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Understanding Chromosome & Gene Disorders

Cunapom MaJian

(NFIX-accouMupoBaHHbIA CHHIAPOM)




Jlannas bpowiopa ovlia co30ana, umoodsbl NOMO4b CeMbIM U MEOUYUHCKUM PAOOMHUKAM, YXANCUBAIOWUM 3 TH0O0bMU
¢ cunopomom Manan. B neil cooepoicumest ungopmayusi 0 npuyune 3a001e8aHuUsl, O MOM, KAK OHO MOJCEm GIUsINb HA
J00ell, A maKdice PeKOMeHOAYUU 0 MEOUYUHCKOU NOMOWU, KOMOpble MO2ym Oblmb NOJE3HbL OIS H00el ¢ OAHHbIM
CUHOPOMOM.

Yro Takoe cunapom Manan?

Cunrnpom MarnaH, paHee W3BeCTHBINA Kak cuHApoM Cortoca 2-ro Tuna win CoToC-Mom00HBIA CHHAPOM, — 3TO PEIKOE
TeHETHUYECKOe 3a00JIeBaHue, TIPOSBISIONIEECS YPE3MEPHBIM POCTOM, 3aJICPKKON HHTEIIEKTYaIbHOTO Pa3BUTHS,
CHEIU(PUISCKUMUA OCOOCHHOCTSIMH YEPT JIUI[A, AHOMAJIMSIMHA TOJIOBHOTO MO3Tra M CKeJIeTa, HapyIIeHUEM 3pEHUS H
MOBEJICHYCCKUMU 0coOeHHOCTIMU. CHHIpOM MajaH, Kak U Apyrue reHeTHIeCKue 3a00JIeBaHUS, MOXKET MPOSIBIISITHCS
mo-pa3Homy. He y kax1oro 4enoBeka ¢ 3TUM CHHAPOMOM OyAyT cpa3y Bce npu3Haku. Kpome TOro, OJIFH U TOT Ke
MIPHU3HAK MOXKET MPOSBIIATHCS B PA3HON CTEIIEHH Y Pa3HbIX JIIOJICH.

Cunzapom ManaH BbI3bIBaeTCsS W3MeHeHueM (sapuanmom) B rene NFIX (s0epnviil hakmop 1X) nnu norepeit
(Oeneyuerr) ogHoM M3 ero konuid. [ToTepst 3TOro reHa MOXeT OBITh YacThiO O0JIee KPYITHOM AeelnH, 3aTparuBaroiei
XpOMOCOMY, Ha KOTOPOH OH PacIOJIOXKEH.

YV Unique ecmb omoenvhas Opowiropa o 0eneyusx u MuKkpooeieyusyx.

Kak Bo3uukaer cunapom MaJsan?

['envl ITparOT OYEHb BAXKHYIO POJIb U BBICTYTIAIOT
WHCTPYKIUEH, OIIPENEIAIOIEN POCT U Pa3BUTUE
opranmu3ma. OHM NPENCTaBIAIOT co00i yuacTku /[HK,
KOTOPBIE BXOZIAT B COCTAB OPraHW30BaHHON CTPYKTYPBI
MOJ] Ha3BaHUEM «xpovocomay. COOTBETCTBEHHO,
XPOMOCOMBI SIBJISFOTCSI HOCUTEISIMH T€HETUYECKON

XpomMocoma

nHpopMmar. OHU HAXONIATCS BHYTPH K/1€MOK,
SIBIISIOIINXCS] MAJICHBKUMH KUPITHIUKAMH, U3 KOTOPBIX U
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HECKOJIbKO TeHOB (DYHKITMOHUPYIOT HE TaK, KaK HYXHO,

YgTO MOXKET HpI/IBOI[I/ITB K UBMCHCHHSM B pa60Te f

OpraHu3Ma B IIEJIOM. 3 S
OHK & 4

Cunznpom ManaH BO3HUKAET U3-3a ONpeeIeHHBIX U3MEHEHHH (KOTOPBIE HAa3bIBAIOTCS NATNOSCHHBIMU 6APUAHMAMIL) B
nocnenoBarensHocTH J{HK rena NFIX. I'en NFIX pacrionokeH Ha KOPOTKOM Tuiede (p) XpoMocomsl 19 B perrnone
19p13.13, kak MOKa3aHO Ha PUCYHKE HUXKE.
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B nammx kneTkax HaXOAUTCS ABE KOIUU XPOMOCOMBI 19 1, COOTBETCTBEHHO, Be Konuu reHa NFIX. Cunapom
MarnaH BO3HHKAET MPHU NOJIOMKE TOJIBKO ofHOM Koruu reHa NFIX. [1pu a3ToMm BTOpas KOs TeHa OCTaeTCs
MOTHOCTHIO (PYHKITMOHAIBHOM. DTO 3a00JIeBaHNE OTHOCUTCS K Ay OCOMHO-0OMUHAHNHBIM, TIOCKOIIBKY XPOMOCOMEI C
1 mo 22 mapy Ha3bIBalOTCS ayTOCOMAaMH, 3 TCHETUYECKHE 3a00JICBaHMsI, TPH KOTOPBIX MOBPEIKIACTCS TOJIBKO OJTHA
KOIIHS ayTOCOMHOTO TeHa, Ha3bIBAlOTCSA JOMUHAHTHEIMA. Y Unique ecTh OTAeNbHas OpOIIopa, MOCBSIIEeHHAs
MOHO2EHHBIM 3A00NEBAHUAM C AYMOCOMHO-OOMUHAHMHBIM MUNOM HACAe008AHUSL.

[ocnenosarenbHOCTh TeHa NFLX oTBedaeT 3a cuHTe3 Oenka «saepHblil Gpakrop [X». Y mroaeit ¢ cunapomom Manan
CUHTE3UpyeTCs ToIbKO 50% (MOI0BUHA) 0XKHMIAEMOT0 KotryecTBa Oenka. Takoe cOCTOsSHUE Ha3hIBACTCS
eannonedocmamourocmoio. benok NFIX urpaer BaxxHyIo poib B HallleM OpTaHU3Me, TIOCKOJIBKY OH SBIISIETCS
TPAHCKPHUIIIIUOHHBIM (PaKTOPOM, KOTOPBIH «BKJIIOYAET» U «BBIKIIOYACT» TE€HBI, a TAK)KE HIPACT KIIOYEBYIO POJIb B
Pa3BUTHUH FOJIOBHOTO MO3ra U OMOPHO-ABUTaTENbHOU CUCTEMBI.

I'eneTnyeckoe TecTUpOBaHUE
Cunapom MasiaH, BbI3BaHHBIH BaApHAHTAMU MTOCIIEI0BATSIBHOCTH TeHA, MOKHO OOHAPYKUThH C MMOMOIIBI0 METOIA
cexsenuposanusi (Hanpumep, noaHosk3oMHoe (whole exome sequencing (WES) wiu noiaHorenomuaoe (whole

genome sequencing (WGS)) ceKBeHHpOBaHHe). Jeneruu reHa TakyKe MOXKHO BBISIBUTDH C ITOMOIIBIO
CEKBEHHPOBaHMsI, HO Yallle BCETO MX OOHAPYKUBAIOT C MOMOIIBIO IPYTOT0 METOAA — XPOMOCOMHO20

MUKPOMAMPULHO20 AHATU3A (XMA), Hanpumep, arrayCGH unu SNParray.
Y Unique ects oTnenbHbIe OpoIIropsl o cexgenuposanuu /[HK, arrayCGH w SNParray.

Pe?.y.]IbTaTbI IFreHETHYECCKOI'0 aHAJIn3a

PeSy.]'IBTaTBI TCHCTUYCCKOI'O (FGHOMHOFO) aHaJIn3a 4alie BCEro NpeaoCTaBIsACT Bpad-r€HETUK UJIN Bpay,
Ha3HAYUBIIUM TCHETUUECCKOE TECTUPOBAHUC

Paccmotpum npumep pesyasrara cekBenupoBanus JJHK (monmnoskzomuoe cexBenuposanue (WES) mmu
NOJHOTeHOMHOE cekBeHupoBaHue (WGS), KOTOpbIii MOXKET BBISIBUTh BapHaHThI TeHa NFLX:

p.-Leul20fs c.358del B 3x30He 2 rena NFIX (NM_001365902.3)

YKa3bIBaeT HAa U3MEHEHUE B CTPYKType Oeka: aMuHOKucIoTa JieknuH (Leu)

p.Leul20fs del i
OTCYTCTBYET, IO3TOMY MPOM30UIEN CABHUT PAMKH CUATHIBAHHS B
HOCJIE/IOBATEIEHOCTH aMUHOKUCIIOT

c.358 o
0003Ha4YaeT MOJIOKEHHE TTapbl OCHOBAaHHUH B MOCIIEI0BATEIIbHOCTH T'€Ha, TIIe
TIPOM30ILIN U3MEHEHUS (ITOJIOKEHHE, B KOTOPOM HYKIICOTH]I OTCYTCTBYET)

5 yKa3bIBaeT, Kakasl 4acTh reHa OblIa M3MEHeHa (B JaHHOM Cllydae, 9K30H 2 reHa

9K30H
NFIX)

NFLX 0003Ha4aeT reH, MOABEPIIINICS MyTalluu

NM 001365902.3
- 0003HauaeT peepeHCHYIO MOCIIE0BATEILHOCTD.

VY Unique ectb oTaenbHas Opolopa, NOCBALICHHAs HHTEPIPETALNH Pe3Vabmamos eHemudecko20 mecmupo8anisl.



OcHOBHBIE IPOSIBJICHUA cMHApPpoMa MaJiaH

VY GospIMHCTBA JeTel ¢ CHHIpOMOM MaaH HaOIroIatoTCs:

Bricoknii poct

Crenududeckue 4epThl JTUIa

Paznuunast cteneHs 3a1epKKH HHTEIUIEKTYaJIbHOTO Pa3BUTHS (OT JIETKOM 10 TSKeoM)

Bomwrroit pazmep roioBsl (Makporedatms)

Huzkuit MpIIIeYHbIH TOHYC (THIIOTOHYC)

Hapymenwne 3penust

3aepkka peueBoro pa3BUTHs / OTCYTCTBUE PeUr

3agepikka 00IIero pa3BUTUS

AHOMaJINU pa3BUTHS TOJOBHOTO MO3Ta

Cynoporu u uzmenenus 930" (anekrposnuedanorpadun)

AHOManuu ckeneTa

'unepMoOMITBHOCTD CYCTaBOB (IIOBHIIICHHAS! THOKOCTH CYCTaBOB)

[ToBeneHnvyeckne 0COOCHHOCTH, TAKHE KaK TPEBOKHOCTh M MIepena bl HACTPOSHHUS
Jpyrue BO3MOXXHBIE MPOSIBIICHUSA

3aboseBaHusI cep/la, Yalle BCero — paciiupeHne aopThl

Hapyienue ciyxa

YacTsle nepesioMsl KOCTEN

AyYTHCTHYECKHE YEePTHI

[IpoGnembl co cHOM

bepeMeHHOCTh 1 POJIbI

XoTs OOJIBIIMHCTBO OEpEMEHHOCTEH MpOoTeKaeT 6e3 0COOEHHOCTEN U OCTIOKHEHHH, B HEKOTOPBIX CIIydasx
OTMEYaI0TCA AaHOMAJIMH PAa3BUTHA U0/, BRIABICHHBIE B XO/I€ YIBTPa3BYKOBOTO HCCIIEIOBAHUS ITPH MTPOBEACHUN
NPEHaTaJIbHOIO CKPUHHUHTA B cepeinHe OepeMeHHOCTH. B Tex ciydasx, Koraa BeIABISUIUCH IPUYHUHBI JJIS
0ecIIoKoMCTBa, POIUTETH OOBIYHO COOOIIAIN O HeCTIeU(PUIECKUX MPU3HAKAX, TAKUX KaK YBEIUUYECHHUE KEITYyJOUKOB
TOJIOBHOTO MO3ra U HapylleHUe padoThl II0YEK.

BonpmmaCcTBO OepeMeHHOCTeN 3aBepIIajoch POAaMHU B CPOK. Y HEKOTOPHIX HOBOPOXKIEHHBIX OTMEYAIINCH TPOOIEMbI
CO BCKapMJIMBaHMEM H/WJIH JKeNTyxa. Bec nmpu poxkaeHnn oO0b1vHO ObLT HOpMallbHBIM. HekoTopbie HOBOPOKICHHBIE
JIETH C TPYAOM IPOXOIMIH NIEPBUYHOE 00CTIeIOBaHNE CITyXa, K UM TpeOOoBaJIoCh MOBTOPHOE 00CTIeI0OBAHHE.

«bepemennocmo donowennas, be3 ocrodicHenull u 1080008 011 mpesocu. Pebenok noseuncsa na ceem na 42 neoene
nocie NAAHOBOU CIUMYIAYUL POOOSY.

«Ona poounace Ha cpoxe 39,5 nedenb nymem s3KCMpeHHo20 Kecapesa ceverus. bulia ouens OrunHoU, Xy00l, ¢
OONBULOU 20108011 ».



BuemHocTh

OnpeneneHHble YePTHI IULA Y A€Tel ¢ CHHAPOMOM ManaH BCTpedaroTcs yalle, ueM y Apyrux gereil. [loatomy Bel
HEOXXUIAHHO YBUAHNTE CXOACTBO MEXIY BalllUM PEOSHKOM U APYTUMH IeThMH ¢ cuHIpoMoM Maian. Hanbonee
pacipoCTpaHeHHBIMHU XapaKTEPHBIMHU Ye€PTaMU SBISIFOTCS MIHPOKHUHL 100, BRITSHYTOE WIIH TPEYTOIBHOE JIHIIO,
TyOOKO MOCaKEHHBIE T71a3a M OMyLICHHBIE BHEIIHUE YTOJNKH I71a3, HU3KO PaclojOKeHHbIE YIIIN, MAJICHBKUH POT,
KOTOPBIH 4acTO MPUOTKPHIT, CKYYeHHOCTH 3y0OB. DTH H3MEHEHUS MOTYT ObITh HE3HAYNTEIBHBIMI U 3aMETHBIMHU
TOJIBKO JJIs1 Bpada-reHeTHKA.

PaszButue

OO01ast 1 MenKast MOTOpUKA

HccnenoBanue, mposeneHHoe B 2024 romy, mokasaio, 4To y BCeX JIeTel ¢ CHHAPOMOM Maiian oTMeuaeTcs 3a/IepiKKa
TICHXOMOTOPHOTO pa3BuTusi. CTereHs 3aJepKKU BapUPYET OT JIETKOH (PEIKO) J0 YMEPEHHOH U TSHKENoH. 3aaepikKa
IICUXOMOTOPHOTO pa3BUTHUA 3aMETHA B OCBOCHHNHU TAKHMX HABBIKOB, KaK IIEPCBOpAYUBAHUC, CUICHUC, XO}II)63, urpa c
UTPYyIIKaMH, UCTIOIb30BaHUE CTOJIOBBIX IPHOOPOB, MOJIHHI HA O/IEXKE U ITYyTOBHII, & TAK)KE OCBANBAaHNE HABBIKOB
TUTHEeHbI (YMEHHE TI0JIb30BATHCS TYaJIETOM).

OnHaxko, TUara3oH CIOCOOHOCTEN pa3HBIX JIeTel ¢ CHHIPOMOM MaiiaH CHIIbHO pa3iiyaeTcs: HEKOTOphIE JIETH
OCBaMBAIOT JBUTATENIbHBIE U IPYTHE HAaBBIKK PUMEPHO B TOM )K€ BO3PACTE, YTO M «OOBIYHBIE» JIETH, B TO BpEMsI KaKk
y IpYyTUX 33Iep’KKa pa3BUTHA OoJiee BbIpaxkeHa. HacTo CHIKEH MBILIEYHBIH TOHYC (THIIOTOHYC), YTO
HEeONMaronpusITHO BIMSET Ha JIBUTATEILHYIO aKTUBHOCTh. Y HEKOTOPBIX JIeTeH N3-3a CKOBAHHOCTH HJIH MPoOIIeM ¢
paBHOBECHEM U KOOPAMHALMEH MOTYT HAaOIIOAAThCS HApYLICHUS IIOXOIKH, KOTOPBIE HHOT/A ITyTAIOT C aTaKCHEH.

MHoOrum 1etsM MOMOoraroT paHHUE METOJIbI JICUCHHUS, BKIIIOUAOIIE IPUMEHEHUE OPTONEANYECKUX U3IETUHN, TAKUX
KaK CTEJIbKH U OpTe3bl ((PUKCATOPHI), a TAKXKE IProTeparnus (IIOMOIs B OCBOCHUH HABBIKOB, HEOOXOIUMBIX JIJIS
MOBCETHEBHOW KHU3HH) U (PU3UOTEPAITHSI.

Y Unique ecmv omoenvhsie bpowiropsl 0 mepanesmuyeckux mMemooax u noMOWU 6 0C60EHUL HABLIKOE CULUEHDL
(YMenuu noiv308amvcs myaniemom,).

«X00vba 6cec0a ObLa 0I5l HE20 CePbe3HLIM UCHbIMAHUeM. Y He2o HemUnuyHas NOX00Kd U emy mpyoHo COXPAHIMb
pasHogecue, 0COOEHHO HA HePOBHBIX NOBEPXHOCTIX ».

«lIpumepHo ¢ socoMmu mecsiyes Haul ColH NPOXOOUM PA3TUYHbIE 8UObI MEPANUL, HANPABGTIEHHble HA KOPPEKYUIO
3A0epaAHCKU 8 paA38UMUU. 3a HECKOIbKO jlem OH 00CMUE 3HAYUMENbHbIX YCNex08 011a200aps pe2yispHbIM 3aHAMUSAM.
Jea-mpu paza 6 nedenio on 3anumaemcs gusuomepanuetl, CMoabKo duce — speomepanuell. /lea pasa 6 neoenio
NPOBOOSINCSL 3AHAMUS C TO20NEOOM U 3AHAMUS, HANPAGLEHHbIE HA YIYYUEHUe 3PeHUs (6 MOM YUCTe OPUESHMAYUU U
MobunbHoCmU). Yenex Hawie2o Colna — 3o pe3yibimanm e20 YROpCmea U peuumMocmuy npeoooiesams npensimcmeusl.
On 2omose mpamums CMOIbKO 8PeMeHU U CUI, CKOILKO He0OX00UMO OISl YIVHUEHULL.
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HNHTEenneKkTyallbHOE pa3BUTHE U OOyUYEHHE

VY Bcex aetelt ¢ CHHApOMOM ManaH ecTh 3aJepKKa HHTEIICKTYaJIbHOTO Pa3BUTHUS UM TPYAHOCTH B OOyUCHHH.
CreneHp 3a1ep)KKH BapbUPYET OT JIETKOH 710 TSHKEJION, HO OOBIYHO HAXOAUTCS B YMEPEHHOM JIHAra3oHe, 1
OOJBIIMHCTBY AeTel TpebyeTcs: JOMOTHUTEIbHAS TIOMOIIb B 00yUeHHH.

CBOeBpeMEHHOE paHHEE BMEIIATENHCTBO MOXKET MPUHECTH OLLyTUMYIO MOJb3Y, TO3TOMY PEKOMEHAYETCS IPOBECTH
TECTHPOBAHKE AJIS1 OLICHKH KOHKPETHBIX MHAWBUAYAIBHBIX IOTpeOHOCTEH. TakKe CTOUT paccMOTPETh
MYJIBTHCEHCOPHYIO 00pa30BaTeIbHY0 IPOrPaMMy, BKIFOYAIONIYI0 KHHECTETUUECKUE, CITyXOBbIE, TAKTUIIBHBIE
aneMeHTHl ¥ wpudT bpaiins.

Y Unique ectb OTIeNbHBIC OPOIIIOPHI, TOCBSAIICHHBIC 00yUEHUI0, JIajbHEHIIIeMy 00pa30BaHUIO U TIOJATOTOBKE K
pabore.

«Ona omcmaem om C6EpPCNIHUKOB, HO NOBMOPEHUE U YNOPCni6o nomozaront et docmuub MH02020! OHa NOCMOosSIHHO
oceaueaent Hoevle Ha6vblKU U, HECOMHEHHO, npodo/wfcum Hac ydu&mmb».

«4Ymobwi 0ceoumsb HOBbIEC NOHAMUS U NPABULA, eMy HeoOX00uMo epemsi. T103momy, koeoa npoxooum Ymo-mo Hogoe,
Mbl He Cnewum U yoensem BHUMAHUe KAdicOOol 0emani 8 medenue npoooaiCumenbHoc0 nepuooay.

«E1tl npuxooumcs npuiazams 60vue yCunutl, 4em OONbUUHCIEY Oemell, ROYMU 80 8CeM, HO OHA YPe38bIUAIHO
yeneycmpemieHHas U NPosAsIsAen Heeposmuoe YNopCmao 1 CMouKocmy. Y Hee omauyHas cnocoOHOCmb
YY8CMBOBAMb PUMM, 3ANOMUHAMb NeCHU U pa3zyuusams manysl. OHa 110oum manyesams U 3aHUMAMbCSL MY3bIKOUY.

[ToBeneHueckre 0COOEHHOCTH

V nereii ¢ cunapoMoM MainaH yacTo HaOMIOAAIOTCS pa3inuHbIe IOBEAEHYECKHE OCOOCHHOCTH, TAKNE KaK
MTOBBIILIEHHAS TPEBOKHOCTbD, TPYIHOCTH C NEPEKIIOYEHUEM BHUMAHUS U AEATEILHOCTH, CHHAPOM Aeduiura
BHUMaHUs u runiepaktiuBHocTr (CABI), arpeccnBHOE OBeIeHHE, HHOTIIA CKIIOHHOCTh K CAMOITOBPEKICHUIO. Y
HEKOTOPBIX JIETEH MPOSBIISETCS PACCTPOMCTBO Ay THCTHYECKOTO CIIeKTpa. Takxke MOXKET OTMEUaThbCsl HapylIeHHE CHa.

OOBIYHO TaKUM AETSAM IIOMOTAET YETKUH PacropsAoK JIHS, MOOIIPEHNE/TIO3UTHBHOE MOAKPEIUICHUE U ApYyTHe
METOJBI KOHTPOJISI MToBeACHUS. Takke MOryT OBITh 3P ()EKTUBHBIMH yCHIIHS TIO BHEAPEHHUIO CTPATETHid JJIs
NPEOI0IeHHSI KOMMYHHUKATHBHBIX IPOOJIEM M APYTUX TPYJHOCTEH (HampuMep, JKeTyJ09HO-KHIIEYHOTO
nmuckoMgopTa).

YV Unique ecmv omoenvhvie Opowiopsl 0 CII0KHOM MOBEJICHUN U HAPYIICHHUSIM CHA.

«Hawa 0ouv — neeeposammno nackoswiii u 10oswull peberok. OHa HanoaHsem éce 80Kpye2 10008b10 U KANeabKoll
maeuu. Ona ouens 1e2Ko 3acmasisiem 6cex Yavloamocsi!y

«OH 00WumMenvbublll U, Kak Npasuto, padocmusiil. Mzmenenue pexcuma u pomMKue 36yKu GIusiiom Ha €20
nacmpoenue. On mrozo cnum. Ko2oa y ne2o npobnemvi ¢ KoMMYHUKAyUell, BO3HUKAEN MPEBONCHOCTIb U AZPECCULY.
«B bonvuuncmee cryuaes ona oueHb nO3UmueHas u oowumenvhas. Mooicem ucnsimvleams mpyoHocmu npu
nepexooe om uoOUMO20 3aHAMUS K MeHee npeonoumumensrnomy. Jliooum obwamocs. Jlecko cmanosumces
PazopadscumenbHoll U Kanpu3Hotl, Ko2oa ycmaid, 20J100HA WU NI0X0 ceOsl 4y8Cmayemy.

Peup u a3pIK

v ,Z[eTeﬁ C CUHApPOMOM Mamnasd 0ObIYHO Ha6mo;[aeTc;1 OnpeacJICHHAsA CTCIICHD 3aICPKKU pEYCBOI0 U SA3BIKOBOT'O
Pa3sBUTHUA, U MHOTHUEC U3 HUX MOT'YT UCHIBITBIBATH TPYAHOCTHU C KOOpHHHaHHeﬁ JIBI/I)KeHI/Iﬁ Fy6, YeIIIOCTEH 1 SI3bIKa JUIA
IMPOU3HOUICHHWA MIPABUJIbHBIX 3BYKOB (anpaKch pe‘-II/I). Pe3y.]'IBTaT OKOHYAaTCJIbHOTO CTAHOBJICHUS PEUU Bapna6eﬂeH,
O/THaKO HEKOTOPBIC AE€THU MOT'YT TaK U HC 3arOBOPHUTH. JICTI/I, Y KOTOPBIX p€Yb BCC-TaKU Pa3BUBACTCA, MOT'YT
ITPOU3HOCUTH OTACJIBHBIC CJI0BA, KOPOTKUE CJIOBOCOUCTAHUSA UIIN ITPOCTHIC MPEATIOKECHUA. Yy HEKOTOPBIX Z[eTeﬁ
MMOJIy4acTCs JIydlle pa3sBUTh HABBIKU O6I]_ICHI/I$[ " paClIupUTh CHOBapHBIﬁ 3ariac.
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OcMoTp JIoTOIIe1a MOMOTAET BBHISBUTH MHINBUYaTbHBIE TPYIHOCTH peOEHKA, YTO TO3BOJISAET MOJ00PATh
TTOJTXOJISTIINE UMEHHO €My PeTryJIsSIpHbIC TepareBTUYCCKUE 3aHATHS. B Tex ciydasx, korna y peOeHKa He pa3BUBACTCS
peds WIN y HETO KpaifHe OrpaHNYEHHBIN CIOBAPHBIN 3a1ac, MOJ0NPAIOT METOIBI ABTEPHATHBHON H
JIOTIOTHUTENBHON KOMMYHUKAIIMY, TAKUE KaK UCTIOJIb30BAHUE )KECTOB, MUKTOTPAMM, TAKTHJIHHBIX CUTHAJIOB,
YIPOIIEHHBINH/aJanTHPOBAHHBIN S3bIK )KECTOB, a TAK)KE BEICOKOTEXHOJIOTUYHbIE KOMMYHHUKAIIHOHHBIE CHCTEMBI (C
HCIIONb30BAaHUEM BCIIOMOTATENBHBIX cpencTB). [IpiMeHeHne BhIenepeuncIeHHBIX CTIOCO00B TO3BOMIIET HEKOTOPBIM
JeTsiM 3¢ (eKTUBHEE BBIPAXKaTh CBOU MBICIIH U TIOTPEOHOCTH.

VY Unique ectb oTaenbHas Opolopa, MOCBAIIeHHAs! KOMMYHUKAIIHH.

«Moeti douepu 3,5 200a, u ona He ymeem 2080pums. Ona MHO20 Jieneyem u nolmaemcs NO8MopANs C08d, HO
MOILKO Mbl, ee pooumeinu, NOHUMaem, 4mo oHa nulmaemcs ckasamo. Mcnonvzyem dcecm «cepoyey 015 closa
«nroonion u «eupey. OOHAKO OHA BNOTHE HENIOXO COODUjaem HaM O MOM, YMO OHA Xo4em, N0080Os HAC K HYICHOMY
npeomenty u yKasvleas Ha He2ox.

«Tonvko HedasHo o1 Havan npou3sHocuntob bonvuie CJ106, HO OH HE MOJ#cent npousHoCcunms yeijvle npedﬂoofceHu;z. Xoms
OH )oice 6‘3p00ﬂblﬁ. Cnosa 3eydam Heueniko ons mex, Kmo nioxo ezo 3Haemy.

«Haw cvin mooicem 0ouamocs, NPoUsHOCs paseeprymuole npedioxcerus. Ilomuro, koeoa oH ObLI cOBCeM MANTEHLKUM,
Mbl OUeHb OOSLIUCD, YMO OH He cModicem 3a2080pumy. Ho on npeszowen ace nawiu oxcudanus, u Mol cuumaem
02POMHOUL yoauetl, 4mo OH HAYYUICS 0OOUWAMBCS HA MAKOM XOPOULeM YPOBGHEY.

Kopmnenue

[IpoGiieMbl ¢ KOPMIICHHEM HOBOPOXKJICHHBIX ¢ CHHIPOMOM MaJlaH BCTPEYaroTCs OBOJIBHO YacTo. Huskwuii
MBIIIICYHBI TOHYC MOXKET BBI3BATh TPYAHOCTH C TIIOTAHHEM, M3-3a Yer0 HEKOTOPhIE MIIaIEHIIBI CIa00 COCYT rpydb. Y
HEKOTOPBIX MIIAJICHIIEB TaKKe HaOmomaeTcs ractpoa3odareansuenii peduioke (I'9PB), mpu koTopom nwma u3
JKEIyJIKa TIOMHIUMAETCst 00paTHO IO MUILEBOAY B POTOBYIO MOJIOCTh. Takoe COCTOSIHUE MOXKET MOTPeOOBAaTh JICUSHHUSI.
Taxoke ObUTH OTMEYEHBI TaKHe IPOOIEMBI, KaK TPYITHOCTH C TIepeKEeBBIBAHUEM IHIIIH U TIOTIEPXUBAHHE.

CocTosiHuEe HEKOTOPHIX JeTeH 3HAYUTENHHO YIYUIIMIOCH TIOCIIE TIOMOIIH B IIEHTPE TPYAHOTO BCKAPMITUBAHUS, TIE
MOYKHO MTPOATH 00CIICIOBAHKE U MOJIYYUTh KOHCYJIBTAIIMIO M PEKOMEH/IAI[MK Bpaya 110 YCTPAHESHUIO IPO0JIeM ¢
MTUTAaHUEM U TIUTHEM.

VY Unique ectb oTaenbHas OpolIopa, NOCBAIIEHHAs] KOPMIICHHUIO.

«llocne becuuciennvix 4acos pabomovl ¢ KOHCYIbMAHMOM NO 2PYOHOMY 6CKAPMAUBAHUIO U MHONICECTBA NONBINOK
HAna0ums KOpMieHuUe, Mbl NPUULTU K 8b1800Y, YMO HAUL CbIH He CNOCOOEH NPAGUIbHO 3axeamums 2pyos. Tlosdice moi
BBISICHUTIU, U0 €20 HeCHOCOOHOCHb NPABUILHO 3AX6AMUmMb 2pyob ObLIA 8bI36AHA HUSKUM MbIUEYHBIM MOHYCOM U
8bICOKUM APKOOOPAZHBIM HEOOMY.

«llocne nepsonauanbHblx mpyoHocmel ¢ 2pYOHbIM BCKAPMAUBAHUEM Y HAC 803HUKIU CLOHCHOCIU C NEPexo0oM Ha
camonpuxopm. Hagvlk camocmosmenbHo2o npuema nuwu Hawai popmuposamscs moivko nocie 1 2o0a u 2
mecsyesy.

Poct 1 Bec

Y MHOruX Aereil ¢ cuHApoMoM MaiaH, ONMCaHHBIX B MEJUIMHCKOM JTUTEpaType Ha JaHHBIA MOMeHT (2024 rox),
OTMEYaeTcsl Ype3MEPHO OBICTPHINA POCT. Y OOJIBIIMHCTBA JeTel HAOII0AAeTCs YBEIMUEHUE pa3Mepa TOJI0BEI
(makpouedanms). KocTHbIi Bo3pacT feteli Takke ornepexaer ux Gpakruieckuid Bo3pact. M mocie MiaeH4ecKoro
BO3pacTa POCT MIPEBBIIIACT CPEAHUE [T0KA3ATEIIH.

«Mosi 0oub ouens svicoxasi. Eil 6ceco mpu 200d, HO 100U HOCMOAHHO 2080PSAM, YMO OHA 8bleNAdum cmapute. Y Hee
Oonvbulas 201064, U 8 MiadeHuecmae ee 20108y UMePIU Kaxcovle 06e Hedeauy.

«OHa ouens gvlcoxas 0is c0e20 o3pacma. Xoms eec ee OMHOCUMENbHO HOPMANbHbILL, GbI2ASA0UN OHA O0BOJILHO
Xy0ouasouy.



[TyGepTaTHbIil mepuo

WHbopMmaiuu 0 OI0OBOM CO3peBaHuM y JeTel ¢ cuHapoMoM MaitaH He Tak MHOTO. HekoTopble poquTenu aeTeit ¢
3aJICPIKKOM Pa3BUTHS YACTO 0OSCIIOKOCHBI CIIOCOOHOCTBIO UX JIOYEPHU CHPABIATHCS C MEHCTPYAIIUEH U HEKOTOPBIM M3
HUX MOXET MOTPeOOBaThCs KOHCYIBTAIHS MIeIUATPa 0 IIOBOAY CIIOCOOOB PETYJISIIIMUA MEHCTPYAITbHOW TUTHEHBI BO
BpEeMsI MCHCTPYaJIBHOTO UK. POTUTENSIM CTOUT CIEIUTH 32 TEM, HEe Pa3BUBACTCS JIM Y peOCHKA UCKPHUBIICHUE
ITO3BOHOYHHKA (CKOJINO03) (cM. pa3ael «I103BOHOTHHIKY).

V Unique ectb oTaenbHas Opouropa o myoepTaTHOM TIepHoIe.

((ﬂﬂ}l MOoe2c0 CblHa 2noni nepuod JHCU3HU ObLT HeNnpocmosim. 3anamus cnopmom 3()0[)060 nomoeanau 6svlnjilecHyntb
OHep2cUIo».

«B smom nepuood [nonosoco cospesanus] cnpasiimscs ¢ e2o nogedeHuem cmaio ciodxcHee. Ho nomowm éce
8EPHYNIOCHL 8 HOPMYY.

B3pocnenue u 3penocthb

OnbIT B3pOCIION KU3HU Y JIIONIEH ¢ CHHAPOMOM MaJjaH MOXKET CHITBHO Pa3iiNuaThesl M 3aBUCHT OT psiaa dpakTopos. K
HUM OTHOCSITCSI CTEIICHb HECTIOCOOHOCTH K 00YYEHUIO, CTETICHb 3aJICPKKHU Pa3BUTHS, HAJTMYUE APYTHX MPOOIEeM CO
3I0pPOBBEM, a TAKXKE CTETIEHb U TOCTYITHOCTh PAHHETO BMEIIATEIbCTBA U BAPUAHTHI IIPEATIPUHSITOTO JICUCHMSL.

B3spocisie ¢ cuanpomom MaiaH B pa3HoO# cTeneH! caMocTosITeNbHBL. HekoTopeie paboTtatot B popmare
COIMPOBOXKIAEMOT0 TPYIOYCTPOMCTBA 0] YbUM-HHOY/Ib IPUCMOTPOM. Bosbiliast 4acTh JKUBET ¢ POAUTEISIMH WUITH B
YCIIOBUSX COMPOBOXKIAEMOT0 MPOKUBAHUS (HAPUMEP, B COLIMAIBHBIX IoMaxX U IAHCHOHATAX), Ie UM AOCTYIHA
HOAJEPAKKA CIELIUAINUCTOB.

Ponurensm crout 3apaHee y3HaTh, Kak OyZeT opraHu3oBaHa oOpa3oBarenbHasi 1 MEOULMHCKAs MOANIEPKKa peOeHKa
10 MEpE €ro B3POCIICHHUS.

Y Unique ecmv omoenvnas bpowiopa o e3pocienuu.

[Tpobsiemsl co 310pOBbEM

Hwmxe nepeuncieHs mpoOiaeMbl o 370POBbEM, KOTOPBIE BCTPEUAIOTCS Y HEKOTOPBIX JAeTel ¢ CHHIpOMOM ManaH.
BaxxHO OTMETHTB, YTO OHU HAOJFOIAOTCS HE Y BCEX JICTEH.

B 3a0oneBanus cepaia

Ha mauubIii MOMEHT OBLIO BRISBIICHO HECKOJIBKO CITyIaeB 3a00JIEBaHUS Ceplia y Joaen ¢ cuaapomom Manan. OHu
MOTYT OBITh WJTH BPOXKJICHHBIMH, HJIH Pa3BHThLCS MO3Ke. Ecii y pebeHKa moo3peBaroT 3a001eBaHue cep/ia, ero
MOTYT IMarHOCTUPOBATh € MOMOIIBIO 3ekTpokapauorpammsl (OKI'), sxokapauorpammsl (Y3U cepana) nim
peHTreHa rpyaHoi kinetku. Criekrp 3a0oeBaHuil cepna pa3HooOpa3eH U BKIIIOYAST aHOMAIIMU pa3MepoB U
CTPYKTYpPBI CEp/ICYHON MBIIIIIBI ¥ KiarmanoB. Hanboee yacto BcTpedaeTcss aHeBpU3Ma a0PThl — PACIIMPEHNE OTHOTO
U3 €€ Y4acTKOB.

«B mpu 200a y nee sviasunu pacuuperue aopmol. Mol nposepsiem cocmosuue aopmul eice200H0, NOKA N080008 OJisl
mpeso2u Hemy.

B Axomayinu pa3BUTHS TOJIOBHOTO MO3ra

Y HEKOTOPBIX JIeTel UMEIOTCS CTPYKTYPHBIE aHOMAJIMU MO3T'a, KOTOPBIE MOYXHO BBIIBUTH € ITOMOLIBI0 MPT
(MarauTHO-pe3oHaHcHO# Tomorpadun) win KT (koMmbroTepHoit ToMorpadun). BeisiBIeHHbIE W3MEHEHUS! Pa3IuYHbI,
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HO Cpe/IM HUX BCTPEYAIOTCS HEIOpa3BUTHE (TUIIOTLIA3Us) OEI0T0 BEIIeCTBa, COSAMHSIONIETO /IBA MOMYIIapHs MO3ra
(Mo3omucTOE TE0), ManbhopMmartus Kuapu I tTuma (ormyreHne HIDKHEH YaCTH MO3Ta B IIEHTPAIBHBIN KaHaT
CIIUHHOTO MO3Ta), BEHTPUKYJIOMETaus (YBEIMYCHHE JKEITYI0UYKOB MO3T'a), TOBPEkKACHHUE OEI0T0 BEIIeCTBa,
PacIoJI0KEHHOTO BOKPYT OOKOBBIX KEITyJTOYKOB MO3ra (TIEPUBEHTPHUKYIISIPHAS JICHKOMAJISIIHS ), @ TAKIKE CKOIUICHUE
JKUAKOCTH B MOJIOCTSIX Mo3ra (ruaporedanus).

B Cynoporu

Y HEKOTOPBIX JeTel ¢ CHHAPOMOM MaJaH HaOIIoIarTCs pa3IMYHbIe BUBI CYIOPOT (BHE3aITHOTO U HEOXKHJIAHHOTO
WU3MEHEHUS AIEKTPUICCKON aKTUBHOCTH MO3ra). B 3aBUCUMOCTH OT OPaXKEHHBIX YYaCTKOB MO3Ta CUMIITOMBI MOTYT
pa3IuyaThCsl, HO OOBIYHO BKJIFOUAIOT BPEMEHHYIO JC30PUCHTAIINIO, HEKOHTPOIMPYEMBIE MTOACPTUBAHUS U ITOTEPIO
CO3HAHUSI WIH SICHOCTH MbIuieHus. CyJJOpOTH MOTYT BO3HHKHYTH B JIFOOOM BO3PACTE, a CAMH MPHUCTYITBI MOTYT OBITh
KaK ¢MHUYHBIMU, TaK U PETYJISIPHBIMU. Y HEKOTOPBIX MAIMEHTOB MOTYT HAOIIOIATHCS CYIOPOTH Cpa3y HECKOIbKUX
TUTOB. J1JI1 U3MEPEHUS U 3aIKUCHU DJISKTPUYECKON aKTUBHOCTU MO3Ta MPUMEHSIOT TaAKHE MEIUIINHCKUE
HCCIenoBaHms, Kak drekTposutedanorpadus (3317) u BuaeodnekTposnedanorpadus (Bumeo-231). B coderannn
C IPYTUMH METOJaMU OHH TIOMOTAIOT OIPE/ICIIUTh THIT CYIOPOKHOTO MPUCTYIIA.

*BhIIENSIOT HECKOIBKO Pa3HOBUIHOCTEH CyIOpOr:

DeOpuibHBId pUCTyTI. Bo3HKKaeT, koraa y peOeHKa BbICOKasi TeMIeparypa.

ONuIenTHYECKU NPUCTYTI ¢ KPaTKOBPEMEHHBIM OTKIIIOYEHHEM CO3HAHMS 0€3 BUAMMBIX CyA0pOr (abcaHc).
XapakTepu3syeTcsl U3MEHEHHEM IIOBEACHUs, IPU KOTOPOM peOeHOK OyATO «BBIKIIOUaeTCs». VIHOTAa ConmpoBOXaaeTCs
HETIOJIBM)KHBIM B3IVISIOM, MTOJICPTUBAHUEM BEK MJIM IPUUIMOKHBaHHUEM I'y0aMu. AGCaHChl OOBIYHO KPAaTKOBPEMEHHBI
¥ 4acTO JUIATCSI MEHEee TPUALATU CEKyHI.

ATHNMYHBIN a0CaHCHBIN NPHUCTYI. PEOEHOK MOXKET BBIIAAECTD PACTEPSHHBIM U HA HA YTO HE PEarupoBaTh HECKOJIBKO
MUHYT (3HQYUTENBHO OTINYAETCS OT TUIIMYHOTO abcaHca).

WHubanTHIBHBIE ClIa3Mbl. DTO THIT IPUCTYIIOB, BO3HUKAIOIIUX JIPYT 32 JPYroM, Y MIIaJICHIICB B Bo3pacte ot 3 a0 10
MecsieB. Yarie Bcero oH HaOMoaaeTcst mpu NpoOyKAeHUN. MOXKET NPOSIBISITECSA Kak SBHO, TaK ¥ €J1a0o0, U
NpeCTaBIsAET cOOOM pe3kre KPaTKOBPEMEHHbIe CrOaHus U (MiTH) pa3riubaHus TYJOBHUIIA U KOHEYHOCTEH.

['eHepan30BaHHBIN TOHUKO-KJIOHUYECKH MTPUCTYIL. B Havase mpucTyma B 000UX MONTyIIapHsIX TOIOBHOTO MO3Ta
BO3HHKAET MATOJIOTHUYECKasl ANIEKTPUIECKasi aKTUBHOCTh. Takoi MPHUCTYN BKItOYaeT (ha3y COKpAICHHsT MBIIIII, 32
KOTOPOW CIEIYIOT CYIOPOTH.

I'enepanu3oBaHHbI MUOKIOHMYEeCKUH puctyI. [Ipeacrasnser co0oil HEMPONU3BOILHOE U BHE3AITHOE COKpAILCHHE
MBIIIIL BCETO Telia, 00BIYHO PYK WIIM HOT. Kax/1blii MUOKIOHHYECKUH MPHUCTYTI JUTUTCS TOIIO CEKYHIbl, MAKCHMYM —
CEKYHIY.

MuoTonnyeckuii NpucTyI. XapakTepu3yeTcsl HapsHKEHHEM MBI TeJa.

MuOKIIOHHMYECKU-aTOHUYECKHI IPUCTYII. Hpe):[CTaBJ'IHGT coboit HCIMPOU3BOJIBHOC U BHC3AITHOC COKPAIICHUC MBIIIII],
3a KOTOPBIM CJIEAYCT CUJIIbHOC CHMKCHUEC MBINICYHOI'O0 TOHYCAa HMKHUX KOHG‘IHOCTGP'I, H3-3a 4€T0o YCJIOBCK I1aaacT.

[TpucTynbl MOTYT BBI3BIBATH CHIILHOE OECTIOKOMCTBO y CeMei U BBINNISJICTh ITyTalolle, HO B OOJBITMHCTBE CITy4aeB HX
yAaeTcsi KOHTPOJIIMPOBAThH C IOMOIIBIO Tepanud. Eciu y pebeHka BrepBble CIyqniics HPUCTYII CYIOPOT;, BaKHO
yOpaTh HaXoAAIIMeCS PSAOM OIACHBIE IPEIMETHI, YTOOBI OH HE TPAaBMHUPOBAJICS, U OOPATUTHCS 38 MEIULIMHCKON
MOMOIIBI0. PoauTeNsiM peKoMeHIyeTCs COBMECTHO C JIEHaIliM BpadoM pa3padoTaTh IJIaH JEHCTBHIA IIPH CYIOpOTax,
4yTOOBI 3HaTh, KaK JIeHICTBOBATH B Cllyyae MPUCTYyIIA.

B 3amnopsl

v ,E[eTeﬁ C CHHApPOMOM Manas 4yacTo ObIBAIOT 3allopbI, YTO MOKET OBITH CBA3aHO KaK ¢ HU3KUM MEIIICUHBIM TOHYCOM,
HeHOCTaTO‘IHOﬁ (bmnqeacoﬁ AaKTUBHOCTBIO, ZII/IGTOI‘/'I C HU3KHM COACPKAHUEM KIICTYATKH, MaJIbIM HOTpe6HeHI/IeM
KHUOKOCTH, TaK U C APYTUMHU (baKTOpaMI/I, KOTOPBIC €IS HEC 1O KOHIIA N3YUCHBI. Bosmoxknbie MNPUYINHBI 3alI0POB
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Ba>XHO 060y>K,I[aTI: C IMaTpOHaKHbIM pa60THI/IKOM HJIN BpadoM. Onu Mor YT HOPCKOMCHA0BATh CKOPPCKTUPOBATHL AUCTY
pe6eHKa, MMPCAJIOXKUTD MMPCraparsbl I pasMArdCHus CTyJia Uik cIa0UTeIbLHEIC CpeacTsa. HeKOTOpI:IM ACTAM IIpH
0€000 TSHKEITBIX CUMIITOMAX ITOMOTAOT KITH3MEI.

B HapyuieHust 5HIOKPUHHON CUCTEMBI

WHorna y neretli ¢ cuHApOMOM MajaH MOTYT HaOJIFOIaThCsl COCTOSTHUS, BIUSIONIME HAa TOPMOHANBHEIH GoH. Cpenu
TaKUX HAPYIICHHUIA — CENITO-ONTUYECKasl TUCIUIa3Hs (AHOMAJIUS TOJIOBHOTO MO3Ta, KOTOPYHO MOXKHO JIETKO BEISIBUTH C
nomotbio MPT), mopaxkaromas ra3a v THIogu3, a Tak)Ke BIUSIONIAs HA paHHEee pa3BUTHE TOJIOBHOTO MO3Ta.

B Hapymenune 3peHus

VY nereit ¢ cuHIpoMoM MaitaH 9acTo HaOIOMArOTCS TIPOOJIEMBI CO 3pEHUEM. 3apETHCTPHUPOBAH ITUPOKHH CIIEKTP
COCTOSIHUH, TIPUBO/SIIINX K HAPYIICHUSIM 3PEHUSL, TIPH 3TOM Y OJJHOTO TTAI[eHTa MOKET HaOIIONAThCs Cpasy
HECKOJIbKO TipoOiieM. K HUM OTHOCATCS HapyIleHHe TOJI0KEeHHUs a3 (kocornasue (cTpabusm)), pu KOTOPOM OAHMH
iy 00a I71a3a HalpaBJIeHbl BHYTPb, HAPYXKY, BBEPX WIIM BHU3, YTO MOKHO KOPPEKTHPOBATH C ITOMOIIIBIO OKKITIO3HU
(TTOBSI3KM), OYKOB, YIPaKHEHUH HIIH XUPYPTUIECKOH KOppEeKIHH. Takke OTMEUeHbI HEKOHTPOIHPYEMBIE IBIKCHUS
m1a3 (HUCTarM), yMEeHbIICHHE pa3Mepa 3pUTelIbHOTO HEPBa, BBI3BIBAIOIIEE MTOTEPIO 3peHHUs (THITOTIA3Us 3pUTEIBHOTO
HEpBa), a TAK)Ke UCTOHYCHUE WM NOOJIeTHEHNE 3pUTENLHOTO HepBa (aTpodust 3puTeIbHOTO HEPBa) U iepeOpatbHbIe
HapyeHus 3peaus (L{H3).

«Ko20a Hawt coik ObLL MATIEHbKUM, HAM KA3AI0Ch, YMO OH NPOCMO HeyKatdxicUll... Teneps, Koeda yoice nocmaesien
ouaeHos, oymaro, y He2o ece-maxu L[H3. Mooicem ne2ko cnomkHymscsi Ha HOBOM Mecme, d Ha He3HAKOMOU
meppumopuu Cmapaemcs 831ms Ko2o-Hu0yob 3a pyKy».

«V moeti 0ouepu xocoenazue [cmpaodbusm]. C 8 mecsayes 0o 2,5 n1em 6viio ouenv 3amemuo. Ilomom nocmenenno
npowno. Tenepv 5mo 6UOHO MONLKO CPA3Y NOCAE NPOOYICOEHUS, A euje K0e0a OHA YCMAemy.

B Hapymienue cinyxa

HexkoTopble aeTH poXXJaroTCsi C HAPYIIEHUEM CTyXa, YTO MOXKET OBITh BBISIBIICHO Ha ayTHOJIOTHYECKOM CKPUHHHTE
ciyxa B porgome. MoxeT HaOMIonaThCsl KOHIYKTUBHAS TYTOyXOCTh (IIOTEps CIyXa), IPHU KOTOPOH 3aTPyIHEHO
NPOBEJICHNE 3BYKOBBIX CUT'HAJIOB BO BHYTPEHHEE yXO0, U HEHPOCEHCOPHAs! TYTOyXOCTh, IIPH KOTOPOH MOTYT OBITh
HapylIeHbl (DYHKIIMU BHYTPEHHETO yXa, MHOT/IA ¥ YIIMTKU HIIH CIIyXOBOTO HepBa (3TOT HEPB MepeIaeT 3ByKOBbIE
CHUTHAJIBI B MO3T); BO3MOXKHO COUYETaHNE KOHIYKTUBHON M HEMPOCEHCOPHOM TYTOyXOCTH.

Mmnorue BUBI TYTOYXOCTHU MOAAAKOTCS KOPPCKLIKUU C ITIOMOIIBIO CITYXOBBIX aIlllaparoB. HOCKOJ'II:Ky ACTU IMOABECPIKCHBI
PUCKY 3aJICPIKKU PEYCBOI0 Pa3BUTUA, POAUTCIIAM CICAYCT MIPUHUMATh MEPLI YK€ HA paHHUX CTAUAX: 3aHUMATbCA
Pa3BUTHUCM pEUU peGeHKa JA0Ma HJIK B CIICLHUAJIBHOM YYPCIKIACHUU.

Y MHOrux Aereil BO3HHKAET SKCCYJaTUBHBII OTUT, IPH KOTOPOM 3a OapabaHHON NEPETIOHKOM CKarTMBaeTCst
KHUIKOCTh. JlaHHOE 3a00JIeBaHNE MOXKET YCYTYOUTHCS M3-3a CIIMIIKOM Y3KHX HAPYXKHBIX YITHBIX KaHAJIOB MU
W30BITKA CEPhl B HUX. DKCCYIaTUBHBIN CPETHUI OTHT — 3TO TUI KOHYKTUBHOHN TYTrOYXOCTH, KOTOPBIH JIEUUTCS, KAK
NPaBUIIO, C IIOMOILBIO BBEICHUS B OapabaHHYIO MEPENOHKY a3palMOHHBIX TPYOOK. DTO OnepaTuBHOE
BMEIIIATEIBCTBO MOXKET MOTPeOOBaThCsI OBTOpHO. He Bcerna BO3MOKHO BOCCTAHOBUTH CIYX ITyTEM adpaliiu
poCTpaHcTBa 3a OapabaHHBIMM NIEpENOHKaMH (CpeHee YX0), TOATOMY, XOTh M JOCTATOYHO PEIKO, B KAUECTBE
BPEMEHHOI MITU TOJITOCPOYHON MEPHI MOT'YT HCIIOJIb30BaThCs CIIyXOBBIE allaparsl.

Y Unique ecTtb oTnenbHas OpoIItopa, MOCBAMICHHAS HAPYIIEHUSIM CITyXa.
«Mul pecynsaipno nposepsiem ciyx, u On 6ce2od 8 HOpMey.

«B poodome douepu npogoounu nposepky ciyxa u 6blAsuU HapyuieHus. Jlesoe yxo ne peazupo6ano, no3momy Hac
Hanpasuiu K cypoono2y-omopuHonapun2oi02y. Bpau nposooun paziuunsie mecmul Ha npomsjceHuu mpex iem. B 3
200a npu 04epeoHoll npogepke omkIoHeHull e Hawiiu. Haw coobwunu, umo nabmoodenue bonvuie e mpeoyemesy.
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B Jlpixanue

Y MnajieHIIeB U IeTel ¢ peIKUME XPOMOCOMHBIMH M TeHETHYECKUMHE 3200JICBAHUSMH Yallle BOSHUKAIOT TPOOIIEMBI ¢
neixanreM. OOBIYHO ¢ BO3PACTOM ITH MPOOIEMBI CTAHOBSITCS MEHEE BhIPAXKCHHBIMU, XOTS MOTYT M COXPAHSAThLCS Ha
MPOTSDKEHUH BCETO ACTCTBA. TakkKe JETH ¢ CHHIPOMOM MallaH MOTYT UMETh MPEIPaCcOOKESHHOCTh K aJUICPTUIM U
acTMe, KOTOpbIE HHOT/IA TPOBOIUPYIOTCS pECIUPaTOpHBIMU HHeKnusaMu. K ApyruM HapylIeHUsIM OTHOCSTCS alTHOD
(xorma Bo BpeMsi CHa HAPYILIACTCS PUTM JBIXaHHsI) ¥ CITa00CTh JIBIXaTeNbHBIX MYTEH, KOTOPask MOXKET BbI3BIBATH X
3aKyTOPKY (JTApUHTOMAJISIIHS).

B KucTH U CTOIIRI

VY nereii ¢ cunapoMOM MajaH 4acTo HaOJIOMAIOTCS CIIA00BBIPAXKCHHBIC aHOMAaJINK KucTel U cror. Hanbomnee
pacipoCTpaHEeHHBIMHU CPEIN HUX SBISIFOTCS YUTMHEHHBIE TAJBIBI PYK U HOT (apaxHOMAKTHIINS) U TUIOCKOCTOITHE
(mpoHarus CToIbl). Y HEKOTOPBIX JIETCH N3MEHEHMSI BRIPAKCHBI MUHHMAJIBHO U HE TPeOyIoT JieueHus. OcTaabHbIM
MOXKET ITOMOYb Maccax, opTe3bl U pusnorepanus. Jleuenne nogdupaeTcs WHAUBUIYAIBHO I KaXKI0ro peOeHka. B
OTJICNIBHBIX CITyYasX MOXKET ObITh PEKOMEHIOBaHA XUPYPTrUICCKask KOPPEKIHsL.

B [[03BOHOYHUK

Y HEKOTOPBIX JeTel MOXKET Pa3BUTHCS HCKPUBIICHHE MTIO3BOHOYHHKA: OOKOBOE HCKPUBIICHHE (CKOJINO3), OKPYIIICHUE
BEpXHeW 4acTH CUHBI (KU(o3) uiau kudockonnos (coueranue kudosa u ckonnosa). VickpusieHue aeyar ¢ moMOUIbIO
(uznoTepanuy 1 ynpakHEHUH, a TAKKE MMyTeM HOIIECHHUS OPTOTIEMUECKOTO KopceTa. B OTAeNbHBIX clyyasix MOKeT
notpeboBarbes onepanus. Kpome toro, kpaiiHe BakeH TIIATEIBHBIN OCMOTP Y OMBITHOTO OpTONE/a.

B Jpyrue 3a00sieBaHUsI KOCTHO-MBIIIICYHON (OTIOPHO-JIBUTAaTEILHOMN) CUCTEMBI

HexkoTopeie aeTH NOIy4aroT NEpeoMbl KOCTEH Taxke OT HE3HAUUTEIbHBIX TOBPEKACHUIN WK nageHuil. Ecnu
peO&HOK KamyeTcsa Ha JUCKOM(OPT U HENPUATHBIE OLIYIICHHUS, MOXKET IIOTPeOOBATHCSI OCMOTP Y OpTOIEa.

B AHOoManuu CyCTaBOB

AHOMaITNH CyCTaBOB SIBISIFOTCS OTIIMYUTENFHON 0COOEHHOCTRIO cCHHIpoMa Manan. K HuM oTHOCHTCS Upe3amepHast
HOJIBUKHOCTD (TUIIEPMOOUIBHOCTD) CYyCTaBOB (JIOKTEBOTIO, JIy4e3aIsICTHOTO, KOJIEHHOTO, Ta300€eJpeHHOr0), TO €CTh
KOHEYHOCTH TaKUX MJIAZICHIIEB U IETEH MOT'YT IPUHUMATh HEBO3MOXKHBIE JUISL APYTHX JIIOAEH MOJIO0KeHHs. XOTs cama
10 cebe runepMoOHIbHOCT CYCTaBOB HE BCET/Ia SBIISETCS NMPOOIEMOil, OHAa MOXKET HPOSBIATHCS OOJBIO B CYyCTaBaxX U
MbIIIAX, IPOCTBIM U3MCHCHHUEM ITOJIOXKCHUA (CMeHIeHI/IeM) CyCTaBOB, IMOBPCKACHUAMM, BKIIIOUasd PACTAXKCHUC
CBSI30K, OoJiee OBICTPHIM U3HOCOM CYCTaBOB. JleTsM ¢ O4eHb MOIBMKHBIMU CyCTaBaMH MOTYT IIOTpeOOBaThCS
(uznoTepanus, Maccaxx WM JOMOTHHUTENbHBIE OaHaXH (cpeacTBa PUKCAINH, ITUHBI ), TIOKA OHU HE OyayT
CHOCOOHBI XOAUTh. B 04eHb penKux ciydasx, KOIrjia CycTaBbl SKCTPEMaIbHO TYyTHe, MOKET OTPeOOBaThCs onepanus
1 YAJIMHCHUEC CYXOXKWINA MJIA YBEJINMYCHUA AUalla30Ha JIBUKCHUA. Yy HEKOTOPBIX I[eTeﬁ Ha6n}0aaeTcs1 Ta UJIN UHasa
CTeTeHb JUCIIA3UU Ta300eIPEeHHOT0 CyCTaBa, MPY KOTOPOH OH JIETKO CMEAeTCsl. DTO MOKET MPOSBUTHCS MPU
POXKICHUHN WJIM Pa3BUTHCS Mo3HEe. B 00oux cirydasx npuberaroT K HaJOKEHHIO IIWHBI, TP HEOOXOOUMOCTH —
O6e3I[BI/I)KI/IBaHI/IIO C IMOMOIIBIO TUIICAa U UHOrJa XUPYPIrHUYC€CKUM BMEIIATCIILCTBOM.

B Ko)xHbIe 3a00JI€BaHUSI

Y HEeKOTOpBIX AeTel ¢ cuHAPOMOM MaiaH HaO0Ja0TCsl KOXKHBIE 3a00JI€BaHuUs, PACIIPOCTPAaHEHHbIE TAKXKe CPEAU
OCTaJIbHOTO HAaCEJIeHHUs, TAKUE KaK 3K3eMa, KOTOpasi XapaKTepU3yeTCsl 3yA0M, IIOKPACHEHUEM U BOCTIAJIEHUEM KOXH.
Jleuamuii Bpad CMOKET MOPEKOMEHI0BATh MIPABHJIA 110 YXOIY 32 KOXKEH, CMATUAIOIINE CPENCTBA U APYTHE METOBI
JIeYeHHs1, KOTOPBIE IOMOTYT OOJIErYUTh CUMITOMBI. Takxke ObUIN OTMEUEHBI CITyYyan COCYAMCTBIX aHOMAIIUi, TaKHue
KaK IJIAMEHEIOINI HeByC (BUHHOE TISITHO) M TEMaHTMoMa (aAHOMAJIbHOE CKOTNIEHHE KPOBEHOCHBIX COCYAOB Ha KOXKE
WIJIH TIOJ] HeW, KOTOPOE MOKET BHIIISACTH KaK POAMMOE IISITHO KPACHOTO I[BETA).

B 3yObl

VY nereii ¢ cunapomMoM MajiaH OYeHb YacTO HaOMIOAAI0TCs POOIeMbl ¢ 3y0aMu. PomuTenu cooOmaT 0 Takux
npoOemMax, Kak yMEHbIIIEHHASI POTOBAs IIENb (MUKPOCTOMHS ), HEOPa3BUTAast YSTIOCTh (MUKPOTHATHS ),
CKYYCHHOCTb 3y0OB U KaprO3HbIe MOJOCTH. [10BBIIIEHHOE BHUMAHUE K 3I0POBBIO 3y0OB MO3BOJIAET CBECTH K
MHUHHMYMY OCITOXKHEHHUS OT Kaprueca M dpo3uu 3y0oB (M3-3a CKpexkeTaHus). JIeTsM 1 B3pOCIBIM PEKOMEHAYETCS
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BOCIIOJIB30BAThCS YCIYTaMU CHEIIHATU3NPOBAHHBIX CTOMATOJIOTUYSCKUX KIMHUK, TJIE TP HEOOXOMUMOCTH TPOBEIAYT
JICUEHUE O] OOIIMM HapKO30M.

Y Unique ecTtb oTAenbHBIE OpoLIopbl 00 yxo/e 3a 3ydaMu JAeTei U pacpoCcTpaHeHHBIX MPodIeMax ¢ 3y0amu.

B [ pooxu

Hekoropsbie AeTH poIaOTCs ¢ TPHDKEH, TO €CTh C BBIIITYMBAHUEM OPTaHa WU )KUPOBOM TKaHU Yepe3 O0ClablICHHEIC
YYaCTKH B OKpPY>KaIOIIeH MBIIIEYHON WM WHOW TKaHU. BeTpeuaroTes Takke ciydan MymoYyHON TPBDKH (TPhKa B
MYTIKE WIH PSIJIOM C HUM).

B HEoo

AHomanuu pa3BuTHs HEOA (BEpXHEH CTEHKH MOJIOCTH PTa) MOTYT OBITh HE3aMETHBI IJIsl OKPYKAIOIIUX, KaK B CIIydae
C BBICOKHM apKooOpa3HbIM HEOOM. OHM MOTYT BIUSTH HA TPYJHOCTH C KOPMJIEHHEM, IPOOJIEMBI CO CITyXOM,
npope3biBaHue 3yOOB U peyb.

B AHoMauM IOYEK U MOYCBBIBOJAIINX HYTCI\/JI

HexoTtopble 1eTH poXIar0TCs ¢ HE3HAYUTEIBHBIMU OTKJIOHSHUSIMU B Pa3BUTHU ITOYEK W/ MOYCBBIBOISIINX ITyTEH.
Jiist nedenns nHPEKIUH MOYEBBIBOSIINX MyTe MOTYT MOTPeOOBaThCS aHTUOMOTUKU. AHTHOMOTHKH TAaKKE MOTYT
NPUMEHSATHCS U TPOQHUIAKTUKN PENUIUBUPYIONINX HHPEKIIUH MOYEBBIBOIAMINX MyTei. Cpenu aHoMalnii:
YBEJMYEHHE MTOYeK (PEHOMETaITH ), KOTOPOE MOYXKHO OOHAPYKUTh B cepenHe OEpeMEHHOCTH BO BPEMS THATrHOCTHUKA
aHOMaJTMi pa3BUTHS MJI0Aa. B pekux cirydasx BO3MOXKHO pa3BUTHE THAPOHE(PO3a H3-3a HAPYLICHUS! OTTOKA MOYH.
B nerkoit popme ruapoHedpo3 eueHus He TpedyeT, OyneT J0CTaTouHO HAOIIOCH I Bpaya. B Ooiee Tskelbix
(opMax BO3MOKHBI HH(EKIINH MOYEBBIBOISIINX ITyTEH, KOTOPHIE JIedaT aHTHOMOTHKAMH, B PEAKHX CITydasiX, MOXKET
HOTpe6OBaTI)CH YCTaHOBKaA KarceTepa Ajid OTBCACHHUA MOYH, LITO6BI IpeaOTBPATUTL NOBPEIKACHUC ITOYCK.

Taxoke OBUTH 3apeTUCTPHUPOBAHBI CITYYaH MOYEYHOTO (YPEeTpabHOTO) pedIrokca, Mpu KOTOPOM ITPOUCXOIHT
nonagaHnnue MO4u U3 MOYCBOI'O ITY3bIpA O6paTHO B ITIOYKY, YTO NOTCHIUAJIBHO BEACT K pa3pymICHUIO ITOYKU U
MIPUBOAUT K UHPEKITUIM MOUEBBIBOSIINX Ty TEH.

B AHOMaJiM MOJIOBBIX OPraHOB

W3BecTHBI ciiyyan JIerKoi ()OpMbI aHOMAIIMI Pa3BUTHS TIOJIOBBIX OPTaHOB y MAJIIMKOB. Camble pacripoCcTpaHeHHBIE
CJly4au — HEOIyIIEHHE SIMYeK (KPUIITOPXU3M) U TIepeKpyT simuek. [Ipr HeoOX0AMMOCTH MHOTHE U3 HUX MOTYT OBIThH
UCIPABIIEHBI XUPYPTUUECKUM ITyTEM.

B Hapyuienue paboThl BEreTaTUBHOW HEPBHOM CUCTEMBbI

MHorue poauTenn cooOIIAIT 0 TOM, YTO Y peOeHKa HapyIeHa TEPMOPETYIISIINS, a TAKKE HAOIIOIAITCS
TTOBTOPSIOIIIUECS IU30/IbI PBOTHI, IOTEPH COZHAHUS W/WIIA U30BITOYHOE TIOTOOTAeNeHre. OHU TaKKe PacCKa3bIBAIOT
0 TOM, 4TO PEOCHOK «IIeperpeBaeTCs», BCICACTBUE Yer0 Y HEr0 HAUMHAIOT TOPETh KU M KPACHEIOT PyKH. M3BeCTHBI
U JIpyTUe MPU3HAKK HAPYIICHHUS KPOBOOOpAILEHHs, TAKHE KaK MpaMOpPHast KOXa, ISITHUCTOCTh KOXKH,
BBIPAKAIOIIASACST KPACHBIMH WIIH (PMOJIETOBBIMU MATHAMH, KOTOPBIE MOTYT BO3HHUKATh Ha JFOOOM YacTH Tena
(cetuaroe ynuBeno). Bee 3T Mpu3HaKu MOTYT CBHIETEIILCTBOBATH O HAPYIICHUSAX, BO3HUKAIOIIUX B padoTe
BEreTaTUBHON CUCTEMBbI (BEreTaTUBHOM AUCHYHKIINN).

B Onyxonn

B ouenb peakux ciydasx pa3BUBalOTCS 3I0KadecTBEHHbIE HOBOOOpa3oBaHus (omyxonb BunbMca, ocreocapkoma
pebpa). O6muii mokaszarens 3a00J€BaEMOCTH CpeH MALMEHTOB C CHHIPOMOM Manan coctasisieT okono 2% (2
yenoBeka u3 100). Taxxe coobmiaeTcst o ciydasx pa3BUTHs J0OPOKadeCTBEHHBIX (HE PAKOBBIX) OITyXOJIeH U KHUCT B
TOJIOBHOM MO3Te.

B Fosie3HH ¢ TO3AHUM HadajioM (3a00J1eBaHMsl y B3POCIIbIX)

WHorna y nroneit ¢ cunapomoM MasiaH HEKOTOpEIE 3200JIEBaHUS, B TOM YHCJIE CYIOPOTH WIIH SIHIIETICHS,
pa3BuBarOTCA B Oosee mo3mHeM Bo3pacte. [1o ciioBaM po/ICTBEHHUKOB, Y HEKOTOPBIX B3POCIBIX BBISBIISUIHCH
MICUXUYECKHE paccTpoiicTBa. KpaifHe peiKo y B3pOCIBIX C 3THM CHHIPOMOM HAONIOMAIOTCS MPU3HAKH
npexaeBpeMeHHoro crapenus. Ha nanueiii MomeHT (2024 T011) HE COO0IIANOCh O TOM, YTO CHHAPOM MaliaH CBsi3aH ¢
COKpAIICHUEM MPOIOJIKUTEIIBHOCTH KU3HH.
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Hackoibko pacnpocrpanen cunapom Masan?

Cunnpom Manan BcTpeuaercs kpaiiHe penko. B Hactosimee Bpems (Ha 2024 ro1) B MEIUIIMHCKOM JTUTEPaType
onucano okoio 100 mamuentoB ¢ MytauusaMu B rene NFIX. [Ipu a3tom Becero usBectHo o 350 cinyuasx. Oxxunaercs,
YTO KOJIMYECTBO JUATHOCTUPOBAHHBIX CIy4daeB OyIeT yBEIHMIMUBATHCA MO MEPE MOBBIIIEHHS OCBEIOMIIEHHOCTH 00
9TOM CHHJIIPOME U TOCTYITHOCTH TeHETHUECKUX UCCIICJOBAHHMA.

IToyemy 310 Mpou3onLIo?

[pu 3auatnu pebeHka renerndeckuii marepuan poaureie (JJHK) komupyercs B sHIEKIETKY ¥ CIEpMATO30H], TPU
CIIMSTHUM KOTOPBIX 00pa3yercs sMOprnoH. KonupoBaHue TeHeTHIeCKOro MaTeprala He Bcera MPOXOIUT HAeaIbHO,
II03TOMY MHOT/IA B TEHETUIECKOM KOJIE IETel BO3ZHUKAIOT CIIydaifHbIe N3MeHeHUsI (MyTalun), KoTopsix HeT B JJHK
ponureneil. Takue U3MEHEHHs €CTECTBEHHBI M HE CBA3aHbI C IMTAHUEM POAUTEIECH, OKPYKAIOIIEH CPEelON WA UX
o0pa3om xu3HU. bonpmmHcTBO Takux n3MeHennii B JIHK He nmeet oueBnaHoro BiausHus. Ho B peAKux ciaydasx STH
HM3MEHEHUS! MOTYT NIPUBECTH K MpoOieMaM CO 340pOBbEM I MOBIHUATH Ha pa3BUTHE peOeHka. Ecau Takas
ciTydJaifHas MyTanus HapymaeT pyakiuio reHa NFLX, To pedeHok poxmaercs ¢ NFLX-accolMupoBaHHBIM
cunapoMoM. [loutn Bo Beex ciyuasix, BEISIBIEHHBIX K HacToseMy BpeMeHu (2024 ron), reHeTH4YecKie H3MEHEHUs,
OTIMCaHHBIE B JIUTEpaType, ObUN cIy4allHbIMU (WK “de novo”). ITO 03HAYaeT, 4To B CEMbe HaOII0IaeMOTO
MAaMeHTa MyTalusl IPOU301LIIa BIEPBbIe. B peaKuX ciydasx y OXHOTO U3 POAUTENeH MOXKET OBITh Ta e MyTalus
reHa JIMIIb B HEKOTOPBIX AHIEKIETKaX UIN CIIEpMaTO3011ax (Takoe SBJIEHHUE Ha3bIBAeTCs T€PMHUHATLHBIN
MO3auIII3M) UK B PYTUX KJIETKaX (coMaTnIecKuii Mo3au3m). B 3ToM ciydae MyTanus MOKET MepeaacTcst
pebenky. OmHako BayKHO IIOHUMATh, YTO MBI HE MO>KEM HUKOI'O yIpeKaTh B HAIWIMY Takux BapuanToB B JJHK, u Hu
OIIMH M3 poauTeneii He BuHOBaT B n3MeHenuu JJHK ux peOenka.

MoskeT Jiri 3T0 MOBTOPUTHCS MPH cJieayroniei GepeMeHHOCTH?

BeposTHOCTh poX/IeHNS ellle OAHOTO peOeHKa C PEIKIM FeHEeTUIECKUM 3a00JIeBaHUEM 3aBUCHT OT T€HETHIECKOTO
kofa poaureneit. Ha cerogasamamnii ners (2024 ro) y OONBIIMHCTBA MAIIMEHTOB C CHHIPOMOM MallaH reHeTHYeCKre
WU3MEHEHHS BO3HUKAIOT de novo, YTO 03HAYAET, YTO HU Yy OJHOTO POAMTEIS HEe ObUIO OOHAPYKEHO TAKOH JKe MyTallluu
B reHe NFIX, xak y ux pebenka. Takum o0pa3om, BEpOSITHOCTh POXKIECHHUSI €Il OJIHOTO peOeHKa B CEMbE €
cuHApoMoM ManaH o0bIYHO cocTaBisieT MeHee 1%.

OI[HOﬁ 13 BOBMOKHBIX IIPUYNH HOBTOpHOﬁ nepeaayun 3TOM MyTalliul MOXKET CTAaTb PEAKOC SABJICHUC — FepMHHaJ’IBHLIﬁ
MO3auI1M3M, O KOTOPOM YIIOMHHAJIOCH BBIIIEC. B stom Cliyda€ poauTeIib ABIACTCA HOCUTCIIEM TCHETHYECKOMU
MyTalliy, OJHAKO OHa 3aTparuBacT TOJIHLKO HEKOTOPLIC HﬁHeKHeTKH WK CIIEPpMaTO30U/IbI. I1o ol IMPUYINHE
MyTalluiO0 HCBO3MOXXHO BBIABUTH C TIOMOIIBIO TCHETUYCCKOTO TCCTUPOBAHMA Ha MaTCpHaJIC KPOBU pOI[PITeJIeﬁ.

B Me,[[HI.IHHCKOﬁ JIATEPATYPEC OMUCAHO TPpHU ClIy4das BbIABJICHUA I'CPMUHAIIBHOTO MO3auliu3Ma y OJHOTO U3 pOAUTECIIA.
A Taxxe onmcaH OAWH CJ'Iy‘-Iaﬁ COMAaTN4CCKOro Mmo3aummnusma, Irnpu KOTOpoM y OJHOIO U3 poAUTEISA IPHU I'CHETUICCKOM
TECTUPOBAHUHN ObLI BBISBJIEH COMATHYECKUN MO3auIINU3M (TO €CTh UIBMCHCHUE 3aTparuBajio KJICTKH OpraHu3Ma, a HE
HﬁHCKHCTKH u CHepMaTO3OI/I,Z[BI).

v Umque CCTb KpaTKasa 06]1[2[5[ 6p01m0pa, MNOCBAIICHHAA MO3auIIU3MYy, OCBCIIAAIIAA I[aHHLIﬁ q)eHOMeH.

J11st OIICHKH pHCKa POXKICHUS MOCCAYIOIIEro peOeHKa ¢ CHHIPOMOM MaJjiaH, CeMbsi MOYKET ITPOKOHCYIETHPOBATHCS
C BPa4OM — KJIMHHYECKUM TeHETHKOM. Y Unique eCTh OTJEIIbHBIC OPOIIOPHI, TOCBSAIIEHHBIE TNIAHUPOBAHHIO
CJIEMYIONIETO peOeHKa, TPEHATATFHOMY TeHETHYECKOMY TECTUPOBAHUIO M TUATHOCTUKE, KOHCYIIBTAITUHN C
KIIMHUYECKUM T€HETUKOM U MOJIEPIKKE OpaTheB U cecTep peOeHKa C PeIKMM T€HETHIECKIM OTKIIOHCHHEM.
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Mo:kHO0 Ji BblJI€YUTH CUHApOoM MaJjian?

Cunznpom ManaH BbUIEUHTh HEBO3MOXKHO, IIOCKOJIBKY T€HETUYIECKHE U3MEHEHHS IPOUCXOIAT €1lle Ha CTaJuu
(dhopmupoBaHus U pa3BuTHA wioga. OnHaKo, 3Hasl IUArHoO3, CIEHUAINCTEI MOTYT TO00paTh PEeOCHKY MOAXOASIICE
o0cJie1oBaHNE U MEJULIUHCKYIO IIOMOIIIb.

Kaununyeckue PEKOMEHAAIINH

Cpasy ITOCJIC ITIOCTAHOBKHM JHWAarHo3a

Ecnu OILICHKA HC MPOBOANJIACH B paMKax AUArHOCTHUKH, MMOCJIC MMOCTAHOBKH AWArHo3a CJICAYCT OLICHUTD, KaK
MMPOABIACTCA CUHAPOM Mamnan Y KOHKPCTHOTI'O ITalfCHTA. 9TO 1O3BOJIUT OIMpCAC/INTh, KAKNEC MPU3HAKU CUHApPOMaA
Hanboee BBIPAXXCHLBI U CTCIICHb UX TSAXKCCTH.

[TonneprkuBaroias Teparnusi

Hetn ¢ cuanpomoM MaitaH TOIDKHBI HAXOAUTHCS IO/ HAOIIOIEHHeM MHOTONIPO(HIIFHON KOMaH Ikl Bpadeil. B Takyro
KOMaH/Iy JIOJDKSH BXOJIUTh Bpad-TieuaTp (B MOJIUKIMHUKE WU CTAllHOHAPE), KOTOPBIH OyIeT OCyIIeCTBIATh 00IIee
HaOIONIEHNEe, OTCIEKMUBATh POCT, PAa3BUTHE U MOBEICHNE PEOCHKA, a TAK)KE B3aUMOICHCTBOBATH C MPOPUIEHBIMA
cneranucTamu. Kak mpaBwito, mpu MoAAepIKKe IOl ¢ CHHApoMoM MaiiaH cOBMeCTHO paboTaroT Bpadd pa3sHbIX
HaIpaBJICHUM, TAKHE KaK:

HegpoJior — Bpau, KOTOPBIH CHIENMANA3UPYETCsl Ha 3a00JIEBAHUSX TOJIOBHOTO M CIMHHOTO MO3Ta U epudepuyecKoi
HEPBHOU CHCTEMBI.

OdranbmoJior — Bpad, KOTOPBIH CIELUATU3UPYETCs Ha 3a00JI€BaHUSX 71a3 M HAPYLLICHUN 3PEHUSL.
Kappauosor — Bpau, KOTOpBIH crienuaaIu3upyeTcsi Ha 3a00JIeBaHUsIX CepaLa.
Opronen — Bpay, KOTOPBIN CIIEUATU3UPYETCs Ha 3a00I€BaHUsIX OMOPHO-IBUTATEIBHOTO amapara.

Cypnosor (aynmosor) — Bpad, KOTOPbIi CHENHUANTA3UPYETCsl Ha JUATHOCTHKE, JICYUSHUH U MPO(UIAKTHKE HAPYIICHUN
CIIyXa U paBHOBECHSI.

OTosIapuHTOIOT — Bpad, KOTOPHIH crieluanu3upyeTcs Ha 3a00JeBaHMsIX yXa, ropia 1 Hoca.
I'acTpo3sHTEpoJIor — Bpay, KOTOPBIH CHENUAIN3UPYETCsl Ha 3a00JIEBAaHUSX OPraHOB MHUILEBAPUTEIHHON CUCTEMBI.
Ypouior — Bpad, KOTOPBIA THATHOCTUPYET U JICYUT 3a00I€BaHMUSI MOUEBBIICIUTEILHON CUCTEMBI.

3HHOKpl/IHO.HOF — Bpay, KOTOpBIﬁ CIICUaIn3upyeTCd Ha 3a00JIeBaHUAX BHHOKPHHHOﬁ CHUCTCMBEI.

Jleuenue u Tepanus

CBoeBpeMEeHHOE 1 paHHEE BMEIIATEIbCTBO MOXKET MPHUHECTH Oy THMYIO ITOJIb3Y, TIO3TOMY PEKOMEHIYETCs TPOBECTH
TECTHPOBAHKE JJIs1 OLICHKH KOHKPETHBIX WHIWBUIYaIbHBIX IOTpeOHOCTEH. VHanBHyaibpHast mporpaMma o0ydeHust
(manpumep, Tak npoucxoaut B CIIIA), nHaAMBUAYaIbHBIN I71aH 00pa30BaHusl, JIEUECHHUS U yXo/a (TaK MPOUCXOIUT B
BenvkoOpuTaHin) UM COOTBETCTBYIOIIHI JOKYMEHT B IDYTHX CTpaHaX MOXKET ObITh OPOPMIICH MOCIIE TOTO, KaK
peOeHoK nporien obcaeoBaHre. ITO TOMOXKET 00ECTICUUTh MEIULMHCKYIO U COLMAIbHYIO IIOMOILb, HEOOXOIUMYIO
JUTS YIOBJIETBOPEHHA MOTpeOHOCTEH pedeHKa.

K METOAaM TEpalru U JICHECHU, KOTOPBIC MOT'YT OBITh IOJIE3HBI JIXOOAM € CUHAPOMOM ManaH, OTHOCATCA:

Du3nyecKas Tepanus: Ha3HAYACTCS JIFOIIM C TTOCIICACTBUSIMHU TPaBM, 3a00IeBaHII MM 0COOCHHOCTSIMU
pa3BUTHUS U BKIIOYAET JIedeOHBIC YIIPaXKHEHUS, MAHyaIIbHYIO TEPaInio, 00y4eHNE ¥ WHINBUIYIbHBIC
pexomeHaanuu. CrenuaiiucT MOXKET TaKXKe JIaTh COBETHI 110 YITPABJICHUIO OOJIEBBIMU OIIYIIEHUSMH.
Oprorepanus: MOMOraeT OCBaMBaTh ¥ COXPAHATh HABBIKH, HEOOXOIUMBIC ISl TOBCEIHEBHOMN KM3HH Yepe3
CIEIMAIILHO MO00PaHHBIC BUBI ACSITEIBHOCTH. [Ipu reHeTnyecKkrx 3a00eBaHISIX 3PTOTEPAIIEBT padOTaeT
HaJl pa3BUTHEM OOIIEH ¥ MEJIKOM MOTOPHKH U IIOAOMPAET BCIIOMOTaTeIbHbIE CPEACTBA, 00JIeryaroIme
BBITIOJTHEHNE PYTUHHBIX TTOBCETHEBHBIX 3a71ad.
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CreuuajucT Mo OpHEeHTALUH U MOOWJIBHOCTH: COTIPOBOXKIICHHE CIIELUATUCTAa MOXKET CyLIECTBEHHO
MOBBICUTH 0€30MaCHOCTh U YBEPEHHOCTH B IepeABKeHUH. [[poBoANTCS OlleHKa YCIIOBHIA JOMAaLIHEH 1
IIKOJTBHON OOCTaHOBKHU M OKPY’KAfOIIETO MTPOCTPAHCTBA € IMTOCIEAYIOIINM MOI00POM HEOOXOANMBIX
n3MeHeHui. Takxe ocymecTisieTcs paboTa ¢ ceMbel U IeJaroraMu, HarnpaBieHHas: Ha y4eT 0COOEHHOCTeH
3PHUTEIFHOTO BOCHPHUSATHUS 1 Al TALIUIO CPE/IBI.

Jloronmeauyeckasi Tepanusi: HarpaBJIeHa Ha PA3BUTHE PEYH, TOHUMAHHUS SI3bIKA ¥ KOMMYHHUKaTUBHBIX
HaBBIKOB.

ITenaror mo paéore ¢ 1eTHMHU ¢ HAPYIIEHHEM 3PeHUs: TIEAror HCIOJIB3YeT CIEHaTN3UPOBAaHHBIE METO/IBI
OLICHKH, TaKue KaK (YHKIMOHAIbHAS OLICHKA 3PEHUS U OLIEHKA BEAYIIUX CIIOCOOO0B Oy YeHHS
UH()OpPMAINH, 1 MOXET ITPOBOIUTH KOHCYJIBTAIIMHU KaK Ha JIOMY, Tak M B 00pa3oBarenbHON cpene. Taxoke
ocymiecTBisieTcs: paboTa ¢ ceMbel M IlearoraMu, HarpaBJIeHHas! HA y9eT 0COOCHHOCTEH 3pUTEIBHOTO
BOCTIPHSITUS M QAaNITALIUIO CPEIIBL.

Ienaror st Jitoneii ¢ HapyIIeHHEM CJIyXa: Iearor IPOBOANUT KOHCYJIBTAUH U pabOTaeT ¢ JIIOIbMH C
Pa3INYHON CTETIEHbIO CHIKEHHS cityxa. [lemaror paboraeT Ha HaBBIKAMH OTCTaWBaTh CBOU HHTEPECHI,
CO3/1aBaTh BBIPA3UTEIBHYIO U MOHSATHYIO peub, UCIONB30BATh CIYXOBBIE TEXHOIOTHH; PACITHPEHUEM
CIIOBAapHOTO 3amaca ¥ OpMHPOBAHUEM HABBIKOB CAMOCTOSITEIIEHOTO B3aUMOJICHCTBHUS C OKPY KAFOIIMHU.
Kpome Toro, pa3pabarbIiBarOTCsl HHIUBUAYAILHBIC TJIaHBI 00yUCHUS.

IMoanep:kka Jr01eii ¢ OTHOBPEeMEHHBIM HAPYIIEHHEM CJIyXa M 3peHUsI: CIICIHAINCTHI 00JIalafoT
CHENMATBHON OATOTOBKOH U paboTaloT ¢ IF00BIMU (popMaMu OJHOBPEMEHHOTO HAPYIICHUS 3pEeHHS U CIyXa.
IMoBenenyeckas Tepanus: paHHss KOHCYJIBTATUBHAS TOMOIIb MOXKET OBITh TOJIE3HOM ISl TOHUMAHUS
MOBE/IEHYECKINX OCOOCHHOCTEH pedeHKa.

MeaunuuHckoe HaOIOIEHUE

PerynspHoe HaOmoneHre O3BOJISIET CBOEBPEMEHHO OTCIICKUBATh MPOSBICHUS CHHApoMa ManaH 1 OlleHUBaTh
3¢ eKTUBHOCTD Tepanuu. B mran HaOIroneHNS MOTYT BXOIUTE:

perynspHble MPoQUIaKTUIECKHE OCMOTPBI Y CTOMAToJIOra;

OLIEHKa COCTOSIHUS HEOA (0COOCHHO MPH TPYAHOCTAX C KOPMIIEHHEM H PEUbIO);

KOHTPOJIb TTOJIOKEHUS! ANYEK Y MAJIbYHKOB,;

NEPUOANYECKHE OCMOTPBI Y KapANOJIOra;

HeBpoJiornueckoe Hadroaenue, Bkiatoyast MPT u D3I npu Hanuumu snUiIenTHYECKUX NPOSBICHUH;
OLIEHKA COCTOSIHUSI KOCTHO-MBILIEYHOI CUCTEMBI;

YJIBTPa3BYKOBOE MCCIIEJOBAHHE OPTaHOB OPIOIIHOI MOIOCTH.

Texymmue ucciaeg0BaHUs U UCCJIEI0BAHUA B 00JIACTH HOBBIX METOI0B TePANMH MPH
cunapome MaJjan

I'eneTnueckoe M3MEHEHKE, BBI3BIBAIOIIEE CHHAPOM ManaH, BiIuseT Ha (OpMUPOBaHKE TOJIOBHOTO MO3Ta U APYTHX
yacreil Tena eme 10 poxaeHus. TakuM oOpa3oM, Jaxke B OyAyIleM MOJTHOE H3JICUCHHE MaJIOBEPOSITHO, TIOCKOJIBKY K
MOMEHTY MTOCTaHOBKH JHArHO3a MO3T yxe copMupoBaH. TeM He MeHee, UCCIIe/IOBAHUSI 0 YITYYIICHUIO METOIOB
TEpanuu NOBEACHUECKUX HapyLIEHUH U JIEYEHUS Pa3IMYHbIX IPOsIBIEHUI cuHApoMa MaiaH, HalpuMep, Cyaopor,
nponospKarorea. HecMotpst Ha To, 4to cMHAPOM MajiaH OTHOCHTCS K PEJKUM F€HETHYECKUM 3a00JIeBaHMSIM, B
HACTOsIIee BpeMsI aKTUBHO TIPOBOJISITCSI MCCIIEIOBAHUS IO M3yUYeHHI0 QYHKIUH reHa NFIX 1 MexaHU3MOB perysisIiiun
ero yHKLUH.

Ot1esbHOE MECTO 3aHUMAIOT UCCIIE0BaHN TeUeHUs 3a00JI€BaHuUs, B PaMKaX KOTOPBIX COOUPAOTCs OAPOOHbIE
JTaHHBIE OT MALMEHTOB U UX CEMEM, UTO MO3BOJISAET JIyUIlle MTOHTH CIEKTP MPOSIBIEHUI CUHIPOMA U TO, Kak OHU
MEHSIOTCS C TedeHneM BpeMeHH. OOBIYHO 3TO MPOUCXOIUT B (popMaTe aHKeTUpOBaHMS. B HacTosImIee BpeMs
CYLIECTBYET HECKOJIBKO TIOOOHBIX MCCIIEIOBAaHUM, OTKPBITHIX ISl yUacTHs JIFOeH ¢ CHHApOMOM MaJas.
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I/ICCJ'ICI[OBaHI/IH, HOCBHH.IéHHI:Ie HU3yUYCHHIO CUHApOMaA ManaHn:

Sanford CoRDS («Ilenrpanmsoannoe XxpaHummie TaHHBIX IS PEAKUX 3a007eBaHMiD», MeIUIMHCKII IIEHT]
YuuBepcurera Cardopmaa)

RARE-X (nnardopma ast cGopa, cTanaapTH3anuy n 6e30macHoro oOMeHa JaHHBIMU O PEIKUX 3a00/IeBaHMSX)

[MonpoOHuyto MHPpOPMAIHIO O KIMHUYECKUX HCCIICIOBAHNAX, CBI3AHHBIX C ONPEeTICHHBIM 3a00JIeBaHIEM I TCHOM,
MOXHO HaiTH Ha caiite Home | ClinicalTrials.gov.

CemMbH pacCKa3bIBalOT...

«Cnocobrnocms 3ameuams u UeHums majleHovKue pat)ocmu 6ce20a sadicHee maoeo, 4mo Mbl He MOMCEM USMEHUNDB).

«lpumume Ouaeno3 u npucoeduHumecb Kk 00wecmsy aooell ¢ peOKuMU 3a001e6AHUAMU U SPYNNAM NOO0EPICKU, K
pecypcam, komopoie npednazaromcsi makum uoosim. Cehokycupyiimecs Ha YO08IeMEOPEeHUU OCHOBHbIX NOMpPeOHOCmell
sauieco pebenra, ybeoumecvb, uymo obecneuunu e2o0 nooxoosaujel mepanuel U OCyWecmeulu Heobxooumvle
BMeuamenbecmed, 4moosbl co30amb HAULYHUIUE BO3MOJICHbIE YCI08USL JICUZHU. 3amem nocmapaimecs coeiams
OCMANbHbIE MOMEHMbL HACMONLKO JIe2KUMY, NO3UMUSHLIMU U  HOOAWUMU, HACKOILKO Mo  603modicHo. He
CMecHAUmech 00pawamvCsi 3a OONOIHUMENbHOU NOOOEPIHCKOU, eCiu YY6Cmaeyeme, umo Ymo-mo uoem He max uiu He
ROIYYaAemcst 0enamo Ha elCeOHE6HOU OCHOBEN.

«Ham nocmasunu ouaenos npumepHo 200 Hazao. Eciu 6vl s moena éepnymuvcs 6 npouinoe, s Ovl ckazana cebe, 4mo
9MO HOPMANLHO KAKOe-mo 8pemMs ONAaKU8ams mo, umo Mmoo ol 6bimy. Takoice 8aicHO 3a0ymMamvcs 0 mom, KaKue
npeopaccyoKu, Cea3aHHble C UHBANUOHOCMbIO, hopmupyrom nodobHvle uyecmea. Bom, umo a 3nar menepsv: Mol
pebenok yHuxanen u cosepuiento samevamenen. Ee ynvioka oceewyaem komnamy, a ee 1106066 be3epanuuna. Bece, kmo
3Harom ee, nobam ee. M smo nompsacaioujee 3namo ee u npazoHo8ams Kkaxcooe ee docmudicerue. To, umo mvi 00b14HO
NPUHUMAeM KaK OO0JJCHOe, dendem KaxdcOblll wde 8 HCU3HU Moe2o pebeHKa sonuebHbim! A makoice écex opyset, ¢

KOmopbIMU Mbl 6CMpemuiucsy Ha nymu @».

«Ona 1106um, ko2oa ee xeansim — 0coberno aniooucmenmol! Kasxicowiii denb ona yuum Hac 6cex, kax cmams ayduie! »
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UcTOouHUKH

[lanHast OpoIiropa ConepKUT MHPOPMALIUIO U3 MEAUIIMHCKOHN JINTEPATyPhI, & TAKKE CBEIACHUS, TIONYYCHHBIC OT
yaactHUKOB PoHAa cuaapoma Mamnas. B 2024 rony B Unique Ob110 7 4enoBek ¢ CHHAPOMOM MaiaH.

Cnucok jiureparypbl

Grens K (2024) Epilepsy and overgrowth-intellectual disability syndromes: a patient organization perspective on
collaborating to accelerate pathways to treatment. Ther Adv Rare Dis., May 31;5: 1-12. PMID: 38827639. Ccbuika
Ha CTaTbl0

Huynh, TN (2024) Natural history in Malan syndrome: survey of 28 adults and literature review. Orphanet J Rare
Dis., 19: 282. Cchlaka Ha CTATHIO

Klaassens, M (2015) Malan syndrome: Sotos-like overgrowth with de novo NFIX sequence variants and deletions in
six new patients and a review of the literature. European Journal of Human Genetics, 23(5): 610-615. Ccbuika Ha
CTaThIO

Macchiaiolo M (2022). A deep phenotyping experience: Up to date in management and diagnosis of Malan syndrome
in a single center surveillance report. Orphanet Journal of Rare Diseases, 17: 235. Ccblika Ha CTaTbiO

Priolo M (2024) NFIX-Related Malan Syndrome. GeneReviews® [Internet]. Ccbuika Ha cTaTbIO

Priolo M (2018) Further delineation of Malan syndrome. Human Mutation, 39 (9): 1226—1237. Ccblika Ha CTaTbiO

IMpumeuanue: * OTMEUCHBI CTAThH, HAXOSIIKECS B OTKPHITOM JOCTYIIE U KOTOPBIC MOXKHO HAWTH Ha caiTe:
https://pubmed.ncbi.nlm.nih.gov
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Nudopmanus u moaaepxrKa

\ I'pynma moaaep:KKu s pOAUTENeH aeTeit ¢ peAKMMH XPOMOCOMHBIMHU
OTKIIOHEHHSIMHU
The Stables, Station Road West,
Oxted, Surrey, RHS8, 9EE, UK,

s Ten.: +44(0)1883 723356
U n l e info@raredhromo.org | www.raredhromo.org

Unique — 3T0 O1aroTBOpHUTEIbHASI HETOCY/IapCTBEHHAs Opranu3aius. OuHaHCOBas OAIEPIKKA OCYIIECTBISETCS 3a
CYeT IPAHTOB W MOXKEepTBOBaHUH. [loxkepTBOBaHNE MOXKHO ClleaTh Ha OHUITHATHFHOM CalTe:
www.raredhromo.org/donate [Tomorute Ham rmomous Bam!

Caiitsl u rpynnsl B Facebook™:
* NestenpHocTh Meta (Facebook u Instagram) 3ampeniena B Poccun

Malansyndrome.org — Haiia MHUCCHs 3aKII0YaeTCs B

YIYUIICHUN KU3HH JIFOJICH ¢ CHHAPOMOM MaJiaH U BX CeMei B \ ol
MHPOBOM COOOIIIECTBE TIOCPEICTBOM HOIEPIKKH, ‘ Syn d rome
pacnpocTpaHeH!s HH()OPMAITUN U UCCIICAOBaHUH. ’ foundation

www.facebook.com/MalanSyndromeFoundation?mibextid=LQQJ4d

www.instagram.com/malansyndromefoundation ?igsh=MWw3NjFsMHFiZ29iNA%3D%3D&utm_source=qr

Jannas Opoitopa He MOXKET 3aMEHUTh MPOeCCHOHATBHYIO MEIMIIMHCKY IO KOHCYIbTaluio. [1o BceM Bompocawm,
KacarolIuMCs 3I0POBBS, TUATHOCTHKU T€HETHYECKUX OTKIIOHEHUI U KOHTPOJIIS UX TEUSHHsI, HEOOXOAMMO 0OpaTHThCS
K CIieruanucTy. Ha MOMeHT myOvKaimy CBEIeHNUs, COIepIKaIIiecs B JaHHOK OpOIITIope, CYUTAIOTC Hanboee
AKTyaJIbHBIMHU, HO B CBA3U C IMOCTOSAHHBIM U3MCHCHHUEM U ITOIMMOJIHECHUEM HH(I)OpMaHHOHHOﬁ 633]31 O '€HECTHYECCKUX
3a00JIeBaHMSX HEKOTOPBIE JaHHBIE MOTYT KOppeKTHpoBarhes. [lannas Opoitopa Obuia cocraBnena Momau JxoHe
(MarucTp HayK, CepTH(QUIIMPOBAHHBINA TEHETUIYECKHI KOHCYIBTAHT), JokTopoM Kpucranom Jlenarpammarikac
(mmpexTop no uccienosanusm @onaa cunapoma Manan), Kum Benrapona (npesunent @onaa cunapoma Manas),
Unique u npoBepena jgokropoM Mawnyaoii [Tproso (IoKTop MeIUIIMHCKUX HayK) OosibHUIBI AHTOHHO Kapaapesin
B Heamone, Utanus.

[lepeBon BbINONIHEH B paMKax MexXIIyHapOIHOTO CTYIEHUECKOTO BoJoHTepcKoro npoekra Unique. Kypatop
niepeBoruecKkoro npoekra — Haranes BukropoBHa Hewaesa, nonent kadenpsr nepesona PI'TIY um. A. U. I'epriena,
[Ipesunent Acconmanuu npenogaBareneii nepesoga, Cankr-IlerepOypr, Poccus. MequnmmHCKy10 pelaKkIIiio
BoinoHuIM Onapuna Haranes BsiueciiaBoBHa, Bpau-J1abopaTopHbIN TEHETHK, 3aBe/Iy0IIas Jadoparopueit
nutorenetuku ' MI'L] I'bY3 Mockosckuit Knmnunueckuit Hayunsrii Llentp um. A. C. Jlorunosa /I3M; Bpau-
nmabopatopHbii TeHeTHK OTnena KkinHnIeckoi u npeauktuBHol renetukn @I'BHY «PHIX uwMm. akagemuka b. B.
ITerpoBckoro», MockBa, Poccust 1 MaprembsiHoBa AHactacus lBanoBHa, OnoJor 1a00paTopuu IUTOTEHETUKA
I'MTI'L] I'bY3 «MockoBckuil KiIMHUYeCKUil HayuHO-TipakTuieckuil neHTp nmenu A.C. Jlornnosa JI3M Mocksa,
Poccus.

Russian translation 2026(EV/AP)
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