon — 20-30 wmr/kr/cytr. B 3 mpuéma, nekcamerazoH — 0,15-0,3 mr/kr/cyT. B
TedueHue 3—5 cyTok, pypoceMus npu HeobxonuMocT — 1 Mr/kr/cyT. Hdy3roHHas Tepamnus MPOBOAMUIACH C
ucnonszoBanueM pactBopoB NaCl 0,9%, rmokossl 5%, peocopOunakra B 06béMe 10 80 mur/kr/cyT. [Tonbop
JO3UPOBOK TMPOBOAMICS € YUYETOM THUNOTpO(HU, HAPYIIEHHOW (YHKIMU TEYEHH U CEepAECYHO-COCYIUCTON
CUCTEMBI, 10/ KOHTPOJIEM BUTAIBHBIX NMapaMEeTPOB U OMOXUMHUYECKUX MTOKa3aTeNeH.

Ha ¢one Tepanum oTMedeHa dYacTU4yHAs TMOJOXKHUTENbHAs IUHAMHKA: HOpMallU3allvsl TeMIIepaTyphbl,
CHIDKEHHE YPOBHS BOCHAINUTENBHBIX MapKEpOB, CTAOWIM3alldi Te€MOAMHAMUKH M BOAHO-DJIEKTPOIUTHOTO
Oanmanca. IlpoBemeHa 1IaHOBas 3aMeHa TacTPOCTOMBI, HapylleHUH B €€ (GYHKIMOHUPOBAHUU HE
3adukcupoBaHo. [TarueHT BoIMKCaH B CTAOMIBHO TSHXKEIOM COCTOSTHUM MO/ HaONMIOACHHE MeAraTpa 1 CIy>KObl
BBIE3THON MaJTHATUBHON OMOIIIY IO MECTY >KUTENbCTRA.

Oo6cy:xknenue.

CK Ttuma II orHocuTcs k Hambonee TSKENBIM QGopmaMm 3a00N€BaHHUS M XapaKTepU3yeTCs paHHeH
MaHudecranueii W KpailHe HeONarompusTHHIM MPOTHO30M: MO JIAaHHBIM JIUTEPaTyphl, CpPETHssS
MPOJOJKUTEHPHOCTh KU3HM TAIMEHTOB C JTUM BapHaHTOM COCTaBisseT He Oonee 5 njer [6, 12]. B
OOJBIIMHCTBE OMHCAHHBIX CIy4aeB JIETAIbHBIN HMCXOJ HACTYNaeT B PaHHEM JETCKOM BO3pacTe BCIEICTBUE
MPOTPECCUPYIOLINX HEBPOJIOTUUECKUX U COMAaTUUYECKUX OCTIOKHEHUH [6, 10].

s CK B nienom oTMmevaeTcsl 3HaUuTeNbHas (PeHOTUNINYECKas BapHaOeIbHOCTh: CPETHUI BO3paCT CMEPTH
MAIUEHTOB BCEX TUIIOB COCTABISIET OKOIO 16 JeT, a B OTAENBHBIX CIy4yasX ONKUCaHa BBDKHUBAEMOCTH JI0
TpeThero aecaTuieTus *u3Hu [12]. OgHako Takue HAOMIOICHHS KacaroTCsl MPEUMYIIECTBEHHO MAallUeHTOB C
tunoM | unu 6onee nérkumu popmamu 3adoneBanus, a He ¢ Tunom 1.

[IpencraBieHHbI KIMHUYECKUI clydyall OTIMYAeTCS HUCKIIOUUTENbHON JJIUTENBHOCTHIO BBIKHBAHHUS:
MalMEHT ¢ KJIMHUYECKH U MOoJeKylnsipHo mnoarBepkaéHHbIM CK tuma Il mpoxwun 17 ner. B poctymHoit
JUTEepaType OTCYTCTBYIOT COOOIIEHHS O TMOAOOHBIX HAONMIOACHUAX, UYTO MOMYEPKUBAECT YHHUKAIbHOCTH
nanHoro mnpumepa. CrenoBarenbHO, 3TO HAOMIOAEHHE JIEMOHCTPUPYET BO3MOXKHOCTH 3HAUYUTEIHHOTO
YBEJIMUYEHUS! TMPOAODKUTENBHOCTH KU3HU Tpu ToKENBIX ¢dopmax CK tuma Il Ha done niaurensHOrO
MYJIBTUIUCIUILUIMHAPHOTO BEACHUS, HYTPUTUBHON MOAJEPKKH, MPOTUBOCYIOPOKHON U TaNTHATUBHON
Teparnuu.

3akiaoueHnue.

CK mnpexacraBiseT coboil KpaliHe peAKyr HEWpOAeTreHEepPaTHUBHYIO Op(aHHYIO IMMATOJIOTHIO ¢ ayTOCOMHO-
PEIECCUBHBIM THIIOM HACJIEIOBAHUSA, XapaKTEPU3YIOIIYIOCS TOKETBIM MYJIBTUCHUCTEMHBIM TEUYCHHEM H
HeOJIaronpuATHBIM MporHo3oM. 1o qanHBIM TUTEpaTyphl, OonbmuHCTBO narueHToB ¢ CK tum II ymuparor B
BO3pacTe A0 5 JIET B CBSA3M C paHHEH MaHHdecTanuen, TSHKETBIMA HEBPOJIOTHYECKUMH U COMATHYECKUMU
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OCIIO)KHEHUSIMU U OTCYTCTBHEM OJTHOTpONHOW Tepamuu. Ha »Tom ¢oHe cimydail mamueHTa, JTOCTHUTIIETO
17-netHero Bo3pacra, sIBISIETCS UCKIIOUUTEIHLHO PEIKUM U KITMHUYECKU 3HAYUMBIM.

VY mnpezacraBieHHOro MalpeHTa 3a0ojieBaHUE MaHU(ECTUPOBAIO B TEPBBIE HENENH KU3HU C THIHUYHOMN
KIIMHUYECKON KapTHUHOM: BhIpaKeHHAs 3aJlep’KKa pa3BUTHSA, MUKpoledalvs, HapylIeHUs ClIyXa U 3peHus,
KOHTPAKTYphl, SMWICNTUYSCKUNA CHUHAPOM, COMATHYECKas OTATOMIEHHOCTh. HecMmoTps Ha TSDKENBIA U
MPOTPECCUPYIONINI XapaKTep TedeHHs, Obula oOecreueHa MAJIUTeNbHAs MEIUIUHCKAs U COIMalibHas
MOJACpPKKa, BKIIOYash HYTPUTUBHYIO, MEIUKAMEHTO3HYIO, MAJUIMATUBHYI0 W MYJIBTUAUCIUILTUHAPHYIO
MIOMOIIIb, YTO TTO3BOJMIIO 3HAUYUTENBHO YBETUYUTD MPOAOKUTENBHOCTD KU3HU.

MornekynsipHO-TeHETUYECKOe TOATBEPIKICHHUE AMarHo3a, a Takke JeTalbHOe HaOIIoeHHe B TEUeHHUE
MHOTUX JIET NPUAAIOT O0COOYI IEHHOCTh JAHHOMY KIMHHYECKOMYy HaOmroneHuto. OHO TNOAuEpPKUBaET
HEOOXOUMOCTh paHHEH JUArHOCTUKH, TOCTOSHHOTO  MEXKIUCHUIUIMHAPHOTO  COMPOBOXKICHUS U
MHANBUAYATU3UPOBAHHOTO MOJX0/IAa B JICYEHUHU MAI[IEHTOB C PEAKUMU MPOTepONoI0OHBIMI CUHIPOMAMH.

Takum oOpa3om, PTOT Cly4aidl WIUTIOCTPUPYET HE TOJNbKO TspKecThb M cucteMHocTh CK tum II, HO m
BO3MOXKHOCTH COBPEMEHHON MEIMIIMHBI B OOECIEUEHUH JITUTENBHOTO MAJUTHATUBHOTO COMPOBOXKICHUS MPHU
KpaiiHe HeOmaromnpusiTHoM mporHose. [lomoOHble HAOMIONEHHS OCTAIOTCS peAYaNIIMMHU U TMPEICTaBISAIOT
3HAYUTETIBHBIA UHTEpPEC VI MEeANAaTPOB, TEHETUKOB, HEBPOJIOTOB U CHEI[HAIUCTOB 110 PEIKUM 3a00JI€BaHUIM.

HNudopmupoBanHoe coracue.

3aKOHHBIC MTPEJCTABUTENN MAIIMEHTA BO BPEMs €r0 rOCIUTAIN3AIUU B CTAIIMOHAPE MOITHCAIH MTMChbMEHHOE
WH(POPMHUPOBAHHOE COIVIACHE HA MyOIUKAIMIO OTIMCAHUS KIIMHUYECKOTO cirydas ¥ poTtorpaduu peOEHKa.

The legal representatives of the patient signed a written informed consent for the publication of the clinical
case description and the child’s photograph during the patient’s hospitalization.

Ceéeoenuss o0 (punancuposanuu u KoH@auke uHmepecos. ABTOPHl 3asBISAIOT 00 OTCYTCTBUU
MOTEHIUATBHOTO KOH(MINKTa HHTEPECOB.
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this article.
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KPUTHYECKH BAKHOTO MHTEJIEKTYyallbHOTO COJEp>KaHusl, TOTOBHOCTH MPHUHITH OTBETCTBEHHOCTh 3a BCE
acniekTsl padotsl (50%).

O6enun A.H. — ydactue B pa3paboTke Au3aiiHa, OKOHUATENIbHOE YTBEPXKICHHE PYKOIUCH K MyOIHMKaIuu
(25%).
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