CuHapOM
BupgemaHna-LUtanHepa (CBLL)




Yto Takoe cuHapom Buaemana-LLtanHepa (CBLU)?

Cungpom BugemaHa-LTanHepa (CBLLU) — 310 pegkoe reHeTudeckoe oTkrnoHeHne. CBLL Ha3BaH B
YecCTb ABYX Bpa4deun, KOTOpble NEPBbIMM ONUCanu XapakTepHble NPU3HaKM 3TOro CMHAPOMA Y AEeTeNn:
B 1989 rogy Hemeukuin negunaTp XaHc-Pygonbd BugemaH nonoxun Hadano nayyeHuio aToro
Bomnpoca, a noaxe, B 2000 rogy, ero nccriegoBaHmsa Npogorknn 6pasmnbckun Bpad Kapnoc
WranHep (Wiedemann 1989, Steiner 2000). Cnoso «cuHApoM» B NepeBoe C rpeyeckoro o3HavaeT
«6exatb BMecTe» 1 06bIMHO UCNONb3YEeTCA ANA ONUCaHUSA onpeaerieHHOro coveTaHms NPU3HaKkoB,
KOTOpble NPOSIBMSOTCS Y NOAEN C KOHKPETHbIM 3aboneBaHneMm.

OcHoBHble npuaHakn CBLL:

3agepxKa B pasBuTun
WHTeNneKTyanbHas HeJoCTaTOYHOCTb

HWU3KUI POCT

pacCcTponCcTBa NoBeAeHUs

N36bITOYHBIN POCT BOSOC Ha Tene (rmMnepTpuxos)

OpHako knuHudeckme npusHaku CBLL BapbupytoTca n HabntogatoTcsa He y BCex fogen ¢ 9TUM
CUHOPOMOM. TakkKe TOT U MHOW MPU3HaK MOXET MPOSBATLCA Y MoAen B pa3HOM CTEMNEHN.

B yem npuynHa Bo3HMkHoBeHusa CBLL?

B 2012 rogy rpynna Bpayen u y4yeHblx UccriegoBana npuynHbl Bo3HMkHoBeHna CBLU v BbisicHuna,
4yTO cnHApomMm Bugemara-LUTariHepa BO3HMKaET 1U3-3a M3MEHEHWU («BapUMaHTOB» UMK «MyTaLuny) B
reHe KMT2A (Jones 2012). F'eH KMT2A paHHee Obin n3secteH kak MLL.

YTO0 TaKoe reHbI?

Terno yenoBeka COCTOUT M3 CTPOUTENbHBIX «BTOKOBY,
KOTOpble Ha3blBaOTCS KreTkamu. B 6onbLUMHCTBE U3 HUX
XPaHATCS KOMUW HaLLIMX FEHOB.

"eHbl cogepaT MHCTPYKUMK, coobLuatoLme Teny Kak pacTtu,
passmBaTbCa U PYHKUMOHMPOBaTbL. Kaxabin reH
npeacraesngeT cobon nocnegoBaTenbHOCTb OYKB (M3BECTHYI
TaKkke Kak «kofy), koTopas 3awmngposaHa B monekyne AHK
B koge AHK ncnonb3ytotca «byksbi» A, G, C, T.

Xpomocoma

Llenas monekyna JHK — HeBepoATHO AnMHHAsA, NpU 3TOM
OHa JO0JSPKHA MOMECTUTLCSA BHYTPU KPOLLEYHbIX S4ep KNeToK
Hawero Tena. Ong atoro AHK «ynakoBbiBaeTca» B .
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Mapbl xpoMocom 1-22,
F'eH KMTZ2A pacnonoxeH Ha nreye xpomocombl 11. Y X 1Y (y MyxumH). Mapa XpoMocoMm
yernoBeka 0bbIYHO ABe XpoMocoMbl 11, MO3TOMY KOMMK reHa 11 Bbl€/EHa KPACHbIM.

KMT2A 06bI4HO TOXe ABe. TaK Kak U Yy MYXXUYMH, U Y KeHLLMH
ecTb ABe Konuun reHa KMTZ2A, TO 1 MyXXYMHbI U KEHLUUHBI
MoryT BbITb NoABePXKeHbl cuHapoMy Buaemana-LUTanHepa.



Kakne chyHKUUM BbinonHaeT 6enok KMT2A?

Kaxablvi reH gaeTt opraHMamy KoMaHay CUMHTE3MpoBaTb onpeaeneHHbln 6enok. benkun — ato
GonbLuMe MoneKyIbl, KOTOPbIE UrpatoT BaXKHYHO posb B opraHmame. 'eH KMT2A perynupyeT
npouecckl bnocnHTesa 6enka nog ogHoMMeEHHbIM Ha3BaHneM — KMT2A. benok KMT2A — depMeHT.
depMeHTbl — 3TO MOMEKYIbl, KOTOPble 3HAYUTENBbHO YCKOPSIOT BOMbLUYIO YaCTb XUMNYECKNX
peakumin, NPOUCXOOALLMX BHYTPU KNETOK. PepMeEHTbI UrpatoT KINIOYEBYHO POSb B XKU3HW YenoBeka,
BbIMOMHSAS MHOXECTBO BaXKHbIX (PYHKUUIN B OpraHu3me, K npuMepy: NogaepXusatoT npouecc
nuweBapeHnsa n metabonmama.

OpaHu dhepMeHThbI MoMoraroT pacennatb 6onbline monekynol Ha bonee menkue, a gpyrne —
COeaMHAIT Apyrue BewecTsa Mexay cobon. OBbIMHO hepMEHTbI YCKOPAIOT TOSNbKO OOHY peakuuio.
Benok KMT2A yckopsieT peakuuto, KoTopas BNnaeT HeNocpeacTBeHHO Ha cTpykTypy OHK. ®epmeHT
KMT2A 3actaBnsieT cnupanb AHK «packpytuteca» nnu, HaobopoT, ckpyTUTbCa no-Tyxxe, KMT2A
yCKOpSIET (KaTanmampyeT) peakumm CTPYKTYPHbIX Benkn, BOKpYr KoTopbix 06epHyTa uenoyka JHK. 3710
Bnusiet pyHkuunio JHK 1 Ha BbipaboTKy apyrnx 6enkos. CuMTaeTcs, YTO UMEHHO BO34ENCTBME Ha
apyrue 6enku cTaHoBUTCS NPUYMHON BO3HUKHOBEHMS CBLL.

Hackonbko 4yacTo BcTpe4yaeTcs cuHapom CBLU?

PacnpocTtpaHeHHOCTb cuHapoMa BuaemaHa-LUtanHepa BapbupyeTcs oT 1 crnydasn Ha 25000 4yenosek
po 1 cny4yada Ha 40000 yenosek. OgHako 3Tu undpbl OTpaxkaroT He hakTUYeckoe KONMYECTBO NIOOEN,
y kOoTopbIx Obin BbisiBNeH CBLL, a TeopeTuyeckn paccunTaHHy0 BEPOSTHOCTb BO3HUKHOBEHMS
n3meHeHu B reHe KMT2A. MNpun 3TOM Ntoaen, Yy KOTopbIX oulmnanbHO Obin BeIBAEH 3TOT CUHAPOM,
3ahMKCMpPOBaAHO B MMPEe HaMHOro MeHbLue. CBA3aHO 3TO C TEM, YTO BO3MOXXHOCTb MPONTH
reHeTn4yeckoe TeCTUpoOBaHNE eCTb He Be3le U COOTBETCTBEHHO He BCe NN MOryT NpouTu
AanarHoctuky. llomumo aToro, He Bce Bpayun MoryT pacno3Hats CBLU. OgHako oxuaaeTcs, 4To B
ByayLuem B CBA3W C pacnpoCTpaHEeHNEM UCMONb30BaHUSA FrEHETUYECKUX TECTOB, KOTOPbIE BKIOYAOT
nccnegoBaHue Bcex reHoB vernoseka, CBLU 6yaet anarHoctmpoBaH y 60onbLluero Konuyectaa niogen.

NMouyemy 3TO Nnpounsowno?

B 6onblUMHCTBE Criy4aeB TOMbKO y OAHOro pebeHka B ceMbe 0OHapyXmBaeTcsa 3TOT CUHAPOM, U
n3meHeHns B KMT2A o6bl4HO BO3HUKAKOT CNOHTAHHO (de novo). HUKTO B 9TOM He BMHOBAT,
M3MEHEHMS B FTEHe He BO3HMKAIOT B CreACTBUE Kaknx-nnbo OencTemi unn 6e3gencTenim poauTenemn
BO BpeMsi bepeMeHHOCTN UIN Ha paHHMX 3Tanax XusHu pebeHka. Y Bcex noaen eCcTb U3MEHEHNs B
OHK, koTopbIX HET ¥ UX poauTenen. 3TN U3MEHEHUS NPOUCXOAAT Cry4anHO Ha pPaHHMX CTagusax
passutnga nnu B npouecce nepegaym AHK n genexus knetok, B xoge KOToporo popmupyotca
ANLEKNETKN 1 ciepmaTo3onabl. BonblIMHCTBO Nogen He Nogo3peBaeT 00 3TUX N3MEHEHUSIX,
MOCKOMbKY OHM He 3aTparvBatoT BaXKHble reHbl unu apyrme 3Havmmble yqactkm HK. Ho namexHenus B
reHe KMT2A npuBoaaT K passutuio cuHgpoma BugemaHa-LTanHepa

MoxeT nu cuiapom CBLU nposaButbcA cHoBa?

CvHagpom Bugemana-LUTariHepa valle Bcero BO3HMKaeT B CEMbE BMepBble, TO €CTb OH NOSBNAETCS Y
pebeHka, YbM poanTenn He NMEKOT U3MeHeHUI B reHe KMT2A. BeposaTHOCTb TOro, YTO y napsbl
poanTcs eule oamH pebeHok ¢ CBLLU, oyeHb HM3kas. OgHako 3TO BO3MOXHO 13-3a ABNEHMUS, KOTOPOe
M3BECTHO KaK MO3aunL13M KNeToK 3apOoAbILLeBON NIMHUN (TOHaAHbIM MO3aLn3M), MPU KOTOPOM
NaToreHHbI BapuaHT onpeaeneHHoro reHa MoXeT NPUCYTCTBOBaTb B HECKOSbKMX SLEKNeTKax nunm
cnepmaro3ougax, Ho OTCYTCTBOBaTb B APYrnX KrneTkax opraHuama. M13-3a atoro ero HEBO3MOXHO
o6HapyxuTb npu aHanuse OHK, B3aTom 13 obpasua KpoBu unm crnoHbl poantens. Noatomy
CyLLEeCTBYIOT ceMbu, B KOTOpbIX CBLU 6bin BbIABNEH Yy ABOUX AETEN.

Cpeau matepuanos, onybnukoBaHHbIx Unique, eCTb KpaTkasi cnpaska 0 Mo3auLusme, B KOTOPOWn
OonucbIBaeTcs aToT (PpeHOMEH.

BeposTHocTb TOro, 4to 4yenosek ¢ CBLU n nameHeHmnem reHa KMT2A nepegact 3TOT CUHAPOM
Kaxkgomy m3 ceomnx geten, coctaenset 1/2 (50%). B atom cnyyae nmeet Mecto ayToCOMHO-
[OMVHaHTHOE HacregoBaHue (ayTOCOMHOE, NOCKOITbKY reHeTUYeCcKoe M3MEHEeHNe NPOUCXOaANT B
OLHOW U3 MPOHYMEPOBAHHbLIX XPOMOCOM (ayTocoMax), U JOMUHaHTHOe, nockonbKy CBLU Bo3HuKaeT,
Koraa U3MeHsieTCcs TOMbKO OfHa Konus (M3 ABYX) rexHa).



OpHako Kaxabln criyvyan nHaneBuayaneH, NoaToMy Aatb
pekoMeHAaumMm KOHKPETHOM CeMbe U NPOrHo3npoBaTh
BO3MOXHble BapuaHTbl pa3suTtusa byayuien 6epemMeHHOCTH
MOXeT Tonbko Bpay-reHeTuk. Ecnm niogm ¢ CBLU nnn nx
poauTenu NNaHMpyT 6epeMeHHOCTb U XOTAT 06CcyanTb
BO3MOXHbIE€ BapuaHTbl €e pa3BuTUA, UM cnegyeT obpaTtuTbcs 3a
MeOMKO-reHeTUYECKON KOHCYNbTaunen.

Y Unique ecTb oTaenbHble 6poLLIopbl, MOCBALLEHHbIE
NNaHNMPOBaHMIO crieaytoLLero pebeHka, npeHaTanbHoMy
reHeTU4eCKOMY TECTUPOBAHUIO N ANArHOCTUKE, KOHCY bTaumm ¢
KIMMHUYECKUM FrEHETMKOM U NoAdepKke BpaTbeB 1 cecTep AeTen
C PEOKMM reHETUYECKUM OTKITOHEHWNEM.

KakoBbl npusHakm cuHgpoma BugemaHa-
LlLTanHepa?

Hwxe npuBeaeHbl pa3nuyHble npobnembl co 340pOBLEM U
paccTponcTBa noBeaeHus, KoTopble Habnoaanmcb y niogen ¢
CBLL. Y cuHgpoma ecTb psag npusHakoB. OgHako CTOUT y4ecTb, YTO He y Bcex niogen ¢ CBL 6yayT
BbISIBIIEHbl BCE U3 HUX. Kpome TOro, OAMH M TOT Xe NPU3HAK MOXET NPOSBAATLCA B Pa3HON CTeneHu
y pasHbix nogen. Mbl 0CO6EHHO OTMETUM Te NPU3HaKK, KOTopble TPebylT cneunanbHOro BHUMaHNA
CO CTOPOHbI CEMBM.

“Mockonbky cuHapom BuaemaHa-LLtanHepa cBsizaH C LUIMPOKUM CMEKTPOM KIUHUYECKUX MPOSIBIIEHNI
M ero Npu3Haky MoryT NposiBNATLCS y AETEN B NTErkOn, CPeAHETKENoN nnm Taxenon dopme,
ANarHoCTMpoBaTb CMHOPOM HenpocTo. Kpome Toro, Aaxe 3HaHUSA BeayLmMX reHeTUKOB,
AEeCATUNETUSAMU 3aHUMAIOLLUXCS UCCneaoBaHUsaMmU B 3TON obnacTtu, KpanHe orpaHuyeHbl. Kak mama
TPOWX AeTen, y OAHOro U3 KOTopbix aunarHoctnposaH CBLLU, 5 661 nocoBeTOBana A0BEpPUTLCS CBOEN
NHTYNLUMW, NoKa pebeHoK eLe coBceM ManeHbkuin. K LWmMpoKo N3BEeCTHbIM NpMU3HaKaM OTHOCATCA
obunue Bonoc (0cOBEHHO Ha NOKTAX U CNMHE), rnybokasa cakpanbHas (KpecTLoBas) siMKa U
TPYAHOCTW NPWU KOPMIIEHUN C CaMOro paHHero Bo3pacTta. Takke CTouT obpaTuTb BHUMaHWe Ha
HEKOTOpbl€ TUMNYHbIE YepenHOo-NMLEeBblIE OCOBEHHOCTI: LIMPOKas Nrockasa nepeHocuua, BbinyKrbin
cBepX HOpMbI 106 M LLUIMPOKO NOCaXKeHHbIe rnasa. B cnyyae ¢ Hawen Jo4vepbto, nepBbiMy
TPEBOXHbLIMW CUrHanamu ctarno To, YTO nocrne podoB OHa Havyara TepsiTb BEC 1 ee pBario no
HecKonbKy pa3s B AeHb. MHe noTpeboBancs rof, 4tobbl yoeanTs (6e3ycnoBHO JOBPbLIX U y4acTNMBbLIX)
Bpayen NpoBeCTU ANd Hee reHeTudeckoe TectmpoBaHue. B rmybuHe gywum s noHMmana, 4to 4YTo-To He
Tak 1, ecrnv Bam 3HaKoOMO 3TO OLLyLLIeH1e, NPOAoIKanTe HacTaMBaTh Ha cBoem.”

EepeMeHHOCTb n poabl
BonbwunHcTBO Aeten ¢ CBLLU poxgatoTca ¢ HopmanbHbIM poCcToM M Becom. OgHaKo y MHOrMx macca
Tena npu poXxgeHuM — MeHbLle HOPMbl U COOTBETCTBYET 25
npoueHTunto (Baer 2018, Sheppard 2021). Y HekoTOpPbIX
HOBOPOXXAEHHbIX, B CPaBHEHWM C OCTarnbHbIMWU, OTMEYaeTCs
«BANOCTbY. OTO NPOUCXOANT U3-3a HU3KOrO MbILLEYHOrO TOHYCa
(Ha3bIBaEMOro rmrnoToHueNn).

“Mos 6epemeHHOCTb no BosbLuen YyacTu npoTekana
HOpPMarbHO, HUKaKNMX aHOManun Ha paHHUX Cpokax He BbINo
obHapyxeHo. OgHako Ha 38 Hepene ynbTpa3ByKoOBOE
nccrnegoBaHne nokasarno, YTo pasMep ee MovYeToqHMKa bbin
MeHbLle HopMbl. Camo no cebe 3T0 OTHOCUTENBHO
pacrnpocTpaHeHHoe siBNeHne, U HECMOTPS Ha To, YTO ANS
HabnogeHns 6biny NpyMBNeYeHbl CneLmanmncTbl, MeHs
3aBepunu, 4To 3Ta npobnema, ckopee BCEro, peLumnTcs cama
(HO aToro He Nnpoun3soLuso). Poabl NpoLwwnv HOpMarnbeHO, U, XOTA
Halla Ao4b ¢ cuHapoM BuoemaHa-LUTanHepa Gbina camon
MUHWATIOPHOW U3 TPEX Halnx aeTewn, ee BeC Npu poXxaeHUN
BCe paBHO bbin B Npeaenax HopMbl (MpumMepHo 2,8 kr). A 6ol




ckasana, YTo Mbl 3aMEeTUMK, YTO YTO-TO He TakK, ellle B NepBble HECKOIbKO MecsLEeB. Y Hee Obinu He
MPOCTO KOJSINKKM, e€ COCTOsIHME ObINo HAMHOTO XyXe. A xoTena 6bl ckazaTb POAUTENSAM, YTO B NEPBbIE
AHW OYeHb BaXXKHO 3anucbiBaTb abCOMOTHO BCe. [1oBOMbHO YacTo MeauUUHCKNME paboTHUKN CYMTatoT,
YTO 9TO OLIMOKa poaguTENEN UMK, YTO ELLE XYXKE, OOBUHSIIOT UX B XXECTOKOM ObpaLLeHnn ¢ pebeHKoM.
Mbl BENW TLWATENbHBIN Y4ET KaX40ro KOPMAEHUS, KaXXA0ro BNaXXHOro M rpsi3HOr0 MNOATy3HMKa, KaXKaom
PBOTbI, YTOOLI MOKa3aTb JOKTOPaAM, YEM Mbl €€ KOPMUI 1 YTO OHa Morna Obl nepeBapuTb, Nepen TeM
Kak ee CTOLWHUT. 3anncbiBanTe Bce, ecnv Nogo3peBaeTe, YTo YTO-TO MAET He TaK U Tak ObITb He
nomkHo.”

KopmneHue

OTtcTtaBaHue B (h3My4ecKoM pasBuTum U TPYLHOCTU NPU KOPMIIEHUN HYacTO BCTPEYalTCA B paHHEM
aetcTee y naumeHToB ¢ CBLU. HekoTopbiM geTam HazHavaloT KopMmeHne Yyepes Tpyoky, koTopas nget
Yyepes HOC B Xenyaok (HasoracTpanbHblv 30HA). HekoTopble AeTu BbiHYXAEHbI NONy4aTh NULLY Yyepes
racTpoOCTOMY (YPECKOXKHbIN 3HLOCKOMMYECKNIA raCTPOCTOMUYECKNIA 30HA) Y 6oNbLUMHCTBA AETEN C
CBL ¢ Bo3pacTom TpygHOCTU NpY KOPMIIEHUM NponagatoT.

Y Unique ecTb oTaenbHast 6poLutopa, NOCBsILeHHAs KOPMITEHUIO.

“B nepsble napy et }W3HU HaLLEen JoYepyn KopMreHue, 6e3ycrnoBHO, BbINo Ans HAac OHON U3 caMblX
6onbLuvx npobrnem. OHa Hayana HabupaTtb BEC TOMbKO NOCHe TOro, KaK e yaanunm MUHOanuHb! 1
ageHouabl. Pogutenu, npunaraiTe Bce yeunusi, 4Tobbl Ball Marbil Cber, Kak MOXHO 6orbLue nuiu,
Habpan Kanopuu, HO NP1 3TOM He nepeern A0 TOLWHOTLI (3TO HenpocTas 3adava, Kak Hu KpyTn). B
HaLleMm criyyae nomorna MofoYHasi cMecb «MHaTpuHMY», NPonUcaHHas HaLMOHaNbHON CUCTEMONA
3apaBooxpaHeHus Benukobputanum. Takke HeKOTopoe Bpems Bbinu NonesHbl 3aryLeHHbIe KUOKOCTY.
O[HaKo s cunTalo, YTO Ha POAUTENEN MOTYT OKasbiBaTb OFPOMHOE [JaBfieHne, 3acTaBnsaTh UX NPUHATD
onpeaeneHHbIe peLleHns 1 AeNcTBoBaTh Mo onpeaeneHHon cxeme. Ecnu npeanoXeHHble BapuaHThbl
HEe NoaXOoAsAT BaM U Ballemy pebeHKy, HyXHO 1UcKaTb TO, YTO NOAOVMAET MMEHHO BaM. Mbl Bce
CTPEMUMCH cAenaTh BCe BO3MOXKHOE, YTOObI MOMOYb HalMM AeTAM, U s ybexaeHa, 4to nobas gpopma
KOPMIIEHUSI — 3TO 3ameyaTernbHo.”

3anopbl
Y peten ¢ cnHgpomoM Bugemana-LUTanHepa 4acTto crny4aroTcs 3anopbl, MO3TOMY MHOMM
NPONUCLIBAOT NekapcTea, YTOObl MOMOYb C 3TUM CMPaBUTLCS.

Pusnyeckoe pasButue

Y mHorux nogen ¢ CBLU pocT 1 BeC HaxoasaTcsa B HUXKHEM Anana3oHe HOPMbI UM HEMHOIO HUXKe
HopMbI. Y HebonbLioro npoueHta aeten ¢ CBLU HabntogaeTca aemumnt ropmoHa pocta. B Takom
crnyyae UM MOXeT OblTb HeobxoaMma ropMoHanbHas Tepanusi.

MHTEHHGKTyaanoe pa3BuTne n CMOCOBHOCTb K
oby4yeHuo

Kaxpgbin yenoBek ¢ CBLL ocBanBaeT HOBble HaBbIK/ B
nHOaMBUAyanbHoM Temne. ng MHOrMX nogen ¢ 3aTumM CUHAPOMOM
TUNU4YHA 3a4ep)KKa MOTOPHOIO U PeYEBOro PasBUTUS C YMEPEHHON
WHTEeNNeKTyanbHOW He4OCTaTOYHOCTLIO N TPYAHOCTSAMU B 0BYyYEHUN.

BonbwnHCTBY aeten Kk 12 rogam TpebyeTca oNonHUTENbHas
NOMOLLb B LLKOSE Unu cneumnanbHoe obyyeHne, YToObl NOMOYb UM
packpbITb NoTeHuman. CTeneHb BbIPaXXEHHOCTWN TPYLHOCTEN B
00y4eHNn 3HaYMTENBHO BapbMpyeTCs Y pasHbiX NaumeHToB. Y
HebonbLworo yncna niogen ¢ CBLU HabntogaoTca cepbesHble
TPYAHOCTU B 0BYYEHMM M NULLL Y HECKOSbKUX YeroBEK — nerkas
cTeneHb 3afepXXKu YMCTBEHHOIO pa3sBuTnd. TeM He MeHee, eCTb
He6onbLon npoueHT ntogen ¢ CBLL, koTopble nocTynunu B
YHUBEPCUTET UMW KOSNEeoX.

Y mHorux nogen ¢ CBLU xopoLwo pa3BuT HaBbIK YTEHUS. Y paaa
nogen ¢ CBLU oH pa3sut gaxe ny4ile, 4em y CBEPCTHUKOB.




OpHako, oHM NoHMMatOT He Bce cnosa B TekcTe. MHormum niogsam ¢
CBLU tskeno gaeTtca matemaTumka.

YpoBeHb cnocobHOCTEeN B3pOCHbIX ¢ cuHgpomom CBLU pasnuyeH.
BcTtpevatotca B3pocnbie ¢ CBLU, koTopbie xuByT 1 paboTtatoT
CaMOCTOSITENbHO, Y HEKOTOPbIX M3 HUX eCTb CBOM AeTu. [pyrue
HaxoasT paboTy NpM NOMOLLM COMPOBOXAAEMOro TPYAOYCTPONCTBA
N NPOXMBAIOT B crieymanbHO 060pyA0BaHHOM Xunbe. HekoTopbim
B3pOCNbIM TpebyeTcst NOCTOAHHbIN YXOA.

Y Unique ecTb oTaenbHasi cepus 6poLutop, NOCBSALWEHHbIX
oby4eHunio 1 gansHenwemy obpasoBaHuo, NPodeCCUOHaNbLHON
NOArOTOBKE M TPYO4OBOW AEATENBHOCTMW.

“Hawa noub elile ManeHbKasi, No3TOMy s Bbl He cTana aaBaTth
OLEHKY YPOBHIO ee pa3BuTus u oby4aemMocTH, TaK Kak OHa eLLe He
nowna B wkony. OgHako s MOry C yBEPEHHOCTbIO CKka3aTb, YTO OHa & £ s
yXe pobunack onpeaeneHHbix ycnexos. [1ycTb 1 ¢ cepbe3HbIMM 3a4epKkammn, HO OHa Hay4mMnach
X0OMTb C NOLAEPXKKOW B Bo3pacTe 2,5 neT, 1 cenvac, B 3 roa, OHa y>Ke HaunmHaeT cKragblBaTb
crnoBa BMeCTe, FOBOPUT KOPOTKME NpeanoxeHns. Hawa yenb — HayuYnTb ee OCHOBHbIM (bpasam,
KOTOpble NOMOryT el YeTKO 0003Ha4aTb, YEero OHa XO4eT, a Yero HeT, YTobbl OHa Morna
CaMOCTOSATENbHO nonyyaTtb He06XO0AMMbIN XU3HEHHbI ONbIT. Ham noHagobunock Bpemsi, 4Tobbl
Hay4uTb €€ roBOpuTb «Aa» N «HeT». Mbl ncnonb3oBann cMech sidblka MakaToH 1 pasroBOpHOM
peun, YToObLI NOMOYb € MoKa3aTb HaM, YTO el HYXKHO. A 3ameTuna, 4To el O4eHb NOMOrasno
npucyTCTBME CTapLumx BpaTbeB 1 cecTep, KoTopble Benu cebsi ¢ Hel «kak 0bbl4HO». B HekoTopom
CcMmbIche, 4 paja, YTo HaM He MOCTaBUN AuarHo3 cpasy, MOTOMY YTO Mbl OTHOCUIUCH K HaLLEewn
A04Yepu TakK e, Kak U K HalMM HENPOTUMNNYHBIM AeTSM. DTO Kacarnocb BONPOCOB CHa U 0by4eHus.
Mbl iICHO JaBanu e NOHsATb, Kakoe NoBeAeHMe Npuemnemo, a kakoe Het. lNMpouecc obydeHus,
04eBMOHO, MPOTEKAET He TakK, Kak y ee 6paTbeB u cecTtep. N XOTa HEKOTOpbIE NMOHATUSA, KOTOpble
OONbLUMHCTBOM AETEN BOCMPUHUMAIOTCS Nerko (paHblue/no3xe/cenyac), Bce eLle CrmwKkomM
CNOXHbI ANsi Hee, cenyac OHa yXXe ropasfo nyylle BbipaxaeT cBou Mbicnun. A 6bl pekomeHaoBana
NposBAATb YNOPCTBO, Korga a1o TpebyeTcs, HO He HYXXHO AaBuTb Ha pebeHka. Co BpemMeHeM OH
npuobpeTeT BCe HEOOXOAMMbIE HaBbIKW, HO, MPEXAe BCEro, OH AOIMKEH HAaYyYNTbCS TEPNEHMIO,
4TOBbI 2AANTMPOBATLCS K XKM3HN B HEMOAXOAALLMX ONA HEro ycrnosusx.”

I'IOBe,quMe: CUJibHble CTOPOHbLI U TPYAHOCTHU

lMpoBeaeHHOE rpynmnor NCMxonoroB nccrnegoBaHne nokasano, 4to noam ¢ CBLU yBepeHHO
B3aUMOENCTBYIOT C OKpyXXatoLwmnmn. Tak e Oblno BbISIBNEHO, YTO MHOrMe U3 H1X obnagatoT
[o6pbIM HpaBoOM M ymMetlT pagoBaTbes xusHu (Yuill unpublished).

OpHaxko npu CBLU yacTo BCTpeyalTcsl pacCTporCTBa NoBeAEHUS Pa3HOW CTENEHN BbIPaXKEHHOCTMN,
KOTOpble MOryT O4eHb BecrnokonTb poanTenen. 3a4acTyto 4eTH XOPOLLO BeayT cebs B LIKOMe, HO C
poauTensammn noBeaeHne MeHsieTcsa B XyaLyto cTopoHy. OcobeHHOCTM NoBeAEHMS YacTo
06yCnoBneHbl CIIOKHOCTBLIO B NEPEKITIOYEHNM C OAHOW OEATENBHOCTM UMW CUTyaLMn Ha ApYryto,
HU3KOW TONEPaHTHOCTLIO K CTpeccam 1 rmnepakTMBHOCTLIO. Y HekoTopbIx nitogen ¢ CBLU
OunarHocTnpoBaHbl aytuam 1 COBIT. Y HEKOTOpPbIX eCTb NPU3HaKM ayTuamMa, HO UX HEQOCTATOYHO A1s
nocTaHoBKM AnarHo3a. Yacto y niogen ¢ CBLU oTMevaeTcsi BbICOKMI YPOBEHb TPEBOXHOCTH,
KOTOpbI He Bceraa oveBuaeH 6e3 AONONHUTENBbHOW ANArHOCTUKM.

Y Unique ecTb oTaenbHble 6poLtopbl, NOCBALWEHHbIE CIOXKHOMY MOBEAEHUIO.

“MbiTasicb «BbIBUTL» AN AOYMEPU UHAMBUAYANbLHbIA NNaH NOAAEPXKKN B 06pa3oBaHuu,
MeOULMHCKOW 1 CoLuManbHOM NoMoLK, 9 obpaTtunacbh K HEBpOrory BeayLen 4eTCKOW KITUHUKN,
4YTOObI BbISICHUTb, «BNUCHLIBAETCA» NN MOSA A0Yb B KATErOPUI0 «pacCTpPOMCTBa ayTUCTMYECKOro
cnekTpa». A gymana, 4To ee noBefeHune B LLKore npoLle 66110 Obl 00BACHUTL ayTU3MOM
(M3BECTHBIM OTKITOHEHNEM), YeM C cMHOpoMoM BuaemaHa-LUtanHepa (HeBEpPOATHO peakum v
HEM3BECTHbIM OTKITOHEHMEM). B HaleMm crnyyae nonyyYnnoch Tak, YTo 404Yb He «Bnucanacb» B
NpuU3HaKkn1 gnarHosa paccTponcTBa ayTUCTUYECKOrO CNEKTPa, HO BaXKHO TO, YTO 9TOT XXEe MUSTbIN 1
HepaBHOAYLUHbIA Bpay Jana MHe COBET He HaBeLLMBaTb SPrblkM Ha cBoero pebeHka. Takoe fnerko
rOBOpPUTb, HO Mbl, POAUTENN OETEN C OCOBEHHOCTSAMU, 3HAEM, YTO MUP CTPOUTCS Ha siprbikax, U



3a4acTyto, YTOObI NONMYYNTb KaKylo-TO CYLLECTBEHHYIO NOOAEPXKKY,
ApnbIk NPOCTo Heobxoaum. OgHaKO Co BPpEMEHEM 1 MOHANA, YTO
3Ta Bpady Mmerna B BUAY: C OAHOW CTOPOHBI, Y HaLLEen JoYepu
BO3HMKAET MHOXECTBO TPYAHOCTEN BO MHOMMX cdhepax KU3HU
(Npo6nemMbl ¢ KOHUEHTpPaUnen BHUMaHUA, NOCTOSAHHbIE HEPBHbIE
CpbIBbl, CEHCOPHbIE Neperpy3k1, pycTpauus n nHorga arpeccus).
C ppyron, oHa c4acTnvBbIn, OBLLNTENBHBINA, NPEe4aHHbIN U
nobsawmnn pedbeHok. Kaxxabii pedbeHok ¢ CBLL, Tak e, kak n
KaXXabl HEMPOTUNUYHBIN pebeHoK, NHAMBUAYaneH.
CocpenoToybTe BHMMaHNE Ha cBoeM pebeHke 1 He BecrnokonTech
o apnbikax.”

HapyweHue cHa

HapyuweHune cHa 4YacTto BcTpedaeTtcsa npy CBLU n moxeT GbiTb
CBSI3aHO C HapyLeHNEM LMPKagHOro pUuTMa — BHYTPEHHEro
npoLecca, KOTopbI perynupyeT Bpems cHa n 6ogpcteoBaHus. Ha
COH TaKkke MOryT BfvsaTb U Apyrve NpuaHakm OTKIIOHEHWS,
HanpuMep: ractpoasodareanbHbli pedntoKC 1 pacCTpoUCTBa NoBe4EHUSA
Y Unique ecTb oTAenNbHble OPOLLIOPbLI, NOCBSILLIEHHbIE TEME CHA.

CynopoOXHbIN CUHOPOM U MO3T

Okono 20% nogen ¢ CBLU cTtankMBanucb ¢ CyA0pPOXHbIM CUHAPOMOM. Y HEKOTOPbLIX NoAen ¢ 3TUM
CMHAPOMOM MOXeT ObiTb 6onee BbipaxeHa 3agepKka B pasBUTUM/MHTENNEKTyanbHas
HEeAOCTaTOYHOCTb.

Mpun BU3yanusaumm mo3ra vaile BCEro HaxoasaT aHOManuto B NyyYke HEPBHbIX BOJIOKOH, KOTOPbI
coeavHsaeT ABe YacTn mo3ra (OH Ha3biBaeTCs MO3OSIMCTbIM TEMNOM) M B 3aLUTHOM CIioe BOKPYT
HepBoOB (MMenuHoBon obonouke). OgHako Takke OblM 0OHapYXeHbI aHOManuMM rmnoduraa (kenesa
B FOSIOBHOM MO3re, BblAeNsALas ropMoHbl), USMEHEHNSA B (hOPMMPOBAHNN HApY>XHOMO Criosi Mo3ra
(kope ronoBHOro mMo3ra) u cnektp Mansdopmaunn Kuapu 1 Tmna, npm KOTOPbIX HUXKHAS
NOBEPXHOCTbL MO3ra CMELLAeTCsi Ha LieHTpanbHbIA KaHan cnuHHoro mo3ara (Sheppard 2022).
BaxHO noHumaTb, 4TO He y Becex ntoaen ¢ CBLU Bo3HukaeT manbdopmaums Knapu n, gaxe ecnu
9TO NPOUCXOAMT, HE Y BCEX MOSIBNAOTCA CUMMNTOMbI. B cnyvyae ux oTCyTCTBUSA, NeYeHNne MOXET He
notpeboBaTtbcs. K cumntomam, Ha KoTopble cnegyeT obpaTtnTb BHUMaHUE 1 O KOTOPbIX
Heo6xoaMMOo cooBLNTEL Bpayy OTHOCATCA: rONOBHbIE 60K, TOWHOTa 1 pBOTA,
OHeMeHue/nokanbiBaHNe B pykax UIv Horax, MblllevHas criabocTb 1 HapyLleHne 3peHuns.

MbIwWwubl 1 KOCTHU
Y HekoTopbIx Nntogen ¢ CBL moxeT HabntogaTbCca cpalleHne WenHbIX MO3BOHKOB (CpaLleHne
MO3BOHKOB LLUENHOro OTAera Unm KOHKpPeCLLeHLUS LEeNHbIX NO3BOHKOB). M03TOMY UX LLed MOXeT
ObITb HEMHOTO KOpoYe, YeM 06bI4HO. Kak npaBuno, aTo He Bbi3biBaeT npobnem. OgHako ecnu
NnosiBNSIETCA NoKarnbiBaHNE B KOHEYHOCTSX, MOTEPS
YyBCTBUTENBHOCTU 1 CNAbOoCTb, @ MbILULbI UCTOLLAIOTCS UK
yMeHbLUaTCa B 06beMe, HO Ha 3To cneayeT obpaTuTb BHUMaHWME.
Y HekoTopbIX AeTen n B3pochnbix ¢ CBLU passuBaeTcs ckonuos
(MCKpMBrIeHNe NO3BOHOYHUKA), @ Y HEKOTOPbIX — AUcnnasus
TaszobeapeHHOro cyctaBa, KOTOPY AuarHOCTMpytoT B 6onee
nosgHem Bo3pacrte. Mpu 3ToM cMHAPOME YacTO NOSABNATCA
cakparbHble SMKK (HebonbLune yrnybrneHus B HWKHEN YacTu
CMUHbI, B obnacTtu kpectua). Y HebonbLuow rpynnbl foaen 6o
ANarHoCTMPOBaHO CKPbITOE pacLyenneHne No3BoHOYHMKA (spina
bifida occulta) — 310 aHoManusa pa3BuMTUs NO3BOHOYHOrO cToNba,
npu KOTOPOW MexXay NO3BOHKaMu obpasyeTcs wenb. Takke
OTMeYeHb! criyyan cMHapoMa (OUKCMPOBAHHOIO CMMHHOIO MO3ra,
npy KOTOPOM CMMHHOW MO3T NMPUKPENAETCS K TKAHAM BOKPYT
NMO3BOHOYHMKA.




Bapocnble ¢ CBLU nHorga ctankMBaroTCsl C BbIBUXOM KOJIEHHOW Yalleyku, U1 HaaKONeHHMKa,
TpebyoLWwmnM XMpypruieckoro BMeLLaTenbCTBa.

UMMyHUTET N nHekuum

HecmoTps Ha To, 4TO JOBONBbHO GonbLuoe konmyecTBo Ntogen ¢ CBLU B geTcTBe BOCNPUNMUMBO K
WMH(PEKUNOHHBIM 3a60neBaHnaM, N1Lb Y HEMHOMMX U3 HUX NPOCNEXNBAOTCA Cepbe3Hble Npobrembl
C UMMYHHOW cuCcTeMOMN, Tpebytowwme neveHmst (MMMyHogedumumT). BeigensoT cnegyowme Buabl
nMmmyHogeduunta y nogen ¢ CBLU: HM3Knn ypoBeHb aHTUTEN (rMnorammarnobynuHemms) n cnabas
OTBETHAas peakums Ha NHEBMOKOKKOBYHO nonucaxapugHyto sakumny (MrNB) (Stellaci 2016, Bogaert
2017).

“Hawa no4b Heckonbko pas 6onena NHEBMOHWEN, U OHaXObI OHa 3abonena oveHb Tsxeno. OHa
rnonana B peaH/MauUio U MpoOBena B UCKYCCTBEHHO KOMe ABe Headenu. Toraa y Hee npousoLuna
ocTtaHoBka cepaua. Ecnv Balu peGeHOK 4acTo CTankuBaeTcs C MHAEKUMSAMM ObIXaTernbHbIX NyTen, s
COBETYI0 pacckasaTb BpadaM Kak MOXHO 6orblie npo cuHapoM BuaoemaHa-LUtanHepa v runoToHuto
(CHWKEeHME TOHYCa MbILLL), MOTOMY YTO 3TO BMMAET Ha CMOCOBHOCTL pebeHKa KalMATh U BbIBOAWUTL
MOKPOTY, 0COBEeHHO B MrnageH4ecTBe. He cTecHsiiTeck o6pallatbcs 3a COBETOM K ApYrvM
crneumnanvcTamM v aaxe akTMBHO CTPEMUTECH Y3HATb MX MHeHWe. B aTom criyyae noctpagaeT TOnbKo
camontobue Bpaya.”

nasa

Y pneten n B3pocnbix ¢ CBLU BbisiBNeH psg pusmnyeckmx
NPU3HAKOB CMHOPOMA, CBSA3aHHbIX C rnaszamu. Cambiv
pacnpoCcTpaHeHHbIV U3 HUX — Kocornasue (strabismus). Y
HeKOTOpbIX HabnogaeTcst NTO3 BEPXHErO Beka, a Takke
6rM30pYKOCTb UNKN AanbHO30PKOCTb.

JIOP-3aboneBaHua (naTonorum yxa, ropsia u Hoca)

Camoe pacnpocTtpaHeHHoe JIOP-3abonesaHue y niogen ¢ CBLU
— CUHAPOM OBCTPYKTUBHOIO anHo3 CHa, TO ECTb
nepuoanyeckne OCTaHOBKM AblxaHUsA BO cHe. MiHorga B 3ToM
cnyyae TpebyeTcs yaaneHve rmaHg unv ageHonaos.

3yObl
Y MHOMMX AeTen npexaeBpeMeHHO NpopesatoTcs U BbinagatoT
MOSIOYHbIE 3yObl.

Y Unique ecTb oTaernbHble BpoLLIOpbI, MOCBSLLEHHbIE yXoay 3a 3y6amu pebeHka n OCHOBHbLIM
npobnemam c 3ybamu.

Cepaue

Okono aByx TpeTen MnageHues ¢ AvarHoctTuposaHHbiM CBLL poxagatoTcs co 340poBbIM cepaueMm.
Y TpeTu HOBOpOXAEHHbIX HabntogaTcst Npobnemsl ¢ cepauem (BpoXaAeHHbIN NOpok cepaua). Mpu
HEKOTOpPbIX aHOManNusax pa3BuTUs cepaua AoCTaToOYHO HabnogeHne y cneumanncTa, B UHbIX
cnyyasax MoxeT noTpeboBaTtbcsa onepauus. Yalle Bcero BcrpedaeTcsa AedekT OTKPbITOro
apTepuanbHOro NPOToKa UMM MexoKerny04KOBOW neperopoaky cepaua. Takke oTMeYeHb!
HapyLLeHus cepaeyHoro putma (Sheppard 2022).

Mo4ku, nonoBble opraHbl U MOYEBbIAENUTESIbHAA cucTema

Kak npasuno, y geter ¢ CBLU HeT HapyLwieHuii B paboTe noyek, 0gHaKo cam opraH MoxeT ObiTb
yBenuyeH (rmapoHedpos) unu moryt HabnaaTbCs apyrne CTPYKTypHbIE aHOManum noYek u maTku
Y AEBOYEK.

YepThbl NMLa n BONOCHI Ha Terne

HecmoTps Ha To, 4TO AeTn 1 B3pocnble ¢ CBLU noxoxun Ha YNeHoB CeMbU, B HUX NPOCIEXMBAKOTCH
4YepTbl NMUA, KOTOPbIE NPUCYLLN OPYTUM FIOASIM C TEM XKEe FreHETUYECKUM OTKIIOHEHMEM.

Kpome Toro, ntogu ¢ CBLL yacto oTnnyaroTcst M30bbITOYHBIM POCTOM BOSIOC Ha Tene
(rMnepTpmnxo3om).



C6omn B paboTe 3HOAOKPUHHOWN CUCTEMDI

PocT B npegenax unv Huxe HWXHeN rpaHnLbl HOPMbl —
xapakTepHbin npusHak CBLL. Y HekoTopbIX AeTen MoxeT
HabnogaTbes gedmumnt ropmoHa pocta. B atom cnyvae
Heobxoguma ropMoHarnbHasa Tepanus.

Y HebonbLUON rpynnbl Ntogen 3aTpoHyTa ogHa U3 xenes
rofIoBHOro Mo3ra, BblpabaTbiBatoLwas ropMOHbI (rMnocums),
No3TOMy MM HEOBXOAMMO OTCMeXMBaTb YPOBEHb TOPMOHOB. MM
TaKke MoOXeT OblTb Ha3HA4YeHO fie4YeHne C UCMOSNb30BaHNEM
3aMeCTUTENbHON ropMOHanbHON Tepanun, KOTOpoe MoXeT
okasaTbCs 3DEKTUBHBIM.

Y yvactu geten ¢ CBLU HabnogatoTcs Npu3HakM paHHEro nosioBoro
pasBuTUA, Hanpumep, paHHee OBONIOCEHME NaxoBOM U
nogMbiledHon obnacrten (NpexgeBpeMeHHOe agpeHapxe).

Y xeHwwmH ¢ CBLU 6bin gnarHoctMpoBaH CUHAPOM MOSIMKMCTO3HbIX
anyHunkos (CINKHA), npu koTopom B AnHHUKaX 06pasyoTcs KUCTbI.

Y Unique ecTb otaenbHasi 6polutopa, NocBsweHHas NnoioBoMy
CO3peBaHMuIo.

Ceasb mexay CBLU v noBbiweHHbIM puckom pa3sutusa paka HE JOKA3AHA
Korga poautenu vyt uHdopmaumio o reHe KMT2A B nHTepHeTe, OHM B0ATCA HaUTK CBA3b MeXay
CBLU n noBbiWweHHON BEPOSATHOCTLIO pa3BuTUs paka. o nmetowmmes Ha 2024 rog gaHHbIM,
NnoBbILLEHNE pucka pa3BuTusa paka y nogen ¢ CBLU, BbiaBaHHOE n3ameHeHusamMun B reHe KMT2A, He
AokasaHo. B rpynne u3 104 yenosek B Bo3pacTte 40 40 neT H1 y 0agHOro He 6bin BbISBIEH pak
(Sheppard 2022). OgHako HeobxoauMbI AanbHeNWMe nccnegoBaHus, YTobbl TwaTenbHee n3yumTb
3TOT BONPOC.

Neuntca nu cunppom BupaemaHa-lUranHepa?

B HacTosiee Bpemsa unsneuntb cuHapom Buagemara-LUTtaHepa HEBO3MOXHO, MOCKOSbKY
nocneacTBUSA reHeTUYECKNUX N3MEHEHMI NOSABIAIOTCA YKe BO Bpemsi opMMpoBaHUS U pas3BUTUSA
nnoga. Tem He MeHee, 3HaHWe anarHo3a MoxeT obecneunTb COOTBETCTBYOLWEe HabnogeHe n
neyeHune, a Takke pasButve obpasoBaTenbHbIX NPOrpaMm, rae y Kaxagoro pebeHka ¢ CUHOPOMOM
BuaoemaHa-LUTanHepa ecTb BO3MOXHOCTb pacKkpbITb CBOM noTeHuunan. iccnegosaHnsa go cux nop
npoaomkatTcd, 1 B byayLiem MoryT nosiBuTbCA 0cobble MeToAbl FEHHON Tepanuun A5 HEKOTOPbIX
NPOsIBNEHUA CUHApoMa.

“Halua no4b — camblil CHaCTNMBBIN YENoBEK U3 BCEX, KOro S 3Hal0, OHa HaxoauT pafocTb Aaxe B
cambIX MarneHbkMx Belax. bonblue Bcero Ha cBeTe oHa NbuT NpuHMUMaTh Ayl U e30UTb Ha
nnpTe. A gymato, Mbl Bce Mornv 6el MHoromy y Hee noy4utbes! OHa ynbibaeTcs Kaxaomy 1 Bcem
cepauem nbut nogen. XoTa ee Xn3Hb CroXHa, U MHOFOYMCINEHHbIE BU3UTLI K BpadyaM MOryT ObiTb
YTOMUTENBbHLIMW, HO Mbl Obl HM 3@ YTO HE MPOMEHSANM HaLly O0Yb.
OHa NprBHOCUT PadoCTb B XM3Hb KaXXO0ro, KTo BCTpevaeTcs Ha ee
nyTun, 1, 6e3yCcroBHO, AenaeT Hawly XnsHb ny4we. 3aboTa 0 Hewn
cTana ans MeHst OAHUM M3 CaMbIX CITOXKHbIX UCMbITAHWUIA, U 9 00 CUX
nop y4yCb CnpaBnsaTbCsA ¢ aTon 3agaven. OgHaKo MMEHHO 3TO
coenano MeHs ropasfo curbHee 1 yBepeHHee B cebe. He
3abbIBaNTe, YTO B pa3roBOpe CO crneumannctaMm MMEeHHO Bbl
BbICTyrnaeTe B pOSin 3KcnepTa no ceoemy pebeHKy (1 no ero
340pOBLI0, B TOM YMCre, NOCKOMbKY OOMbLUMHCTBO Bpayven gaxe He
cnblwanu o6 atom cuHgpome!). He comHeBanTech B cebe, He
cOaBanTechb M NpoaoInkanTe 60pPOThCS 3a MHTEPECH! BALLEro
pebeHka.”




KnuHunyeckue pekoMeHAaaunun
Bbinn onybnnkoBaHbl 3apybexHble pyKOBOACTBA NO KMMHMYECKOW NPaKTMKe AN cuHapoma
Bugemana-LUTanHepa (Baer and Sheppard 2021, Sheppard 2022).

KoopanHauua megMuuMHCKOM NOMOLLMU

[eTn [omKHbI HAXOAMTBCA NOA NOCTOSAHHBIM HabnAeHNeM Bpada
obLen npakTukun (B 60nbHMLIE) NN y4aCTKOBOro neguaTtpa, KOTopbIn
OyaeT oueHnBaTb 1 KOHTPONMPOBATb MX 340POBLE, POCT, Ppas3BUTUE U
nosegeHune. Kpome atoro, MmoxeTt notTpeboBaTbCs yvacTme y3Kux
cneLmanmcToB.

Bapocnble ¢ cuHgpomom BuaemaHa-LUtanHepa oomkHbl exXerogHo
npoxoauTb o6cneaoBaHne y CBOEro TepanesTa, a Takke MoryT
HabngaTbCa y ApYrnx CneumannucToB, Hanpuvep, B
NCUXOHEBPOSIOMMYECKOM OTAENEHUN.

“Moi1 rnasHbIN COBET poaMTENsAM AETel C 3TUM CUHOPOMOM: KaK
TONbKO AMarHo3 NoaTBepAMTCA, MOCTapanTech BCerga BOAUTb
pebeHka B 0aHy M Ty e 60nbHULY 1 ybeamTech, YTo B HEN
paboTaeT OeNCTBUTENBHO CUIbHAst KOMaH4a Bpayen-negnuaTpoB n
OpYyrMx cneumanncToB. A 3Hato, YTO 3TO MOXET ObITb HEMPOCTO, U, KOHEYHO, MOTY MOATBEPANTD, YTO
ponroe npebbiBaHne B 60nbLLMX BoNbHULAX — HE caMoe BECerioe 3aHATUe, HO CO BPEMEHEM Bbl
3amMeTuTe, YTOo y Bawlero pebeHka eCTb MHOXEeCTBO nNpobnem co
3[00pPOBLEM, O KOTOPbIX Bbl Aa)Xe He nogo3peBanu. [ockonbKy CMHAPOM
BuaoemaHa-LUtanHepa gencTBUTeNbHO Manon3BeCTeH, Bam nNpuaeTcs
[enuTbcst MHopMaLUnen ¢ MeAULIMHCKUMK paboTHMKaMK, 1 AenaTtb 3TO
[OBOJIbHO YacCTO, MHOTrA4Aa B OYEHb HaMpPsPKEHHbIX cuTyaumsix. O4yeHb
NMone3Ho MMETbL Mo PYKOW BCe NpeablayLine gaHHbIE O COCTOSIHUM
3[10pOBbs Ballero pebeHka. B noeansHOM Mupe Mbl Obl HALLNK
neguaTpoB, KOTOpbIE MOrfn Gbl TECHO B3aMMOLENCTBOBATbL CO BCEMU
crneumanuctamu, KotTopble NoHagobaTcsa Bawemy pebeHky, HO B
peanbHOCTM 3TUM YenoBekoMm byaeTte Bbl. besycrnoBHo, yaobHo, koraa
BCSA MHAOPMaLMA O 3[0POBbE BaLLNX AETel XpaHUTcs B ogHoM mecte.”

NMutaHne n nuweBapeHue

Heobxoanmo cneguTb 3a BECOM HOBOPOXAEHHOro, OLEeHNBaTb
OOCTaTO4YHO N efbl OH noJly4aeT, npu HeOGXOp,VIMOCTVI AOoKapMnnBaTb.
HeKOTOprM MOXeT HOHap,O6I/ITbCF| NOCTaHOBKa Ha y4eT K cneunanncram
Nno NMMTaHULKO.

Takke OeTu AOIMKHbI ObITb 06CreaoBaHbl Ha NPegMeT Hann4ms
3anopos.

Pusnyeckoe pasButue

Heobxoanmo cneguTb 3a pOCTOM AeTen 1 ero AMHaMMUKOWN.

Ecnun pocT yenoeeka 3amennsieTcsa unm ero 6a3oBbii aHanM3 Ha rOPMoOH
pocTa nokasbiBaeT OTKIIOHEHMS OT HOPMbI, cnegyeT 06paTuTbes K
3HOOKPUHOMOrY 4S8 NPOBEAEHUA OUHAMMYECKOro TecTa Ha CTUMYMALNIO
BbIpaboTKM rOpMOHa pocTa, YTOObI BLISBUTL €ro AeULMT.

Cepaue

Heobxoanmo npontn Y3U cepaua (axokapgmorpaMmmy) Ans BbiaBNeHUs
aHomanum ero ctpoenus n Kl (anekTpokapanorpammy) ans
ONarHOCTMKN HapyLLIEHUI cepaevHoro putma.
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Mouku

Heobxoanmo npontn Y3WM GproLHON NONOCTU, YTOObI OLLEHNTb CTPYKTYPY M CTEMNEHD
NaTonorM4ecknx N3MeHEHNN NoYek n MoYeBoro ny3bipsi. B cnyvyae Heob6xoaumocTu, a Takke no
OOCTUXEHUM onpeaeneHHoro Bo3pacrta, Hanpumep, Npu HacTynneHnM NonoBOM 3penocTy,
pekomeHayeTca nponTtn Y3 opraHoB Manoro Tasa, Hanpumep, 4Tobbl BbISBUTb Y AEBOYEK
BO3MOXHbl€ aHOManuu passutns maTtkm n CIKA.

CakpanbHas siMKa

CakpanbHas sMka — 3T0 HebonbLloe yrrybneHne B HXHEN YacTu CMUHbBI PSIAOM C ATOANYHON
cknagkomn, B obnactu kpectua. B 6onblwmMHCTBE criyvyaes, cakparbHble SMKU He TpebyroT
MeAMLMHCKOro BMeLlaTenbCTBa, HoO Heo6XoauMO CneanTb 3a UX COCTOSIHUEM U PerynsipHoO
NpoXxoAuTb OCMOTpPbI y Bpaya. MiHoraa moxeT noTpeboBaTtbest 6onee TuiatensHoe obcnegosaHme
(Hanpumep, OMarHoCTMKa C MOMOLLbIO YNbTpasByka).

JIOP-3aboneBaHuna n anHoO3 BO CHe

Heobxoanmo cBoOEBPEMEHHO BbISIBUTbL BO3MOXHbIE HAPYLUEHUS CHA M NPU3HaKM anHo3 BO cHe. [Npu
BO3HUKHOBEHNU npo6r|eM cnepyert 06paTI/1TbC$| K ﬂOPy M COMHONory anda n3y4vyeHuna Kka4ecrtea CHa.
Takxe pekomeHayeTca O6paTVITbCFI K cTOMaronory, YTOObI npoBeCTN OLUEHKY BEPOATHOCTU paHHeVI
noTepun MOJTOYHbIX 3y6OB (Ha‘-laj'la CMEHbl MOJTIOYHOIO anKyca) N paHHero npopea3biBaHnA
NOCTOSIHHBIX 3y60B (hOPMMPOBaHNS NOCTOSIHHOIO MPUKYca), a Takke Apyrnx npobnem c 3ybamu.

UmmyHonorus

[ns noctaHoBKM AnarHo3a Heob6xo4MMO NPONTU
UMMYyHonormyeckoe obcnegosaHue. Kpome Toro, BaxHO
NPOBECTM OLEHKY COCTOAHMS UMMYHHOM CUCTEMbI U
peakuum opraHmama Ha npmeuskun. (OHa BKNOYaEeT B
cebsa onpegeneHne aHTuTen (MMMyHOrNoOyIMHOB), UX
TUTpa 1 numMdoumTapHoro npodpuns). BaxxHo obpaliatb
BHMMaHME Ha TO, KaK 4acTo Y YernoBeKa BO3HMKAOT
WMH(EKLUMOHHbIE 3aboneBaHus.

SHAOOKPUHOMOrns

NHorpa TpebyeTcs npoBeAeHNe 3HAOKPUHOMOrMYECKOro
obcnenoBaHusa (Hanpymep, NPU HU3KOM POCTE U
JeduumTte ropMoHa pocTa).

HeBponorusa

Mpw Hanuynm cygopor, cnegyeTt obpatnTbes K
HeBposiory 1 npontn 33l (aneKkTpoaHuedanorpaMmmy) u
MPT (MarHMTHO-pe30HaHCHYI0 TOMOrpaduio).

O3HakoMMBLUUCH C UcTopuen 6onesHun, Bpavm MoryT
nopekomeHgoBatb npontk MPT ronoBHoro moara.

Y HekoTopsbIx ntogen ¢ CBL (Ho He y Bcex) BbisiBNeHbl Marnbgopmaumm Kuapu 1 tuna. Mpu
HanM4YM CMMNTOMOB MOBbILLEHHOrO BHYTPUYEPENHOro AABMNEHNUs], NPEeANONOXUTENBHO BbI3BAHHOIO
manbopmaumen Knapm (aHomanuen ApHonega-Knapu) 1 tuna (4to 6biBaeT peako), Heobxoammo
nposect MPT ronoBHOro 1 CNMHHOIO Mo3ra.

KocTHO-MbILWEeYyHasa cuctema

dunanoTepanusa MoOXeT MOMOYb YNy4LLNTb KPYMHY0 MOTOPKMKY, @ aprotepanms — MeNKyHo.
Heobxoanmo npoBecTn obcrnenoBaHne Ha NpeameT Hanmuusa gucnnasmm Ta3obenpeHHbIX
cyctaBoB. He Bce getun ¢ CBLLU poxpgatoTtcs ¢ BbiBUXOM Befpa (BpOXO4eHHbIM BbIBUXOM OAHOIO UNn
oboux 6egep). ATOT NPM3HAK AOCTATOYHO PEAKUIA, MOITOMY €ro HemMb3sl CYNTATb XapaKTePHbIM
nposiBNeHnemM cnHgpoma. Takke HeobXo0aANMO OTMETUTL, YTO NPOONEeMbI C Ta300eapEeHHbBIM
CyCTaBOM MHOrga MoryT Bo3HuKaTb B 6onee no3gHem Bo3pacte. Heob6xoanumo BbISICHUTD,
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UCMbITbIBAET NN YENOBEK AUCKOMAOPT B 06nacTm
Ta306eapeHHbIX CyCTaBOB Npv NepeaBukeHn n o6patuTb
BHUMaHWE Ha ero Nnoxoaky.

Takke cnegyeT npoBecTn obcnegoBaHve NnaumeHToB Ans
BbISIBITEHUS] PUCKOB BO3HUKHOBEHUST OCIIOXKHEHNI
LepBuMKanbHOro cnoHaunoaesa (cpaweHns LWenHbIX
no3BoHKoB). O6bI4HO NpobemM He BO3HUKAET, HO eCNN eCTb
Npu3HaKku, ykasblBatoLlne Ha 3allemneHne Hepsa (Hanpumep,
nokanbiBaHMe Unu noteps YyBCTBUTENbHOCTU B pyKax Unu
Horax, cnabocTtb Mnn BMaMmas atpodpmsa mMblwL/o6bem MbiLL
MeHbLue 0Obl4HOro), TO cneayeT caenaTb ToMorpaduio
(CHMMKM) NO3BOHOYHMKA.

3peHue u cnyx
D,eTFlM Heo6XO,EI,VIMO npoBeCTn ANarHOCTUKY 3peHUA n criyxa.

O6y4eHue B WIKone

Mepen Havyanom oby4veHns cnegyeT BbiBUTbL 0COOble
o6pasoBaTenbHble NnoTpebHocTn pebeHka (OOIT), 4Tobbl B
LLKOJ1E OH CMOT NMOMNYYnTb AOMNOSHUTENBbHYI0 MOMOLLb. B
yacTtHocTn, getam ¢ CBLLU TpebyeTca nomMoLb B U3y4YeHUn
mMaTeMaTUKu.

I'IOBe,qel-me n ncuxmaTpus
B cnyyae BO3HMKHOBEHWSI CUMMTOMOB, KOTOpPble MOTyT T E
CBMAETENbCTBOBATL O BO3MOXHbIX NOBEAEHYECKMX Npobnemax, ‘ 'K[J I
Heobxoaumo npoeecTn obcnegoBaHne nauneHToB. OHU MoryT oo
BKMOYaTb B cebA pacCcTponcTBa CHa, TPEBOXHOCTb, NPU3HaKN
COBI" (cMHopoma geduumTa BHUMaHUS U runepakTMBHOCTU) U ayTuama. Poantenn nnm onexkyHol
MOryT 06paTuTbCA 3a NCMXONOrMYECKOM NOMOLLbIO. OTO NOMOXET MM Ny4lle aganTupoBaTbCs K
anarHosdy COLL n HayunTbCs KOHTpONMpoBaTh noBefeHne pebeHka. Takke ncuxonornyeckas
NOMOLLIb MOXET BbITb NONe3Ha A8 NoAAepPXKKM X COBCTBEHHOMO MCUXNYECKOTO 340POBbS, Koraa ¢
pebeHKOM CTaHOBUTCA CITOXHO CNpPaBUTLCS.

Bapocnbim ¢ CBLL moxeT notpeboBaTbCs NOMOLLb NcuxmaTpa.

HapylweHusa MeHCcTpyarnbHOro uukna

[ns BbISABNEHMS pyCKa pa3BUTMS CUMHOPOMA MONMKUCTO3HbIX SUMHUKOB XeHwmHam ¢ CBLLU
Heo6xoauMOo NponTK obcrneaoBaHne Npu HaNU4YMKU NBOro 13 cnegyrLMX CUMNTOMOB:
HeperynsapHbIA LUK UM OTCYTCTBUE MEHCTPYaLMA, TPYAHOCTM C 3a4aTneM, U3bbITOYHbIN pOCT
BOJIOC, HANpUMep, Ha nNuue, rpyam Unv aroguuax Bo BPeMS MONTOBOrO CO3PEBAHNS, UCTOHYEHUE U
BbiNaZeHne BOMOC Ha rofoBe U BbIpaXXEHHOE akHe. —

HepmaTtonorusa

N36bITOYHBIV POCT BONOC Ha Tene (rMnepTpuxos) y MHOMMX He
BbI3blBaET Kaknx-nmbo 6ecrnokoncTs. HekoTopble npeanovmTaoT
yAansTb YacTb NULWHWX BOMOC Ha Tene TPaauLMOHHbIMN
MeToaaMM.

FeHeTU4YeCKOe KOHCYNbTUPOBaHMe

Jlogsm ¢ CBLU n yneHam nx cemen pekoMeHayeTcs NPonTH
reHeTM4YecKoe KoHCynbTupoBaHue. B xoae 6eceapl ¢ Bpaydom
MOXHO 06cyanTb anarHo3 CBLLU, cneunduky ero HacnegosaHms u
BO3MOXHbI€ BapWaHTbl pasBuTus nocrnenyowmx 6epeMeHHOoCTEN.
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MUcTOYHUKN

Copepxawumecs B 6poLutope cBefeHUs OCHOBaHbl Ha MHbopMaumm, NoNy4eHHON U3 MeaULNHCKON
nutepaTtypbl, U Matepuanax, npegoctaBneHHbIX ydacTHukamu rpynnsl Unique. B 2024 rogy B
rpynne Unique coctosanu 37 uneHos ¢ cnHapomoM BugemaHa-LTanHepa.

CeMbM paccKasbIiBaloT...

“Pactutb pebeHka ¢ CBLL GbiBaeT HEMPOCTO, HO B 3TOM €CTb CBOM Ntockl. C 0HOM CTOPOHbI, MO
CblH GbIBaeT 04eHb 06anTenbHbIM, BECENbIM, NMOOUT 0OHMMAaTBLCA M MHOrAa NposBNAeT cmekanky. C
OPYron, NpUXoAnNTCs UMETb Aerno ¢ Npobnemammn co 340pOBbEM, MOBEAEHNEM U PETYNSIPHO
nocelatb Bpaden. CnoxHee Bcero 4OOUTbLCA HEOOXOAMMOM NOMOLLN U MOAAEPKKN B HYXKHbIN
MOMEHT, TaK Kak Mano KTo 3Hakom ¢ CBLL. Noatomy npuxogunTca Bce 06bACHATE MEAULMHCKOMY
nepcoHany, pabotHmkam obpasoBaTenbHbIX Y4PEXOAEHUI U OPraocB MECTHOIO CaMOoynpaBreHus!.
3OTO 04EeHb 3MOLIMOHASBHO 3aTPaTHO, HO Hallla CeMbS BCeraa rotosa 60poTbcs ¢ TpyaHOCTAMK.”

“Ecnu Bbl Korga-Hubyab comHeBanuch B cebe, Kak B poauTene, To Bbl NepecTaHeTe aTo AenaTtb
nocre Toro, kak Bblpactute pebeHka ¢ CBLU. Moi pebeHok npenogHec MHe BENUKOMENHbI
nogapoK — CTOMNPOLEHTHOE NOHUMAaHWE, YTO 9 XOPOLUUIA poauTesb, N 9 yBEPEHA, YTO Bbl TOXE
OofHaXxabl NpuaeTe K 3ToMy 0co3HaHuo. Pactutb pebeHka ¢ CBLU — 370 cepbe3Hoe ncnoitaHne
ans poautenen, 6paTbes, cecTep 1 Apyrnx Nogen, KoTopble NPUHMMAOT B 3TOM yyactme. XoTa
OblBaeT NonesHo 3apaHee pasdy3HaTb 06 OCHOBHbIX CIOXXHOCTSAX, C KOTOPbIMU Bbl MOXETEe
CTOMNKHYTbCH, 51 BCE e 0YeHb COBETYH pa3bupaTtbCsa C HUMKU NOCTENEHHO. Bbl MOXeTe nonbiTaTtbes
MaKcumarnbHO BCe pacniaHnpoBaTb, HO CNYCTS BPEMS 3TO HAYHET Bac CUMbHO YyTOMAATb. K Tomy
Xe, no mepe B3pocneHus pebeHka, n OH cam, 1 ero NoTpebHOCTN n3meHsitoTes. [lenanTe Bce, YTO
OT Bac 3aBMCUT 30€Cb U cenvac, 1 3HanTe, YTO Bbl HE OAUHOKN.”
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MpucoeguHuTech k coobuiecTtBy Unique, 4To6bl NOJSIy4YMTb [ONOIHUTENbHYIO MH(POPMAaLMIO,
Heo6XxoAMMYHO NOMOLLb M KOHTaKTHbIEe flaHHbIe CEMEN C aHaJIoOrMYHOoi Npo6nemoi
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