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Yro Takoe cunapom Bouabda — Xupmxopna?

Cunnpom Bomnbda — XuprrxopHa — 3T0 penkoe reHeTHIecKoe 3a00eBaHue,
BO3HHKAIOIIee TIPH OTepe (IeNein) JUCTATFHOTO KOHIIA KOPOTKOro Tuieda 4-if
XpoMocoMbL. CumTaeTcs, 9To 3a00IeBaHue BeTpedaercs y ogHoro u3 50 000
HOBOPOX/ICHHBIX, IPHYEM YacTOTa BCTpeYaeMOCTH cuHIpoMa Bombda-XupiixopHaa
BBIIIE Y JICBOYEK, YEM MAITbUHKOB, MIOYTH B 2 pa3a. BroiHe BO3MOXHO, YTO 3TO
OTKIJIOHEHHE He OBbLIO JUATHOCTHPOBAHO Y HEKOTOPBIX JIFOJICH,  TAKAM 00pa3oM,
ATOT MOKa3aTellb MOXET OBITh 3aHmkeH (Battaglia GeneReviews® 2002/2015).

YT10 TaKOE I'eHbl " XpOMOCOMbI?
OpraHusMm 4eioBeKa COCTOUT U3 MIJUTHAPIOB KIETOK. BOIBIIMHCTBO U3 HUX
conepxat Habop u3 npumepno 20 000 _
Pa3TUYHBIX TCHOB, OTBEYAIOT 32 MPOIIECCHI \ g -~ )
JKU3HENISITCIPHOCTH OPTaHU3Ma, TAKUE Kak: s )
POCT U pa3BUTHE

I'eH — equHUIIA Tepeaayvd HACIEICTBEHHON .
undopmanuu u yuacrok JJHK, KoTopblii BauseT i 8 N iﬁ LFI T
Ha OINPEAENEHHYIO XapaKTePUCTUKY OpraHU3Ma.
Monexkynsl /IHK, B cBOrO ouepenp, 3aKpydeHsI
B CIIUPAJIb U YIIAKOBaHBI B XPOMOCOMBI.

B 38 as BE N L

[Tapst xpomocom 1-22

XpoMOCOMBI (U, CIEI0BATEIILHO, TeHbI) OOBIYHO X 1Y (Myxckas)
HACJICAYIOTCA ITapaMu — I10 OTHOU OT KaXJA0ro [Mapa 4-# xpomocombI 0OBe/ieHa
ponuterns. HopmanbHas kiieTka opranusma KPacCHbIM

YyeioBeKa COACPIKUT 46 XpoMOCOM, JIBE U3

KOTOPBIX SIBJISIOTCS MOJIOBBIMU: Y JKSHIINH — JBE X-XPOMOCOMBI, Y MY)KYHH —
onna X- u onHa Y-xpomocoMma. OcranbHbie 44 XpOMOCOMBI 00pa3yioT 22 napshl,
MIPOHYMepOBaHHbIE OT | 10 22 — OT Mmapbl CaMBIX KPYITHBIX O APl CAMBIX MEJIKUX
XPOMOCOM COOTBETCTBEHHO.

[pu cunnpome Bonbha — XupirxopHa yqacTok KopoTkoro mieda (p) (ot ¢p. petit
— MaJIeHbKui) 4-if XxpoMOcOMEI yaajeH (nenerus). Pazmepsl morepu yqacTku
(menmennu) MOTyT OBITH pa3HBIMH, OIHAKO OTCYTCTBHE JIF000# yacTu 4-0i
XPOMOCOMBI 03HAYAET, YTO PSA BaXKHBIX T€HOB OyIeT yTepsH. DTO MOXKET CKa3aThCs
Ha (PU3MYECKOM M MHTEJUICKTYabHOM Pa3BUTHU peOeHKa; IPH 3TOM, pazHOOOpasue
U CTENeHb BEIPA)XEHHOCTH NMPU3HAKOB MHANBHYaJbHBI H MOTYT BapbHPOBATHCS.
[TpuumHBI 5TOTO CIOXHBI U ITOKa HCCIENO0BaHbI He 10 KOHIIAa. Tem He MeHee, C
YBEPEHHOCTHIO K HUIM MOYXHO OTHECTH: pa3Mep JelelnH (CKa3blBaeTcs Ha
KOJIMYECTBE OTCYTCTBYIOIIUX T€HOB); KyMYJISTHBHBIE 3()()EKTHI BapHAIlIH B
nocnenoBarenbHocTH JJHK 110 Bcemy reHoMy yenoBeka; pe3ysibTaT
B3aUMOJICHCTBHS MEXIY TeHETHICCKIMH BapUaHTaMK B TeHOME; BIHMSIHHE (aKTOPOB
OKpYy’Karomier cpenbl (Kak BHYTPEHHMX, TaK M BHEIIHNX ) Ha TeHoM dernoBeka (Firth
2018).

Ecnm y rpynmes s1roiei pociieXnBaeTCsi 3aKOHOMEPHOCTD MTPOSIBIICHNUS
OTIpeIeNIeHHBIX OCOOCHHOCTEH pa3BUTHSI, BEI3BAHHBIX OJJHOM W TOH K€ TPUINHOM,
TO TaKO€ HapyIIeHNE Ha3bIBAIOT CHHAPOMOM. VIMEHHO 3TO HabIo1aeTcst B ciryqae
cuHApoMma Bonsda — XupmxopHa.



HauboJsiee pacnipocTpaHeHHbIe IPU3HAKH
K HaunbGosee pacnpocTpaHEeHHBIM MPU3HAKAM, CBSI3aHHBIM C CHHIAPOMOM Bonbda —
XUpIIXOpHA, OTHOCATCSL:

Crnenmduyeckrne 0coOEHHOCTH LA

TpyaHoctd B 00ydeHnH

Cynoporu

3ajIepKKa pocta

3a/iep)KKa B Pa3BUTHH

Hekoropbie Apyrue npusHaKku
Crenyronie MpU3HAKA TAKXKE BCTPEUYAIOTCS Y HEKOTOPBIX JHOJCH € CHHIPOMOM
Bonbda — Xupmxopha:
HNCKPUBJICHUE HOSBOHO‘IHI/IKa/HapyH_IeHI/ISI B pa3BUTHU KOCTHOM CHCTEMBI
pacuienuHbl BepXHed ryobl 1 HeOa
npobnemsl ¢ 3ydamu
cepJevHasi HeJJOCTATOYHOCTh
HapyIIeHHs B paboTe rOIIOBHOTO MO3Ta
3a0oseBaHus I1a3, B TOM YUCIIe Kocoriasue (crpadusm)
HapyLIeHHs CHa
poOIIEMBI CO CITYXOM
YacThble PECIIUPATOPHBIE U YITHbIE HH(EKIIUH
HapyLeHUs paboThl MOYEBBIACTUTEILHOIO TPAKTA
KOXXHBIE H3MEHEHUS

HE3HAYUTEIIbHBIC OTKJIOHCHHUS B PA3BUTUU ITOJIOBBIX OPraHOB Y MaJIbUHNKOB

(Battaglia; Unique)

ITouemy Tak mpousounio?

XPOMOCOMHBIE OTKIIOHEHHUSI MOT'YT BO3HUKHYTB JIN0O B pe3yJIbTaTe MepecTpoeK B
POOUTEIHCKIX XPOMOCOMAX, ITEPEAArONIXcs pebeHKy, 1100 BIepBEIe (de novo), 9To
03HAYaeT, YTO POAUTEIILCKHAE XPOMOCOMBI HE HMEIOT TaKOH IIepeCTPOUKH, U OHA
BO3HHKJIA BIIEPBHIE.

[pubmmsurensro y 55% mozaeit ¢ cuaapomom Bonbda — XupuixopHa nenenus
oOHapyxuBaercst «de novo» — OHa BO3HUKAET BO BPEMS JICNICHUSI KJIETOK, U YacTh
4-if XpOMOCOMEI TepsieTcsl. Takasi moTepsi, Ha3bIBa€TCs IIPOCTOM AeTeHei», T. K.
W3MEHEHUH B JPYTUX XpOMOCOMax He nmpoucxoauT. HacnenoBanue Takon nenenuu
SIBIISIETCSI BECbMA MaJIOBEPOSITHBIM, M OHA B OOJTBIIMHCTBE CITy9JaeB BOSHUKACT
BIIEpBBIE Y Mpo0OaHa B JAHHOHM ceMbe. B Takol cuTyary puck moBTOPHOTO
poxaeHus pedeHka ¢ cHHApoMoM Bonbha — XupIixopHa SBiIseTcs HU3KNM,
OOIIENOMyIAIMOHHBIN. B Tako# cemMbe y poauTeneil qanHast Aeeys OTCYyTCTBYeET,
TIOATOMY PHCK POXKACHHS APYTOro pedeHKa ¢ 3TUM 3a00JIeBaHUEM HU3KHH.



[Tapa 4-ii Hpyras nmapa [Tapa 4-i Hpyras napa
XPOMOCOMBI XPOMOCOM XPOMOCOMBI XPOMOCOM
310poBbIii YenoBek ¢ MpoCTOii Aeaenmeii.
qeI0BeK YesioBek ¢ cunapomom Boabda
— XHpIIXOpHa

B HEKOTOpBIX CUTyallUsAX HMPOUCXOAUT Pa3pblB XPOMOCOMBI U YYACTKU XPOMOCOMBI
MEHSIOTCS. MecTaMH. B a3ToM cimydae ywyacTok 4-  XpOMOCOMBI  MOXET
MIEPEMECTUTBCA B JPYTyI0 XpoMocoMy. Takoe IepeMellleHue Ha3bIBaeTCs
mpancroxayueti. OObIMHO mparnciokayusi cOAAHCUPOBaHA T aKUM 00pa3oM, 4T O
TeHOM COIEP)KHUT IOJHBIA HaOOp I'€HOB M XPOMOCOMHOIO MaTepuala, U POAUTENIH
MIOJIHOCTBIO 3/10pOBbI. ENMHCTBEHHOE OTJIMYME COCTOMT B TOM, YTO TPYIIa I'€HOB,
KOTOpas paHblle Obula Ha 4-H XpoMocoMme, Telmepb HAaXONUTCI Ha IpPYyrou
xpomocome.  Takoe — mepeMelieHME  Y4acTKOB ~ XPOMOCOM  Ha3bIBacTCs
cOanaHCUpOBaHHOMN npanciokayuell (cM. pykoBoactBo Unique COanaHcHpOBaHHbBIE
TPaHCIIOKAIINN).

OpHako, mpH OOpa30BaHHM TMONOBBIX KIETOK POAMTENEH - CIIepMaTO30HIOB H
SIAIIEKIIETOK, B HUX 3aKJIQAbIBACTCS KOIMS BCEX Map XpPOMOCOM. JTO 3HAYMT, YTO Y
YenoBeKa Co COAJaHCUPOBAHHON TPaHCIOKALMEH eCTh BEPOSTHOCTh OOpa30oBaHMs
CIEPMAaTO30MI0B WIN SHIIEKIETOK, COACPIKAIINX JeNennio 4-i XpOMOCOMBI, a HE Ty
XpOMOCOMY, KOTOpasi TaKKe ydJacTByeT B OOMEHE M B KOTOPYIO IIEPEXOAUT
yIaJeHHBIH y4acToK. B pesynprare peOeHOK MOXKET yHACHIeIoBaTh 4-10 XpOMOCOMY,
B KOTOPOH OOWH yJYacTOK yHajJeH, HO B KOTOPOIl MMeEETCs 3HAYMTENbHas 4acTh
Ipyroi xpomocoMmbl. Takasi mnepecTpoiika MEXIYy XpOMOCOMAaMH Ha3bIBAETCA
«Hecbanancuposannou mpanciokayueiy. Ecnn KpUTHYECKW Ba)KHBIH yJacTOK
XpOMOCOMBI yJIalleH, TO y pebeHKa pa3BHuBaeTcst cuHapoMa Bonspa — XupmxopHa.
(Taxxe MOTyT MPOSIBIATHCS AOTOMHUTENBHBIC MPU3HAKH W3-33 HAIWYMS JIUIITHETO
MaTepuana U3 Ipyrod — 3a4acTyro 8-if — xpomocombl (cM. PykoBoactBo Unique
o Tpanciokanun 4p 8p)). IlpumepHo y 45% namueHToB ¢ cuaapomoM Bombha —
XupnixopHa HaOMIOMaeTCsl HecOaTaHCHPOBAHHAS TpaHCIOKamus. B HEKOTOphIX
ciydasix peOSHOK HacienyeT HecOaJaHCHPOBAHHYIO TPAHCIOKAIHMIO, MOTOMY HYTO
OOMH W3 pomuTeneil uMeeT cOaJaHCHPOBaHHYIO TpaHchokamuoo. OnHako B
OCTAJIBHBIX CITydasX HMMEET MECTO TpaHCIOKalus de novo, BO3HHMKAIOIAs H3-32
OIIMOKH ITpY 00pPa30BaHMH MOJOBBIX KIETOK POIUTENEH.




[Mapa 4-it  Ipyras napa ITapa 4-i1  [lpyras napa IMapa 4-it  [pyras napa
XPOMOCOMBI ~ XPOMOCOM XPOMOCOMBI  XPOMOCOM XpPOMOCOMBI ~ XPOMOCOM
3n0poBblii .
u P Bexc 310poBbIii Yeq0BeK Yenosexc
¢10BC co HecOaJIaHCHPOBAHH O
c6aIaHCHPOBAHHOI q TpaHCJIoKaINEH.
S — €JIOBEK € CHHIPOMOM

Boabda — Xupmxopua

He3aBucumo ot IMPpUYKUHbI, BUHA pongenei/'I B BOBHUKHOBCHHHU XPOMOCOMHBIX
HU3MEHEHUN OTCYTCTBYET.

Mo:xeT JiM 3TO POU30MTH CHOBA?

YTtoOBI OTBETUTH Ha ITOT BONPOC, HEOOXOIUMO IIPOBECTU MOJICKYJIAPHO-
TeHEeTHYECKOe NCCIIEN0BAHNE UL POIUTENICH JUIsl ONpeeneH s BEPOSTHOCTH
MIOBTOPHOT'O POXKACHHS C TeM e 3a0oneBanueM. PoxurensaM nereit ¢ cuHApOMOM
Bonba — XupixopHa peKkOMEHAYeTCsl TIOCETUTh MEAUKO — TeHETHIECKYIO
KOHCYJIBTAIIHIO, YTOOBI Y3HATH O BO3MOXKHBIX PUCKAX I OyIyLIero moTOMCTBA.
Ecnu nenenys mosiBuiiack de novo, T.€ H3MEHEHHE He ObUIO YHACIEJOBAaHO HU OT
OJIHOT'O U3 POAMTEINEH, CIIe0BaTeIbHO BEPOSTHOCTh POXKACHHS IPYrUX AeTeil B
9TOI ceMbe HHU3Kas (110 KpaifHell Mepe, B TUTepaType HeT JaHHBIX O CIyJasx
MOBTOPHOT0 MOSIBIICHUS! deleyutl de novo).

Ecnu onuH U3 poauTenel UIMEET cOaancupO8antyio HPanciloKayuio,
3aTParkBaroNIyo 4-10 XpOMOCOMY, TO BEPOATHOCTb POXKIEHUS peOEHKA C CHHIPOM
Bonbda- XupuixopHa BeICOKast, TaKke 000U Oyayimuii peoeHOK MOXKeT
YHacJIeJ0BaTh HecOAIaHCHPOBAHHYIO TpaHCIoKanuio. CyIecTByeT pUCK Ieperadn
cOaaHCHPOBAHHOM TPAHCIOKAINH 37I0POBBIM JIETSIM B 3TOH CEMbE, Y KOTOPBIX
OymeT TaKoi ke pUCK POXKACHUS JeTel ¢ cuHApoM Bombga-XupxopHa Kak y ux
pomureneit. PogcrBenHukam mozeit ¢ cuaapomoM Bonbgha — XupurxopHa
PEKOMEHAYETCSI BBITOJIHATH MOJIEKYIISIPHO-TEHETHIECKOE MCCIIEIOBAHUE IS
OIIPEIETICHUSI HAJTNYUSI/OTCYTCTBHS HATTMYINN COQLAHCUPOSAHHOU NPAHCI OKAYUU T,
B JIaJIbHEHIIIEM ONPEIENTUTh PUCK POXKJICHUS TIOTOMCTBA C JAaHHBIM CHHApPOMOM. s
MIPOBEACHUS IUTOTCHETHYECKOTO UCCIIEJOBAaHNS HEOOXOMMO C/IaTh KPOBb.

Ecnn y ogaoro u3 Oyaymunx poaureneii oOHapyKUBACTCS cOAIAHCUPOBAHHAS
mpaucioKayus, 3aTparusaonas 4-10 XpoMoCcoMY, PHCK POXK/IEHUS peOeHKa ¢
cuHApoMoM Bonbda — XupirxopHa Belle 00IIenoNyIAIHOHHOT0. B Takoi
CUTYaINH, OyAyIIUM POANTEISIM MOXKET OBITh MPEATIOKEHA MPEeHaTaIbHAS
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JIMarHOCTHKA BO BpeMs OEpeMEHHOCTH, JIN0O0 MPEUMIDTAHTAHOHHOE TeHETHYECKOe
TectupoBanue XxpoMocoMHbIX anoManuii (III'T-A). [IpenaranbHas TuarHocTHKa
OCYIIECTBIISIETCS C TIOMOIIBI0 MHBAa3WBHBIX METO/IOB: JIHOO ITyTeM 3a00pa MaTepuaia
IO C TIOMOIIBI0 OMOTICHH BOPCHH XOPHOHA; aMHHOIIEHTe3a (TI0cie ¢ JabHeHIM
MIPOBEACHUEM aHaJIM3a MaTepHasa s BBIABICHUs Jenelun 4p, KoTopas
accolMMpOBaHa ¢ pa3BUTHEM cuHApoMma Bombda-Xupmrxopra, 1mbo
HecOaaHcupoBaHHOW TpaHcnokanuu. [Ipoenenue I T-A Bo3MOKHO pH
npoBenenuu nporpamm DKO (3rcTpakopropaibHOro omiogorsopenus ). [T T-A
TI03BOJISIET OIEHUTH I'€HETUYECKHE 0COOEHHOCTH AIMOPHOHOB JI0 NIEPEHOCa B MATKY H
BBIOpATh 3/10pOBBIE IMOPHUOHBI — C HOPMAJIBHBIM KOJIMYECTBOM XPOMOCOM U HE
yHacJIeIOBaBIIMe Nesenuio 4p, 100 HecOaIaHCHPOBAaHHYIO TPAHCIOKAIIUIO.
CHauaJsa NpouCXOAUT MOJyUEHHUE SHIEKIETOK MaTepH, ¢ JalibHeHIeM
OILIOJIOTBOPEHHEM OTIfa B labopaTopuu. [lomydenHsie B pesynbrate KO
SMOPHOHBI OMOTICUPYIOT, 3a0UPAIOT OJJHY WJIN HECKOJIBKO KIIETOK M OTIPABIISIIOT B
TEHETUYECKYIO JIAOOPATOPHIO Ha MOJIEKYJISIPHO-TEHETHIECKOe TeCTHpoBaHue. B
JlalibHEHIIIeM B MAaTKy MaTepH MEPEHOCATCS TOIBKO SMOPHOHBI, HE YHACIIEIOBABIIINE
XPOMOCOMHBIE aHOMAJIHH.

Kak quarnocrupyercsi cunapom Boibga — Xupmxopna?

Ecnu ecth mono3penust Ha cuHApoM Bonbha — XupnixopHa, JUisi TIOATBEPKACHHS
HaJlMuusl y NaldeHTa Jelenuu 4-i XpoMOCOMBI HCIONB3YETCs MOJIEKYISIPHO-
reHeTH4eckoe  HuccienoBanue.  IIpuMeHstoTCss TP THUMA  TEHETHUECKHUX
HCCIIEIOBAHMI: [IUTOreHETUYECKU aHaIu3, (iyopeclieHTHas TMOpUAn3anus in situ
(meron FISH) u xpoMmocoMHBIH MUKpoMaTpu4HbIH aHanu3 (XMA). buomartepuanom
JUId WCCIIeOBAHUS SIBJSIETCSI BEHO3HAsl KpOBb, ¢ JanbHeimmM Beaenenuem JIHK.
IIpoBeneHue TeCTUPOBaHUS MOXKET 3aHUMAThb HECKOJBKO Henelb. BoIbIIMHCTBO
nereit Unique OBUIM AWArHOCTUPOBAHBI IIPU POXKAEHUU HIM B TEUCHUE IEPBBIX
Heckonbkux Mecsies (Unique).

Pe3yabTaThl XpOMOCOMHOI0 aHAJIH3A

B 3aBucuMoOCTH OT BHIa aHAIN3a, KAPHOTHI YeloBeka ¢ CHHApoMoM Boibpa —
XMpLIXOpHA MOKET BBIMJIAAETH KaK OJMH U3 MPUBEICHHBIX HIDKE IPHUMEPOB:
46,XY,dup(4)(p16)dn PesynpTaT mokassiBaeT, 4To OBLI OOHapy)XeH HOPMAaJbHBIN
Habop xpomocoMm (46). B Habope mpucyTcTBYIOT X- B Y-XPOMOCOMEBI, M 3HAYHT,
HOCHUTENIb TEHETHYECKOTr0 MaTepHhajia — TIPeCTaBUTENs MyKckoro moma. del (4)
yKa3plBaeT Ha Hajuudue pgenenuu 4-oif xpomocombl. (pl6.3) cooTBeTrcTBYeET
HEIOCTAaoImeMy B XpoMocoMe 09Hay. ymmukarwst numeeT ctatyc dn mmu de novo (ot
JaT. «C €caMOro Hayaniay). JTO 3HA4WT, YTO MOAOOHOE W3MEHEHHE MPOH3O0ILIO
BIIEPBbIC, M IIPH IIPOBEPKE XPOMOCOM POAUTEINCH He OBLIO OOHAPYKEHO AYIUTHKALINN
WM IPYTUX XPOMOCOMHBIX IIEPECTPOEK B XpoMocoMe 4p.

46,XX,der(4)t(4;8)(p15.3;p22)mat DTo TOKa3BIBaeT, 9To Bce 46 XpPOMOCOM Ha
MEeCTe, ¥ HUTO 3TO MPEICTABUTEIBHUIIA XXEHCKOro mona (1Be X-XpOMOCOMEI). 4-s
XpoMocoMa TMpencTaBieHa B Buae naepuBarta (der(4)). DTo 3Ha4WMT, 4TO B €€
CTPYKTYyp€ MPOM30LLINA N3MEHEHH. B 1aHHOM ciiydae — yTpadeHHbIH pparMenT 4-
# XpoMOocoMBl 3aMeHeH (parmeHToM 8-if xpomocombl. Mexny 4-if m 8-i
xpomocomamu ((4;8)) mpomsomuta HecOamaHcupoBaHHas TpaHcimokamus (t). K
KOpOTKOMY Tiedy 4-if xpomocoMsl Ha ygacTke pl5.3 ((p15.3;p22)) npucoenunanncs
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JIOTIOJTHUTENFHBIN  ()parMEeHT KOPOTKOro Iuleda XpoMocoMmbl 8p22 (HauwHas c
yuactka 8p22 10 KOHIIa KOPOTKOr'O Iuieda 8- xpoMocombl). dparMeHT oT ydacTka
4p15.3 10 KOHIA KOPOTKOro Iuieda 4-ii XpOMOCOMBI OTCYTCTBYIOT. Clle10BaTENbHO,
y JIeBOYKHM HaOJIOMaeTcs IYIUIMKAIWS YacTH XPOMOCOMBI 8p W JIeNenusl 4acTd
xpomocoMmbl 4p. TpaHciokanus BO3HHMKIA H3-3a HAIWYMS COalaHCUPOBAaHHOM
TpaHCIOKAIMK y Matepu (maternal).

arr 4p16.3(1665362_3135150)x1 DTo pe3ynbTaT aHAIKM3a C UCIIOIB30BAHUEM
XpOMOCOMHOT'O MHUKpoMaTpuuHoro aHanusa (XMA). B pesynbrate aHanmza Obuia
obHapyxkeHa morepst yuactka [JHK B pernonedpl6.3. [Toteps yaactka JJHK
BBISBJISICTCSI IIPH COTIOCTABJICHUH HOMEPOB Iap OCHOBAaHUH (y4acTKOB, B KOTOPBIX
MIPOU30IIUIN XPOMOCOMHBIE U3MEHeHUs1). B nanHoM ciryuae notepst yuactka JJHK
MPOU30IIIa MEeXAY MapaMu ocHoBaHuM 1665362 u 3135150 (mpu BRIYUTaHUU
MIEPBOr0 YHUCIIA U3 BTOPOTO, MBI MIOTYYaEM KOJIMYECTBO MMOTEPSHHBIX Map OCHOBAHHN
— 1469 788 nnn 1,47 M06). (x1) yka3pIBaeT Ha TO, YTO HE XBAaTAET OAHOU KOIHHU
1,47 MO ocHOBaHU# (B HOPME UX JOJDKHO JIBE), a 3HAYHT IPOU30IILIA JCTICIIHS
y4acTKa XpOMOCOMBI.

bBepeMeHHOCTH U poabI

Heru ¢ cunnpomom Bonbda — XupiixopHa pa3BUBalOTCS MeUICHHEE, YeM JPYTHe
JeTd. 3a7epKKy B pa3BUTHH IUI0/Ia MOXHO ONPENEIUTh IPU MPOBEACHUN
yabTpa3BykoBoro uccienosanus (Y3U1) Bo Bpems Gepemennocty. Kak npasuiio,
JeTH C CHHAPOM IIpH POXKICHUU MEHbIIE, 4eM AeTu 6e3 cunapoMa. B atom citydae
BpauM CTaBAT IMArHO3 «3a/IepXKKa BHYTpHyTpoOHOro passutus» (3BYP) (Battaglia).
Macca Tena npu poxIeHHH, KaK [IpaBUiIo, HeOombIIas (MeHblIe 2—3 KT'); pOCT
HEKOTOPBIX HOBOPOXICHHBIX TaKkKe MaJieHbKuil. J[Ba pebenka u3 rpymnimsl Unigue
POIMIINCH ITyTEM KecapeBa cedeHus, y ogHoro u3 Hux Y3U Ha 32 Henene
OepeMEeHHOCTH TI0Ka3aJI0 BHYTPUYTPOOHYIO 3aepkky pa3sutus (Unique).

Cpenumii Bec pebeHka pu poxkaeHuH (mokaszatenu 15 gereit): 2,13 kr

Huamazon: ot 0,94 xr 1o 3,66 xr (Unique).

Kopmuienne

Yacro y aereii ¢ cunapomoM Bomnbda — XupuixopHa HaOMIOIAIOTCS TPYIHOCTH
BCKapMJIMBaHHMS. VM CI0KHO cocaTh WM IJI0TaTh, M IOATOMY ITHIIA MOXET IOIIAcTh
«HE B TO TOPJI0». DTH MPOOIEMBbI MOT'YT IIPUBECTH K Pa3BUTHIO HHYEKINU
JBIXaTeNbHBIX MyTel. Taroke IeTH cTpataroT OT pedIroKca U PBOTHL

TpynHOCTH BCKapMIIMBAaHHUS MOTYT OBITH CBS3aHEI C TEM, 4TO y peOeHKa ci1ado
Pa3BUTHI MBIIIIIEI U, B HEKOTOPBIX CIIydasiX, BEPXHAA r'yda w/vu HEOO
c(hOopMHUPOBATICH HETIPABIIIEHO, TO €CTh BOSHUKACT pacIlelInHa BEpXHEH ryObI i/
i HEOA. Pacmienmay ryOs! w/imu HEOa MOYKHO UCTIPABUTH XUPYPTHUECKH, a C
MIOMOIIBIO CIIENUATIBHBIX OYTBUIOUEK VIl KOPMIICHHS M Pa3INYHBIX METOIHK
(HarmpuMep, ocTaBlIeHUE PeOCHKA B BEPTHKAIHLHOM ITOJIOKEHIH TOCIIe KOPMIICHHS)
MOXKHO PEIINTH BBI3BaHHBIC TIPOOJICMEL.

Jletell, KOTOPBIM CIOXHO INIOTAaTh, KAKOE-TO BPEMsI KOPMST Yepe3 Ha30racTPAIbHBII
(BBOAMTCS Yepe3 HOC B HKEITYJIOK) WM OPOracTpaIbHBIA 30HA (BBOANTCS Yepe3 poT B
KETyNOK). B HEeKOTOPBIX cydasx NpHUOEraroT K YpecKOKHOH SHTIOCKOMHUIECKOI
ractpoctomuu (U3OI'), ycTaHOBKH CTIEIMAIBHON CHCTEMBI JJIs TUTAHUS B JKEITYITOK
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Yepe3 MepeHIO OPIOIIHYI0 CTEHKY MO KOHTpOoJieM 3HaocKkomna. Takke mpobiaemMsl ¢
[JIOTATENLHBIM Pe(IEKCOM MOYKHO PEIIUTh C TOMOIIIBIO 3aHSITHI C JIOrOMe0M
(Unique).

“ Panpne y Hee Habmoamach TaKemas Gopma racTpod3odareanbHoil pedIrOKCHOI
6one3nn (I'DPB), Ho k 15 rogam Gone3ns orcrynmia. ['actpocroMuueckyto TpyoKy
TIOCTaBMWIIM B Bo3pacte 19 mecsitieB u yOpanu, koraa eif obuto noutn 13 ner. Panbine y
Hee OBLIIO pacCTPOMCTBO MUIIECBOr0 TOBEACHUA. B cBou 15 jieT oHa oTcraert B

- L
(1)I/I3I/I'-IGCKOM Pa3BUTHH, U Y HEC MMOBLIIICHHBIN oomeH BCHICCTB (FI/IHepMeTaGOJ'II/ISM).

“ Ou ncnsIThIBAI NpoOJIEMbI B TIEPHO/] TPYTHOTO BCKapMIIMBAHHUS M TEPSUT B BECE.
[ToToM cTanu 4acTo MosIBJISITHCS PECIMPATOPHBIE MH(PEKIIMN BEPXHUX JIbIXaTEIbHBIX
nyTeH, a B 2 Mecsilia Havyajcsi CHIIbHBIN peIroke — T0cie TOro, Kak MbI ITEPeBeIIH ero
Ha MOJIOUHYIO CMECh. J{0 CHX MOp OH €CT TOJIBKO BHICOKOKAJIOPUITHYIO MUY B BUJIE

1L
mrope, HO He Yepe3 TPYOKy.

(17

JHaxe B 27 net y Hee ecTh TPYIHOCTH ¢ uTaHueM. OHa ecT CaMOCTOSITENILHO, He
gyepe3 TPYOKy, HO TONIbKO MSTKyro nuiny. OHa HeJaBHO Havyasla MPUHUMATH JKEJIe30 U
BUTAMHHHBIC 100aBKUA. MO COBET — MOAICPKUBANTE CBOCTO peOCHKA M HE TABUTE

Ha HETO, Koraa ACjI0 Kaca€TCs MUTAHUA,; ITOAXO0AUTE K OTOMY KPCaTUBHO U JaBalTe

L
e/ly HeOOIBIINMU MTOPLUSIMH .

7] ”
Pacmienuny HeOa UCIPaBUIM XUPYPTUUECKUM ITyTEM B 5 JIET.

BuemHocTh
Hereii ¢ cunapomoM Bosbha — XupiixopHa oT ApYrux JeTed OTiIu4YaoT HEKOTOpbie
YepTHI JIMLA, HAlpEMep: MINPOKO OCAXKEHHBIE I1a3a (THIePTET0pH3M ), BEICOKHH 100,
BBICOKO ITOJHATHIE OPOBH, OMYIIEHHBIE YTOIKU PTa, MaJIeHbKas 4eNIIOCTh, HU3KO
pacoioXeHHbIe YIIH, BEIPaKEHHBIE POJMHKY WM OopomaBKu. Bee 3T uepThl HUKaK
HE BIUSIOT Ha 3/I0pOBbE Balllero pedeHKa, HO IMEHHO OHH MOT'YT IIOMOYb BaM
OOHApPY)XHUTH CXOACTBO MKy BalllUM PEOEHKOM M IPYTHUMH JETHMHU C CHHIPOMOM
Bonbda — Xupuixopna. Kpome Toro, 1aHHbIE YepThI TO3BOJISIOT TOKTOPAM
JIMarHOCTHPOBaTh CHHApPOM Bonbha — Xupuixopna. Ecnu y Baiero pebenka
HaOTIOJAr0TCsI BBIIETICPEYNCIICHHBIE YEPTHI JIHLA, TO HEKOTOPBIE U3 HUX MOTYT CTaTh
MeHee 3aMETHBIMH, Korjia peOeHOK JOCTUTHET MOJIOBOU 3PENOCTH.

3anep:kka pocra
Heru ¢ cunapomom Bosbha — XupiixopHa pacTyT MeieHHee; OOBIYHO OHU HHKE
POCTOM IO CPaBHEHHIO CO CBOMMH CBEpCTHHKaMH. Kak mpaBuiio, M CloXHO HaOpaTh
BEC, JaXKe €CIIM OHM IOIydaloT cbanancupoBanHoe nuTanue (Battaglia; Unique).

T3 .
Omna Bcernia Ob1a OUEHb MaJIeHbKOW. B mects et ona Becmna 10,9 kr n nuTanacs

mopeoOpa3HOM MUIIeH, XOTs OHA IepeBapuBala KapTodenpHoe Mmope 1 OMCKBUT €

3aBapHBIM KPEMOM M €J1a HAMHOTO OoItbIne 1 ObIcTpee, yem, Korya Obia mitame. B

9
CBOM BOCEMb JICT OHA BCC C€LIC OTCTACT B POCTC U BECUT IPHUMCPHO 13 xr.

13 9
O4eHb MEIJICHHO HpI/I6aBJI$IeT B BCCC.



Pa3BuTne (KpynHasi 1 MeJIKasi MOTOPHKA)
Kaxk npasmiio, y MJIafIeHIIEB | JieTel ¢ cuaapoMoM Bombda — XupirxopHa
HaOIIONArOTCsl 3aJIEP>)KKM OCHOBHBIX JTAIlOB PA3BHUTHS: OHH MO3JHO HAUWHAIOT
TIepeBOPaYNBaATHCS, CU/IETD, TTON3aTh U XOAUTh. OUeHb MOIE3HOH ISl HUX SIBIIAETCS
sprorepanus U GU3NIECKas Teparus ¢ paHHETO Bo3pacTa. Y OONBIIMHCTBA JCTCH
HaOro1aeTcs MOCTENEeHHBIH MPOrpecc ¢ TeueHHeM BpeMeHH. [lodtn mojoBuHa
JIeTel ¢ CMHAPOMOM K 12 rojam yxe MOT'YT XOIUTh, OAHAKO MHOTUM BCE PaBHO
TpeOyeTcs IOMOIIIb.

Taxke MEAJICHHO TPOUCXOUT Pa3BUTHE MOTOPHKH PYK M 3pUTEIIbHO-MOTOPHOI
KOOpJMHAIMK (MEJTKasi MOTOPUKa), KOTOPbIe HEOOXOAUMBI JIJIsI TOT0, YTOOBI PeOEHOK
Jieprkall OyTHUIOUKY, UCITOIB30BA CTOJIOBBIE TPUOOPHI, UTPAT C HTPYIIKAMH U
3acTeruBai ofexay. Tem He MeHee, HEKOTOPbIE AETH MOT'YT CaMOCTOSTENILHO €CTh,
0JICBATHCSI, PA3ICBATHCS M BBITIOIHATD TPOCThIe AciicTBrs. HeOGoubIoe KOIU4ecTBo
JeTelt B Bo3pacTte OT 8 10 14 jeT y»ke MOr'yT CaMOCTOSITENBHO MOJIb30BaThCA
TyaJleTOM M COBepIlaTh TMrueHn4eckue npoueaypsl (Battaglia; Unique).

(13

¥ Moero chlHa cephe3Hast 3a/1epkKka B pa3BUTHHU. OH BIIEpBbIC IEPEBEPHYJICS B
OJIVH TOJ] X Havaj 1oj3aTh B noiaropa rojga. Ceifuac eMy CI0KHO COXPAHSThH
paBHOBecHE, KOTIa OH UJET 110 HEPOBHOW MOBEPXHOCTH, U HE MOXKET

o L
CaMOCTOSITETIbHO MepenTn ynuiy.  — 19 ner

(13 [V
V Hee MaJIeHbKUE PYKH, U U3-32 UCKPUBJICHUSI KUCTEH €11 TSKENO IepKaTh
npeaMeTsl. HaBbIkM MEJIKOH MOTOPUKH Pa3BUTHI HE OYEHb XOPOLIO, IOITOMY €H

LL]
CJIOKHO CTIPABIIATHCS C TIOBCEAHEBHBIMU 3a/1adyamMu. ~ — 34 rona

(13
V Hero nerkasi uiu YMEpEHHas 3aI€PKKa B pa3BUTUU: B CBOU JIBAa rola OH OTCTACT
L
OT CBEPCTHUKOB Ha MECIL.

“ Emy 11 mecsrieB u, B 11e7I0M, HET HUKAKHUX TPOOJIEM CO 3I0POBbEM, KPOME Kak
3aJIepXKKU B pa3BUTUH. OH ellle He MOXKET JepiKaTh UTPYLIKU, XOTA 1 OOHAPYKHUIT
CBOM PYKH B JIEBSITH MECALIEB U TETIEPb CBOIUT HX BMecTe. B 11 mecsueB o
TIepeBEpHYJIICS C KUBOTA Ha criuHy. Ceituac eMy 14 MecsIeB, ¥ OH yIUTCS
TepeBOpaYNBaTHCS 00paTHO. B TOn OH cTan OpaTh OOINBIIOI Maier JIeBOi PyKH B
POT, HO HE cocall €ro, a JIETKO MOKYChIBaJl. MBI IocenaeM 3aHATHs (pu3ndeckon

TEpaIuy U HProTepanun; eMy 14 MecsIeB, 1 OH OYeHb aKTHBHBIN PEOCHOK: THHACTCS

”
1 MalleT pyKaMH.

o Mos noub BIICPBLIC yJIBI6HyJIaCL B JIBa MEcCd1a, NMCPpEeBCPHYIaCh — B OAWH I'Od U
ACBATb MCCALICB, HAYINJIACh CUACTH B [IBA C TTOJIOBUHOM rojaa, IorojasJjia B IIATh JICT U
BOCEMb MCCAIICB U IIOIIJIA B ITATH JIET U ACCATH MCCAILICB. OHa cama BCTaeT C I10J1a,
onuvpasChb Ha IMBaH, U MOJ3a€T NO-MIJIACTYHCKH IO BCEMY 1OMY. K Bocemu rojgaM OHa
Ha4daja XOAUTb, UCIIOJIb3Yys XOAYHKH WK 34 PYKY U CTaJia Ooitee HOHBHX(HOﬁ. Ona
JIIO603H&TCJILH&$I, HO HAaCTOPOKCHHA. O6pa111aeT BHMMAHHC Ha BCC, YTO MPOUCXOAUT

BOKpyYT. B 1msATh n1eT ona moosiBana Bo @nopuze Ha aenbdunoTepanun. Eif Takxke

9
HPABATCA PAa3JIMYHbIC BOAHBIC U CITa-MPOUCAYPBI U CCHCOPHBIC UT'PBI B HIKOJIC.
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Cnoco0HOCTB K 00yYeHHIO
Ectp BeposTHOCTB TOTO, YTO PEOEHOK MOXET CTOIKHYTHCS KaK C YMEPEHHBIMH, TaK 1
C Cepbe3HBIMH TPYAHOCTSIMH B 00yueHnu (Battaglia; Unique). YToOsI ycBOUTH
y4eOHYI0 IpOrpaMMy M peajn30BaTh BECh CBOW MOTEHIINAN, peOCHKY MOXKET
TIOHaIOOUTHCS AOMOHUTENIbHAS OMOIIb. PaHHee BMEIIaTeIbCTBO TaK e TOJIE3HO,
KaK ¥ TECTUpOBaHME Ha MpeIMeT UHIUBUAYaIbHBIX MTOTpeOHOCTEH pebeHka. B
Benukobpurtanuu mo uroram orenku norpedHocteir EHC («O0pa3oBanue,
3/[paBOOXpaHEHNE U COLMaIbHOE 00ecnedeHne») pa3padbaThiBacTCsS MHAUBUAYaIbHAS
nporpamma EHC. JlaHHBIN I71aH MMEET IOPUINUECKYIO CHITY U TapaHTHPYeT
MIPEOCTaBIICHUE PEOCHKY HEOOXOTUMON TIOMOIIIH B 00JIaCTH 00yUeHHS,
3/IpaBOOXPAHEHUS U COLIMAIILHOTO o0ecIieueHH sl (paHbllIe IETSM, HCIIBITHIBAIOIINM
TPYIHOCTH B OOY4EHUH, BHIIABaJIOCh CBHIETEILCTBO 00 0COOBIX 00pa30BaTENbHBIX
MOTPEOHOCTSIX ).

'V moero cina cepbe3HbIe MPoOIIeMbl ¢ 00ydeHneM. OH y4uTcs B
CMeNMaTN3UPOBAHHON IIKOJIE CEHCOPHOI HAIMIPaBIECHHOCTH; B KJIaCCe MAKCUMYM
mEeCTb YYCHUKOB, YUUTECJIb U ABAa aCCUCTCHTA. Taxoxe B mkoJjie BCerAa NMprucCyTCTBYCT
rpymmna MeaukoB. CKOpo K HaM JIOMO# OyeT MPUXOAUTh MeIaror, 4To0bl
MO/ITOTOBHUTH €0 K CIIEIMAIN3UPOBAHHOMY JIeTCKOMY cany. B donne «/Ixek u
H)KI/IJ'IJ'I)) HaM OYCHb IMOMOIJIH, MPECAOCTAaBUB KOHCYJIbTAIIUIO 1 MGZ[I/ILII/IHCKI/Iﬁ yXoa Ha

nomy (www.jackandjill.ie). ”’

(17 o o

C omgHOro roja OH MOCeIaa ASTCKAM cal s JETEH ¢ 0COOBIMHU
obpasoBatenbHbIME ToTpeOHOCTIME (SEN), a B 3 roja moies B KOy TaKOr0 ke
THIIA. EMy OYCHb HPABUTCA B IIKOJIC. [1Ixona — BakHas 4acTh €ro JKHU3HHU, U OHa

L1
6e3yCIOBHO CITOCOOCTBYET €T0 Pa3BUTHIO.

(13 o o
VY Moeit 1ouepu cepbe3Hble TPYIHOCTH B 00yueHuu. Eif BoceMb JieT, OHa XOAUT B
LIKOJTY KaXK/IbIH JICHb U JeaeT YCIEXH, HECMOTPS Ha HAJIMUKE CIPAaBKU 00 0COOBIX

L
00pa30BaTeIbHBIX MTOTPEOHOCTSIX.

“ Vue6a naercs €My OY€Hb HETIPOCTO; eMy 16 JIeT, U OH He yMeeT YUTaTh U IHCaTh.
OH cyacTIMBEIA MaJTbUUK, HO yueba eMy He oueHb HpaBUTCsA. OH JOBOIHHO
AKTUBHBIN M OOIIUTENILHBIN, & YPOBEHb Pa3BUTHS Y HETO KaK Y IATH- HIH
nrectuiieTHero pederka. OH MOXKET Pa3roBapyBaTh € JIFOJbMH, HO HE TIOKa3bIBaeT
cBorx sMormi. OH Tocenal CreUaIN3NPOBAHHYIO IIKOITY U KOJUISIDK M BCEra

JIOJDKEH OBITH MO/ TIPUCMOTPOM, TOTOMY YTO OH HE OCO3HAET OIMMAaCHOCTHU

”
OKPY’KaIOIIEro ero Mupa.

Peub u 001eHHe

Hetu ¢ cuanpomoM Bonba — XupIrxopHa 9acTo HCHBITHIBAIOT TPYIHOCTH C PEYBI0
1 oOmmeHneM. MHOTHE IETH ¥ BOBCE HE BIIAJICIOT YCTHOH pedbio. B TakoM ciryuae
HaunboJee yCIenHO BBIPAa3UTh CBOM MBICIIH M YyBCTBA OHU MOTYT IIOCPENICTBOM
MHUMHKH ¥ Pa3IHYHBIX 3BYKOB. CO BpeMEHEM 3TH HABBIKM OOBIYHO YITyUIIAIOTCS.
MHOro nonbs3sl IPUHOCUT PEYEBast U A3BIKOBas TEPAMNS, U 3aHATHUS C JIOTONEI0M
TIOMOTAIOT JIETAM obmatses 6omnee agdexrusHo. Ecnm netn coBceM He
Pa3roBapHBaIOT WM YIIOTPEOISIOT OYeHb OIPAaHNUEHHOE KOJIMYECTBO CIIOB,
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HaJIaJINTh KOMMYHHUKAIIUIO MOYKHO C TIOMOIIBIO CHCTEM aJbTePHATHBHON 1
JOTONTHUTENBEHON KoMMmyHuKamu (AZIK), kK KOTopsIM oTHOCATCS SI3BIK MakaToH,
KECTOBBIH SI3BIK, MUMHKA M XKECTUKY/IsIIs, kKapTouku PECS (cucrema o0yuenus
KOMMYHHUKAIIMH ITPH TOMOIIY KAPTOUYEK C M300paKeHUSIMH), & TAKXKE UCIIONb30BaHNE
iPad kak BciomorarensHOe ycTpoiicTBo (Battaglia; Unique).

IIpo6semMsbI co 310poBbEM

Cy0poKHBIIi CHHAPOM
CornacHO JaHHBIM MEIUIMHCKOM TUTEpaTyphl U HccaenoBanuaM Unique,
CYAOPOXKHBIM CUHAPOM HAOJII0[AeTCsl HOUTH Yy Beex JieTe ¢ cunapomoM Bombda —
XupurxopHa. Kak mpaBuiio, cy1oporu y ieteit nosBIsItOTCS B BO3pacTe OT Tpex
MECALEB U 10 HOYTH ABYX JeT. [IpnunHOl BOSHUKHOBEHUS CYAOPOKHOTO CHHAPOMA
SIBIISIETCS. U3MEHEHHE 2JIEKTPUUECKON aKTUBHOCTU B FOJIOBHOM Mo3re. CUMIITOMBI
BapbUPYIOTCA B 3aBUCUMOCTH OT TOT'0, KAKOH y4acTOK (WM Y4acTKH) FOJIOBHOT'O
Mo3ra ObL1 3aTpoHyT. Cpeny HUX — BpPEeMEHHas JIe30pHeHTalns,
HEKOHTPOJIUPYEMBIC AC€PraHbI€ ABMKCHUA, IOTEPSI CO3HAHUA 1 OCO3HAHUL.

[TpranHOM CyOpOr YacTO CTAHOBUTCS MOBBIILIEHHE TeMIlepaTypsl Tena. OHU MOTYT
JUUTECsE Oonee 15 MunyT. HekoTopsbie 1eTH cTpaJatoT OT T.H. CYJOPOXKHBIX
KJIACTEpOB — CEpHUi U3 Tpex U Oonee NPHUIAJKOB B TEUEHHE IBYX 4acoB. Y
HEKOTOPBIX JIETeH TaKkKe HAOJIIOIAI0TCS MMPUCTYIIBI abcaHca, WK Malble
SMMIENTHYECKHUE ITPUTIAJIKH, BO BPEMSI KOTOPBIX PEOCHOK CTaHOBUTCS
3aTOPMOKEHHBIM M HEBOCIIPUUMYMBBIM K BHELIHUM pasipaxutensiM. Kak npasuiio,
YaCTOTY NPUCTYIOB CYIOPOKHOI'O CHHIPOMA MOKHO KOHTPOJIMPOBATh MPU TOMOLIN
CIIeLMaNIbHBIX [IpenapaToB, Kak 3To ObUIO y OOJNBIIMHCTBA JIeTel U3 rpymisl Unique.
OnHako BpauaM He BCErza yAaeTcsl BbIpaboTaTh aJJeKBaTHYIO CTPATETUIO JICUCHUSI.
ITpu npaBUIBHOM JIEUEHHUU NIPUCTYIIBI CYOPO’KHOTO CHHIPOMA OOBIYHO
MpEeKpamIaloTcs o Mepe B3POCIEHHS; 0ojee YeM Y MOJIOBUHBI eTell ¢ CHHIPOMOM
Bonbha — XupixopHa NpUCTYIIBI CYAOPOT MPOXOAAT K BO3PACTY OT ABYX 1O
TpUHAIATH JIET.

Co CTOPOHBI IPUCTYI CYyIOPOKHOTO CHHAPOMAa MOXKET BBITTISIETh Imyratoie. Eciu y
BaIlero pedeHKa BIEPBbIE CITyYHIICS MIPUCTYI, YOSAUTECh, YTO MOOIU30CTH HET
OIACHBIX MPEAMETOB, KOTOPbIE MOTYT TPaBMHUPOBATh €T0 BO BpeMs IPHUCTYNa, U
BBI30BHTE CKOPYIO IOMOIb. Bpaun 00bIMHO NpeiararoT H3y4uTh IPHPOLY
CyIIOPOXKHOTO CHHApPOMa y peOeHKa U Ha3HAualoT JIeKTpodHIedatorpammy (I331)
JU1sL HAOJIOIeHUS DIIEKTPHYECKON aKTHBHOCTH T'OJIOBHOTO MO3ra. B OonbImMHCTBE
ciryqaeB OOI BBLBIISIET ONpeieIeHHbIe OTKIIOHEHUS OT HOPMBI y JIeTeH ¢
cunapomoM Bosbda — Xuprixopna (Battaglia; Unique).

“ [epBEIil MPHUCTYTT CYAOPOKHOTO CHHIpOMA CITydriics y Hero B 14 mecsmes. K 18
MecAIaM y HETO CIy4mIIoCch TPH MPOJOIDKUTENBHBIX TprcTyma (10 90 MuHYT), B
TIepBBIE /IBA M3 HUX NMOTpedoBaIach TOCIUTAIN3anus. TpeTrii MPUCTYII, KOTOPBIA
nponsomien B 18 mecsnes, nmpomen HamHoro jerde. Koryma eMy ObII0 ceMb JIeT, OH
IIpoBeI 0e3 MPUCTYIIOB CyJOpPOT HENBIX 14 MecsAeB — ¢ TOro MOMEHTa, Kak eMy
CKOPPEKTUPOBAIIM CXEMY MEANKAMEHTO3HOT0 JiedueHus. B ceMb JieT ObUT ero JIyqimmi
TOJI B ILIAHE 3710POBBSL.

(11
VY Hero ObUTH MPUCTYIIBI CY0POT, HO TOJIBKO B MIEPBBIC TP roja *knu3Hu. J{o Tex
TI0p, TIOKa €My He UCIOIHIIOCH TPH I'0/1a, Y HETO HAOIOAAINCh PELIUINBBI
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I/IH(l)eKL[I/Iﬁ BCPXHHUX AbIXATCIIbHBIX r[yTeﬁ, KOTOPBIC U TPUBOJWJIN K TPUCTYIIAM.
OnHako ¢ Tex IOp KaK €My UCIIOJHUWJIOCH TPpH rojia, rocriuTajin3danyd HU pasy HE

LE]
[I0HAa100MJ1aCh.

(1]

Bce Ob110 XOpoIIO0 /10 TEX Mop, MOKa eMy He UCHOIHWIOCH 18 MecsieB [aBa roxa).
B TeueHue uerblpex MecCsLEB INEped €ro TPEXJETHEM Yy HEro IMPOM30LLIO IIECTh
NpUCTYNOB  (eOpMIIBHBIX ~ CYJOpOr, JaKe NPHUIUIOCh YAalUTh MUHJIAJIUHEL.

o L
Tlocnennuii MPUCTYIL (1)€6pI/IJ'ILHLIX Cyaopor CIIyduics, korga eMy OBLIO IIIECTH JIET.

CHUKeHHBIH MBILIEYHbIN TOHYC (TUIIOTOHMS)
MHoOrHe MIIAJICHIIBI ¥ IETH ¢ CUHAPOMOM Bonb(a — XupuixopHa o6nagarot
MOBBIIIEHHOM THOKOCTBIO CYCTaBOB 110 CPABHEHHUIO C APYTHMH JETHMH TOTO XKe
BO3pacra. TO HAa3bIBAETCSA MMIIOTOHUEN U MOYKET BBI3BIBATH TPYIHOCTH MPH
BBITIOJIHEHHH JIEHCTBUMA, ISl KOTOPHIX HEOOXOIMMbI HABBIKH KPYITHOM MOTOPHKH.
MHorue 1eTH UMEIOT ¢l1ab0 pa3BHUTHIC MBIIIIIEI Tela, 0cOOCHHO Ha Horax (Battaglia;
Unique).

(13
V Hero T'UIIOTOHUA, U B 11 MECAIICB OH BCC €11€ HE MOXKET MMOAHATH I'OJIOBY
L
CaMOCTOATCIIBHO.

Pa3mep ros10Bs1 1 MO3r
3avacTtyro y MJIaJIeHIeB U jieTeil ¢ cunapoMoM Bonbda — XupiuixopHa uMeroT
MUKpoLedanio, T.e. UX TOJI0Ba M0 pa3Mepy MEHbIIE, YeM Y cBepcTHUKOB. MPT
TOJIOBHOT'O MO3Ta MOXKET MOKa3aTh BeCbMa HEOOBIYHBIC PE3yIbTaThl, KaK 3TO OBUIO Yy
yeTbIpex Aereil u3 rpymsl Unique. HekoTopbie 067acTH TOJIOBHOT'O MO3Ta MOT'YT
0Ka3aThCsl [0 pa3Mepy OONbIe HOPMBI, B TO BpeMsI KaKk JpYyrue — 3aMEeTHO MCHBILE
WJIM HEJOCTATOYHO pa3BUTHL. PacnpocTpaHEHHON NaTONOrUEN SBIISETCS ICTOHUYCHHE
MO30JIUCTOrO TeJla — 00JIACTH F'OJIOBHOTO MO3Tra, KOTOpasi COEIMHSET IIPAaBOE U JIEBOE
noymapusi, ooecriednBas UX B3aUMOJICHCTBUE. Y pa3HbIX JeTell MOTYT ObITh
3aTPOHYTHI pa3InYHbIe 00JIACTH TOJIOBHOro Mo3ra. K HUM oTHOCSTCS: KOopa
TOJIOBHOT'O MO3ra (00J1aCTh MO3Tra, OTBEYAIONIas 32 BHICILIME MBICIUTEIbHBIE
MPOLIECCHI, B TOM YHCIIE PEYb), MO3KEUOK (001aCTh MO3ra, OTBEYaromIas 3a
KOOP/IMHAIIMIO JIBWYKEHHI ) U TUIIIOKaMII (00J1acTh MO3Ta, OTBEYaroInas 3a paboty
mamsta) (Battaglia; Unique).

3a0oJsieBanus cepaua
[IpumMepHO momoBHHA AeTeH ¢ cuHApoMoM Bombda — XuprixopHa poxkmaercs ¢
3aboneBanusME cepana. Hanbonee pacpocTpaHeHHBIMHU TOPOKaMH CepIia
SIBIISTFOTCST IE(PEKT IIepPEeropoaKy cepAla — OTBEPCTUSI MEXK/Ty TIPaBBIM U JIEBBIM
KEMyJoIKaMu cepara (ObuT 00HApYXKEH Y YeThIpeX AeTelt u3 rpymmsl Unique); CTeHO3
JIETOYHOW apTepUH — CY)KEHHUE JIETOYHOMN apTepuu, HECYILIEN KPOBb OT cepaua K
JIETKAM; OTKPBITHIN apTepuanbHbiii IpoTok (OAIT) — BpoKIEHHBIN TOPOK cepAlia,
TIPY KOTOPOM apTepHATIBLHBIA POTOK, COSANHSIONIHNHN J1Ba KPOBEHOCHBIX COCYa
cepAla, py poXJICHUH HE 3aKPBIBACTCS JOJDKHBIM 00pa3oM; aopTaabHAs
HEJIOCTaTOYHOCTh — HETIONHOE 3aKPBITHE a0pTAJIBHOTO KilaaHa cepana (Opuia
oOHapyxeHa y ofHOro pedeHka u3 rpynmnsl Unique); nyMm B cepale (0OHapyKeH y
nBoux nereit u3 rpynmsl Unique). CornacHo onbity Unique, GONBIIMHCTBO U3 3THX
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MATONOTHH He TPEOYIOT JICUEHHUS HITH JKE CO BPEMEHEM MPOXOMAT 0e3 ciea, OTHAKO
B HEKOTOPBIX CITy4asix MOKET MOHAJ00UTHCS XUPYPrUUECKOE BMEIIATEIbCTRO.
Ecyu Bamt peOeHOK ellie He MpoXoau o0cIeJOBaHHE CepALa, 00CYIHUTE 3TO C
BalIIUM JICYAII[MM BPavuoOM; OH MOXET Ha3HAYUTh KOMILIEKCHOE 00CIIe/I0BaHNE,
BKITIOYaroree dxokapauorpaduro (IKI) — ynprpassykoBoe uccinenoBanue (Y3I)
cepmia (Battaglia; Unique).

(1] L]
Panbiie ObUTH ITYMBI B CEpJILie, HO OHM MCYE3JH K 15 rogam.

“V Hero nMeercs GOIBIION AedeKT MEKIPeACcepIHOi Teperopoky/ IMIIIT
(TIposiBIISieTCSl HANTMYMEM OTBEPCTHUIH MEX/y BEpXHEH M HIDKHEH KaMepaMu Cep/la).
3a COCTOSIHUEM €ro cep/iiia MoCTOsIHHO HAOII0Jal0T Bpa4HM, U €CIIU IIOHa 1001 TCs,
nedekt oyner yerpaneH. OHAKO ITOKa OH HUKAK HE BJIMSUT HA PA3BUTHE U
(yHKIIMOHMpOBaHHUE ero oprann3Ma. Koraa B Bo3pacte BOCbMH HEJIEb Y HET'O ObLI
OOHapy)KeH IIyM B Cep/Ilie, BpauH B3sUIM KPOBB JUIsI TEHETHYECKOTO0 TECTUPOBAHHUS (Y
HEro Tak)e HaOJII0/1anack JABYCTOPOHHSISI KOCOJIAOCTh U TUIocTaus). beuio

L
MOAO3PEHHUE, YTO BCE OTU CUMIITOMBI B3aMOCBA3aHbI.

7] . o .
C1aboBbIpaKEeHHBIN TIOPOK CepJIIa: JBYCTBOPUATHII a0pTaIbHBIN KiianaH 0e3
«TpaZiMeHTa U yMEpEHHas AujaTalys BOCXOAs1el aopThl. B yetbIpe roga ero

L
KACET BU3UT K KapIUOJIOoTy.

(17 o
VY Hero JedheKT MeXITpeICep/IHON TIeperopo/IKu, HO OTBEPCTUE CTAHOBUTCS BCE
1L
MEHBIIIC, [T0O9TOMY OIepalus He TpeOyeTCs.

Cayx
Hekoropble MilageHIb! ¥ IeTH OCOOSHHO MTOABEPIKEHBI YIIHBIM HH)EKIHAM U
sKccyaaTuBHOMY cpenHemy otuty (Unique). bonee 40% nereit ¢ cunapomom
Bonbda — XupiixopHa umerot npobiemMs co ciayxom (Battaglia). Yacto sto
MPOUCXOIUT M3-3a TOTO, YTO BHYTPEHHEE yXO PAa3BUTO HE 10 KOHIA. Bamr ievaruii
Bpad MOXKET IIPUHATH PELICHNE HAIPaBUTh PEOSHKA K Y3KOMY CIICLUAICTY IS
JajbHelero oocnenoBanus. Kpome Toro, vMeeT CMBICT NPUOETHYTH K CITyXOBBIM
anmaparam (Battaglia; Unique).

“ Cryx cran mydime mocie yCTAHOBKHM CIIEUMATBHON TPYOKH JUIsl BEHTHIIALINH
CpemHero yxa [TpyOKH a’paryi| i 0CTaBaJICs HOPMaJIbHBIM B T€UCHHE IATH JIeT. Ho
13-32 HENPEKPALIAIOIINXCS YITHBIX HHPEKIUH, KOTOPbIE BBI3BAJIN PELIU/IUB
9KCCYAATHBHOI'O CPEJTHEr0 OTHTA U YXYIIICHUE CITyXa, TPYOKY JUIS BEHTHIISILIUH
CPEIHEro0 yXa IPHILIOCh YIAIHTh, TOITOMY MBI PELINIIN BEPHYTHCS K CITYXOBOMY
armapary. B cemb sieT TpyOKy CHOBa YCTaHOBHIIM Ha JIEBOE yXO, OJHAKO MPABOE yXO
BCE ellle IToJBepraeTcs YIIHbIM HHpeKIHsM. JleueHue TaOupHHTHTA [BOCTIaICHHS
BHYTPEHHET'0 yXa] Ha MPaBOM yX& MPOUCXOIUT TOJBKO C MPUMEHEHHEM

9
AHECTEC3NPYIOLICTO CPCACTBA.

T3
VmeeT yMepeHHYIO CTETIeHb HAPYIIEHHS CIyXa U YITHbIe HH(EKINH, KOTOpbIe

L
JICHATCs C IIOMOIIBIO aHTI/I6I/IOTI/IKOB; TAKIKC MMOJIB3YCTCA CIIYXOBbIM aIlllapaToOM.
13



CkeJieT ¥ KOCTH
VY nBe Tpetheii (60—-70%) meteti ¢ cuampoMoM Bombha — XupirxopHa
HAOTIOAF0TCsI TPOOJIEMBI, CBA3aHHBIE CO CTpOeHHEM KocTeil. K HUM OoTHOCATCS
TaK{e MaTOJOruH, MOPAXKAIOIINE MO3BOHOUHHK, KaK: CKOJINO03 (O0KOBOE
HCKPUBJICHHE ITO3BOHOYHUKA) U KM(DO3 (MCKPHUBJICHUE ITO3BOHOYHHKA C U3THOOM K
3a[Hel YacTH, B PE3yJIbTATE YEr0 BOSHUKAET Top0), a TaKXKe MaTONOTHH, TIPH
KOTOPBIX KUCTU PYK U CTOI Pa3BUBAIOTCS HEMPaBUIIbHO. K HUM OTHOCSTCS,
HaMpUMEpP, KOCOIAOCTh (aedopMariusi CToI, MPU KOTOPOH OHU OTKJIOHSIOTCS
BHYTPb, a MOJIOIIBBI CTOI HAIPABJIEHBI APYT K APYTY) U PacIieUICHHAs KUCTh
(aHOMAaJTHs Pa3BUTHS, CBSI3aHHAS C MBIIIIEYHOM CTa0O0CTHIO B pyKax). Y HEKOTOPBIX
JIeTel UMEIOTCS IPOOIEMBI ¢ peOpaMu: MOKET ObITh OJIHO JIUIIIHEE PeOPO WM 1B
pebpa MOryT ObITh COEAMHEHBL. BapHaHThI JICUeHUs! BKIIOUAIOT (PU3UUECKYIO
TEpanuio, HaJOKEHNE NIMHBI, HOIIIEHHUE TUIICOBOM MOBSI3KK U — B 00JIEe TSDKEIIBIX
clIydasx — XUpypruueckoe BMeniarenbeTro (Battaglia; Unique).

(1] o o
VY Hee cnaOble KOCTU M HU3KUH MBIIICYHBIH TOHYC; 3TO CYLIECTBEHHO 3aTPyIHSET
ee JBrkeHus. OHa HE MOXKET XOJIUTh Ha OOJIbIINE PAacCTOSHUS; puMepHo yepe3 400

1L
—500 METpOB MBIIIILI HAYMHAIOT OONETh.

I'naza u 3penne
OKoJ10 MOJIOBUHEI JieTel ¢ cuHapoMoM Bosbdha — XupiixopHa HMEroT npodiaeMsl
co 3penureM. K HUM oTHOcsTCsI: 9K30Tponus — (opma crpabuzma (Kocormnasus),
KOI'Zla OJMH WK 00a I71a3a OTKJIOHAIOTCS HapY)Ky; Ype3MEpHOE CIIe30TeUEHHE; NITO3
(omymieHHe) BEpXHEro Beka; KoJIoOoMa, aHOManus pa3BUTH, IPU KOTOPOH OIMH WIIH
00a r1a3a He pa3BUBAIOTCSA HOPMAJIBHO, a TAKXKE HAPYILIEHA LEJIOCTHOCTH OHOH U3
€ro CTPYKTYP; poOJIeMbI €O 3peHreM. Bam pebeHok MOXkeT ObITh HampaBieH K
0o(hTaIBMOIOTY [UIS IOMCKA BO3MOXKHBIX PELICHUH.

3y0bI
Jletr ¢ peIKUMHU XpOMOCOMHBIMHU OTKIIOHEHUSIMH, B TOM YHCIIE C CHHIPOMOM
Bonba — XupnixopHa, 4acTo UMEIOT podieMsl ¢ 3ydamu. Hacto 3yOsl
MPOPE3ar0TCs ¥ BBIPACTAIOT IO3KE, YEM 3TO MPOUCXOAUT OOBIYHO, H, KaK IPaBHIIO,
MOJIOYHBIE 3YOBbI TaKoKe BBIIAJAIOT JOCTATOYHO ITO3IHO. XapaKTePHBIM TaKKe
SIBIISIETCSI HAJTMYUE 3yOOB HelpaBUIIbHOM (opmbl mwin ux orcyrcrBue (Battaglia;
Unique).

[11 L
B 15 et HemocTaeT BoceMb KOPEHHBIX 3YOO0B.

Nndexuun
3adacTyro metu ¢ cuaapoMoM Bombda — XuprixopHa moABEpKEHBI OONBIIEMY
KOJIMYECTBY WHQEKIHIA, YeM UX CBEPCTHUKU, B OCOOCHHOCTH — HMH()EKITUSIM
JBIXATEIbHBIX ITyTeH M YITHBIM HH(EKIHIM. MHpEeKnnn qpIxaTeabHbIX TyTeH MOTYT
BO3HHKHYTb, €CIIH PeOCHKa BBIPBET, U YaCTh PBOTHOW MAacChl MOMAJIET B JIETKHE. DTO
Ha3bIBACTCS acnupalyeii (MPOHUKHOBEHNE HHOPOAHOIO TENa IPH BJIOXE B
JIBIXaTEJIbHBIC ITyTH). Y ITHbIE HH(PEKINT YacTO BOZHUKAIOT, €CJIN YIIIN peOeHKa
Ppa3BUTHI He 10 KoHIA. Kpome Toro, AeTH ¢ CHHAPOMOM MOT'YT 4acTO MOABEPraThCs
nH}EeKIMsIM, ecn y HAX cabas IMMYHHas cucrema. Ecnn y Bamero peOeHka
6ombine nH}EKINH, 4eM 3T0 0OBIYHO OBIBAET B €TI0 BO3PACTE, MM €M HH(EKIINN
YacTO MPOTEKAIOT B TSDKENION (hopMme, 00CyTUTE 3TO C BAIIHM JICUaIlliM BPauoM, OH
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MOXET Ha3HAYUTh KOMIUIEKCHOE 00cienoBanue. OHAKO BaKHO IIOMHHUTD, YTO
MPOCTY/IBI U YIIHBIE HHPEKIIUU JOCTATOYHO YaCTO BCTPEUAIOTCS y MaJICHbKHUX JIETEH,
¥ MH(EKIIUH MOTYT BO3HUKATh BCE PeXke Mo Mepe B3pociieHus pedenka (Battaglia;
Unique).

(1] o
V uHero ObuIH 3a00J1€BaHMS JAbIXATCJIbHBIX MIYTEHU B TCUCHUE TICPBLIX TPEX JIET €ro
o L
JKHU3HH, HO C€YacC OHU IMTOYTH HAC HC OECITOKOST.

“ Ona Gbima ouenn BOCHPUUMYMBA K UH(EKIMAM, HAaIPUMED, K BETPSHKE,
TOH3WUINTY ¥ UH(EKIHMSM JbIXaTebHbIX IyTel. B 1mecTs et y Hee BBIsBICHO
MHOT'0 PECIUPATOPHBIX NHQEKIIN, KOTOPbIE YCHIMBAIOT €€ PE(IIOKC U BBI3BIBAIOT
pBoty. Eif Bocemb JieT, M B pU3NUECKOM IUIaHE ee HUUero He OECIIOKOUT, KPOMe

o 11
YIIHBIX l/lH(beKU,l/ll/l U HEOOJIBIINX npo6neM C BCPXHUMMU AbIXAaTCJIbHBIMU MTYTAMMH.

3a0os1eBaHMs MOYEBBIICIUTEIBLHON CHCTEMBbI
Y HekoTOpBIX JieTel ¢ cuHapoMoM Bonb(a — XupuxopHa UMeroTcst MpoOIeMbI €
MOYEBBIJICITUTENLHON CUCTEMOM (TIOYKH, MOYEBOH My3bIPh M COSTUHSIOINE HX
MOYETOYHHUKH). Y HUX MOXET OTCYTCTBOBATH OJIHA WJIM 00€ TIOUKH (areHe3us
MIOYKH); TAKXKE MX IMOYKH MOT'YT HAXOAUTHCS B HEOOBIYHOM TIOJIOXKEHHH WU OBITH
ciabo pa3BUTHL B penxux ciaydasx ¢popMupyercs oIKoBOoOpas3Has MovKa, Wi B
nouke odbpazyercst Heckonbko kuct (Battaglia; Unique). Takxke MOryT BOSHUKHYTh
po0JIeMBI ¢ pa3BUTHEM MOYEBOT'O ITY3bIPS TN HApPYIICHUS, BHI3BIBAIOIINE
00paTHBIN 320pOC MOYH B TIOYKH, YTO MOXKET IIPUBECTH K HHPEKIHIM
MoueBbBoAmuX myred (MMII). Ber MoxkeTe IpoBEepUTh COCTOSIHHE
MOYEBBIICITUTENBHON CUCTEMBI peOEHKA C IIOMOILBIO CIELHaNIbHBIX aHATH30B.

(13 o
B nerctBe y Hee ObUTH MasleHbKHE MOYKH, YTO BBI3BAJIO |8 nHpeKIwmii
MoueBbBosAHX myTed. [locneanee Y3U moka3zano, uTo ceifuac, B 15 jet, pazmep

L
TIOYE€K COOTBETCTBYET HOPME UUIsL €€ TEIIOCIOKEHUA.

He3naunTeabHbIEe OTKJIOHEHUS B PAa3BUTHUH I1I0JIOBbIX

OPraHoOB y MAJIbYHUKOB
Y HEKOTOPBIX MATBYMKOB rpymmbl Unigue HaOI0AaIaCh THITOCTIAIUS — AHOMAJIHS,
MIPU KOTOPO OTBEPCTHE MOUYCHUCITYCKATEILHOIO KaHalla CMEIleHO BHU3. B
HECKOJIBKUX CIy4asiX THIOCHa/Hs Oblia YCTPAaHEeHA ¢ IOMOIIBI0 XUPYPTrHIECKOTO
BmemarenserBa (Unique).

Ileuenn
Y HecKONbKHX JieTel ¢ cuHapoMoM Bombha — XuprixopHa BEISIBICHA aJeHOMa
TIe9eHU. DTO 3HAYHUT, YTO B IIEUECHHU 00Pa3yIOTCS JOOPOKAaYECTBEHHBIC OITYXOJH.
AzieHOMa THAarHOCTHPYETCS B XOZE YIbTPa3BYKOBOI'O HCCIIEIOBAHUS; B KAUECTBE
JICYCHUS] MOXKET ObITh Ha3HAUEHA XNUMHOTEpAIHs MK oreparys. Beibop neuenns
3aBHCHT OT KOJIMYECTBa U pa3Mepa omyxoneit (Battaglia).

KoskHbIe n3MeHeHus
Hern ¢ cuanpomom Bonbda — XupmixopHa gacTo CTpaaatoT OT KOXKHBIX
3a60J’I€BaHHI>i. Y HCKOTOpLIX TIOSIBJIIFOTCS. TEMaHI'MOMBI (BLIHYK.]'ILIC 06p330BaHI/I$[ Ha
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KO’Ke, 0OBIYHO KPAaCHOT'0 I[BETA). 3a4acTyI0 FeMaHTHOMBI CHadalla YBEIUYNBAIOTCS B
pasmepe, HO 3aTeM YMEHBIIAIOTCS M MOTYT COBCeM Mcue3HyTh (Battaglia).

Con

Msuorue ety ¢ cuaapoMoM Bonbgha — XupiixopHa B paHHEM JETCTBE CTaIKHBAIOTCS
C paccTpoiicTBaMH CHA. 3a4acTyl0 MO Mepe B3POCICHHS KAYeCTBO CHA YIY4IIAETCSI.
WHoraa HeIOCTaTOK CHA CBSI3aH C HAPYIICHUSAMH 3J0POBbsI, HAPUMEP, BOCHAJICHUEM
yxa, peIIIOKCOM, dK3EMOH MM amHOd BO CHE (COCTOSHHE, MPH KOTOPOM PEeOEHOK BO
BpEMs CHA HAa KOPOTKOE BPEMsI IIEPECTAET JABIIIATH).

Ecnu BBl moHMMaeTe, 4TO HapyIIEHHUs 37I0pPOBbs MEIIAOT PEOCHKY CIaTh, 00paTHTECh K
Bpauy, 4ToObl peOSHKY Ha3HA4YMIM COOTBETCTBYIOIee JiedeHne. Hemocratok cHa y
peOeHKa MOXKET OKa3aThCsl OOJBIIION MPOoOIeMOoi s Beelt ceMbu. Unique
PykoBozcTBo «Hapymenust cHa y fereil ¢ XpOMOCOMHBIMH OTKIIOHEHHUSIMI,
coJieprKalliee JOMOIHUTENFHYIO HH(OPMAINIO, IPE/ICTABICHO B pa3/ielle MPaKTHUECKUX
PYKOBOJCTB JUISl CEeMEH Ha HallleM caiTe.

Oco00eHHOCTH pa3BUTHS JUYHOCTH U MOBEACHUSA

o cnoBam poauTesel, MX JETH CHACTIMBEI, OOIUTENBHBI U JTOBOJIbHBL. HekoTophie
JIETH ¢ cuHApoMoM Bomnb(a — XupiixopHa IeMOHCTPUPYIOT TOBTOPSIOIIUECS (OPMBI
MOBEICHUS — CTEPEOTHUIINH, B TOM YHUCJIE TIOCTOSHHOE MBIThE PYK, IIOTPSIXUBAHUE
KHCTSIMH, PaCKauuBaHUE U APYrHe ACHCTBU, COPOBOKAAOIINE HAPYLICHUS Pa3BUTHSL.
Ecinu BbI 3aMeTHIIN IPUMEPBI TAKOTO TIOBEJCHUS, TPOKOHCYIBTUPYHTECH CO
CHELHUATICTOM.

(13 o
Korna emy 0b10 18 MecsitieB, OH ObUT CUACTIIMBBIM U CIOKOWHBIM PEOCHKOM, 4acTo
o 1L
yabi0ancs u cMesuics. Ceifuac eMy ceMb JIeT, M OH BCETAa CYaCTIMB, €CIIM He OoJeerT.

(13 v v
OHa XOpOIIO JIaUT C MIIaJIIel CeCTpOl 1 MHOrOMY y Hee Haydmiach. OHa o4eHb
caMocCTosTeNbHas B 15 neT. Y Hee mpekpacHbIil XxapaKkTep, OHa OOIIUTEIbHAS U JIIOOUT

L
MY3BIKY.

[11
OH m00UT MY3BIKY, H Y HETO XOpOoIIlee TyBCTBO puTMa. OH CYaCTINB, KOTAA CIIyIIaeT
KHBYIO MY3BIKY, My HPaBUTCSI CMOTPETb, KaK UIPAIOT My3bIKaHTBI, H TAaHLIEBATb;

L
MIOATOMY €My HPaBsITCs (DOJIK-My3bIKA M TaHIIBI.

13 o o
OH crokoiHbIH MaabuuK. OH ITOJHOCTHIO TIOHUMAECT, YTO MPONUCXOOUT, yJ'ILI6aCTC$I n
9
cMeeTcs. Y HEeTo YMHBIC TJ1a3a.

T3
B 19 ner emy HpaBUTCS OBITH B KOMITAHUH B3POCIBIX, OH JIFOOUT SPMapKH, MUHH-
ronb¢, O0ynuHT U MHOTOE Apyroe. OH CYACTINB, HO €My HE OUY€Hb HPABUTCS YUUTHCS.

OH 0BOJIBHO aKTHUBHBIH, OOITUTENBHBIN U PAa3rOBOPUMBBIN, HO HE TOBOPUT O CBOMX

»”
amornusax. O mrobut cmMotpers YouTube u poTorpadupoBats Ha IUIAHIIIECT.

T3 .
B uetbIpe roga ona ObLTa cyacT/IMBA M JIOBOJIbHA, M CTasa 0oee 0CO3HAHHOM 1mocIe

TOr0, KaK IoNnIa B Koy. Eff HpaBMIIOCh CHIIETh PSJIOM CO CTHPAIBHON MAIIMHON U

CYIIMJIKOH, 4TOOBI YyBCTBOBATH BHOPAIMHU M CITyIIaTh 3ByKH. OHA MOTHUMAET PYyKH,
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Korjga eli xoueTcst OOHITLCS. B BoceMb JIET OHa BCe Takas »Ke CuacTiauBas U
L
J'IIO6$IHIaH JC€BOYKA.

(11 o
JIroOHT TPOMKYIO MY3BIKY U 1TyM. CHacTIUBBIN peOEHOK, OHA MOYTH BCE BPEMsI
YIBIOAETCSI M CMEETCsI, PBIYNT, KOT/Ia €l XOYeTCsl BHUMAHUS, U Ma/IaeT Ha CIUHY,

HH
€CITH ee YTO-TO paszaparkaeT. OHa He JIFOOHT IyYII, HO JIOOUT MPHHUMATH BaHHY.

ITosioBOE co3peBaHue U B3POCJIbIi BO3PACT
VY Hac He Tak MHOTO MH(OpMAaIH O IOJIOBOM CO3PEBAHHHU U B3POCIIOM BO3PACTE.
JIBe ceMbu-yuacTHUILBl Unique IONETUINCH CBOUM OIBITOM.

“ B 34 rona eif Bce eme HY)XHO yJIeJISITh MHOTO BHUMaHHsI, €l yacTo Tpedyercs
HEOTJIOXKHAs MOMOIIlb, TAK KaK OHAa O4eHb ys3BUMa. Eif Hy>KHO MOCTOsSHHOE
Habmronenue. [loB3pocnes, oHa crana Oonee yBEpeHHOM, HO MOJKET HAa4aThb
HEpBHUYATh, KOT/Ia MOMAaJaeT B HE3HAKOMYIO CUTYAIIUIO WM 3HAKOMHTCS] C HOBBIMHU
moapMu. OHa Hay4dMIach CaMOCTOSITENILHO MTEPEABUIaThCS O TOPOAY, MOXKET
CIIEZI0BATh IPOCTHIM YKa3aHUAM M COOJIOaeT MpaBuia IoBeaeHNs Ha fqopore. OHa
OouTcst COOAK U MOUJIET B IPYI'YI0 CTOPOHY, €Clii YBUIMT uX. Eif HpaBUTCS y3HABATH
YTO-TO HOBOE, XOTsl HA IOHMMaHKE 3TOH MHPOPMAIMU Y HEe YXOJUT MHOTO
BpeMeHu. OHa Moy4aeT MoJyIep)KKy B TeUCHHE BCEH HE/IeNH, YTOObI YyBCTBOBATh
ce0s yBepeHHee BHe JoMa. OHa HE TOHUMAET 3HAYCHUs ICHET, I0ATOMY eif

L
TpeOyeTcst IOMOILb B ATUX BOIIPOCAX.

(13

EMy c/105KHO caMOCTOSITEIBHO COOMIOATh JINUHYIO TUTHEHY, 1 OH HE MOXKET
HPHUrOTOBUTH cede ey. OH moxydyaeT MOBBIICHHOE TOCOOUE M0 MHBATUAHOCTH IS
9TUX KaTerOpHid, ¥ eMy BBLIAIN CHHHI OMIeT (IIapKOBOYHOE YIOCTOBEPEHHE

L
nHBanuaa B BennkoOpuranun).

IlepcnekTUBBI

K nHaunbornee 3HaUUMBIM IIPOOIIEMaM CO 3I0POBHEM, BIUSIIONIMM Ha
MIPOJOIKUTENBHOCTD JKU3HH, OTHOCATCS] aHOMAINH CEPJIla, HEKOHTPOINPYEMBbIE
MIPOSBIIEHUS CyJOPOKHOTO CHHIPOMA M PELUINBUPYIOIINE HH(EKIINH AbIXaTEIbHBIX
nyteil. Y OONbLIIMHCTBA JETEH JaHHBIE COCTOSHHS MOXKHO KOHTPOIUpOBaTh. K
COXKaJICHHIO, HEKOTOPBIE IETH HE JTOCTHUIJIN 3PEJIOro BO3pacTa U3-3a OCIOKHEHHUH,
CBSI3aHHBIX C IIEPEYHCIICHHBIMH NPOOJIEMaMH.

“ Xouy 1aTh COBET TAKHM CEMBAM: YICIANTE KaK MOYKHO GOJbIIE BHEMAHHS
BameMy peOeHKy. 3a00Ta, TF000Bh M HEKHOCTH 00JIeTdaT BaIll ITyTh. S TTOCBSTHI
CBOIO JKU3HB J0YEpH, IOMOTall el M IOJJIEPIKUBAI €€ BO BeeX cepax Ku3HHU. S
o0pamiaics K CrienuaIncTaM, KOTOpble TOHUMAIOT, KaK HY)KHO oOpamaThes ¢
JIETBMH U B3POCIIBIMU C OIPaHMYEHHBIMH BO3MOXXHOCTSIMU. OTHOCHTECH K HUM C
J000BBIO M YBKEHHEM M ITIOMOTHUTE UM 00pecTH cedst. Y ienstiite nM Bpemst 1
HCTIONIB3YHTE JOTIOHUTENILHBIE CPE/ICTBA, YTOOBI YCKOPHUTH IpOoIiecC OO0yUeHHSI.
XBaymTe UX JIaKe 32 HE3HAUNTEIbHBIE TOCTIKEHUs. [IposBisiiTe couyBcTBHE U
T000Bb, KOTIa OKpY)KaloIire 00paIiaioT Ha BaC CIMIIKOM MHOTO BHUMAHUSL.
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[NokymaiiTe M OJEXKTy ¥ BEIIN, KOTOPBIE UM HPABSITCS, YTOOBI YKPEITUTh UX
yBepeHHOCTh B cede. [Tomoraiite uM cieanTs 3a cOO0H, HAIPUMEp, YMBIBATHCS,
YHUCTHUTH 3YOBI, PEryJISIPHO BOANTE UX K cromaTonory. [Tocemaiite
JIOCTOIIPUMEUATEIbHOCTH BMECTe, 00€CIeubTe, €CIIM BO3MOXKHO, TIOMOIIb 1
MOJAEPIKKY CO CTOPOHBL. DTOT CIUCOK MOXKHO MPOAOIIKATH JJOJIT0, HO CO BpEMEHEM
BCcE oOpasyercs. Camoe TJIaBHOE — HE YHBIBalTE M Oy/IbTE MO3UTHBHBIMH; 3TO

L]
IIOMOXXET BaM CIIIOTUTHCSA C p€6€HKOM, CKOJIBKO OBl €My HU OBLIIO JIET.

Pexomenganuu 1mo MEAUIIUHCKOMY 00cJIeJOBAHU IO
Hern ¢ cuanpomom Bosbda — XupiixopHa TOIKHBI pETYISPHO TIPOXOAUTH
MeaunuHckoe obcnenoBanue. Cpean HeoOXOJMMBIX €KETOIHBIX POBEPOK MOTYT
OBITH TIPOBEpPKA TEMIIa POCTA, aHAIHN3 KPOBH, HCCIIEIOBAHHUE TIOUEK 1 MEYECHH.
Hpyrue pekoMeHauu:

JMHAMHUYeCKoe HaOJIIoieHNe Yy IeanarTpa

KOHTPOJIb TeMIla pU3MYECKOro pa3BUTHs (IUIsl eTeil B BO3pacTe OT HyJIs /10
YeTplpex JieT ObUTM pa3padoTaHbl CIIEHalbHbIE POCTO-BECOBBIE KPHBHIC);
TPYJHOCTH BCKapMJIMBaHHS W DEQIIIOKC JOBOJBHO pAaCIPOCTPAHEHBI —
MOXCT HOTpe6OBaTI)CH MCAUIMHCKOC BMCIIATCILCTBO

MEIMIIMHCKOE 00CIIeIOBaHUE ISl TUArHOCTHKH PACILEHbBI HEOa
MEIMIIMHCKOE 00CIIeI0BaHUE ISl TUaTHOCTUKH 3a00JIeBaHUH cep/a
MIPOBEpKa CIIyXa U 3pEHH

MIPOBEPKa COCTOSHUS ITOUEK U MeUCHU

pacnpocTpaHeHbl peUAUBUPYIONIHE HH(EKINH, U MOXKET OTPeOOBaThCs
Oonee feTanbHOE 00CIeI0BaHKE; POBEPKa HATMYMS UHDEKIHNA
MOYEBBIBOAAIIUX MYTEN U aHOMAJINK BHYTPEHHETO yXa

paborta ¢ JIOromne0M ¢ paHHEro JIeTCTBa
pabora ¢ pU3MIECKUM TeparieBTOMH/WIIN SPTOTEPANEBTOM C PaHHETO AETCTBA

ompeieneHre 0co0bIX 00pa30BaTEIbHBIX MOTPEOHOCTEH C IENBI0 00ECTICUUTh
oaxozsiiee o0ydeHme

oOpalleHHe B MEJMKO-TeHETHIECKYIO CIYXOY IUISl MOTyYeHHsI HHPOpMAaLUH
0 HACIIEJICTBEHHOCTH U OyIyIInX OepeMeHHOCTSIX
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Nudopmanus u nogaepxka
N\

Unidle

Understanding Chromosome & Gene Disorders

Rare Chromosome Disorder Support Group

(I'pynma mogepKkn ceMelt ¢ peIKUMI XPOMOCOMHBIMH OTKJIOHEHHUSIMH )

The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom
Tel: +44(0)1883 723356

infoldrarechromo.org | www.rarechromo.org

[pucoennusiirecs k coodmectBy Unique, 9TOOBI MTOTYYHUTH JIOTOIHATEIBHYIO HHPOPMAIIHIO,
HEO0OXOIMMYIO MTOMOIIb U KOHTAKTHBIE JJaHHbIE CeMeil C aHAJIOrMYHOM TTPOOIEMOH.

Unique — 3T0 O1aroTBOpUTEIIbHASI HErOCYIapPCTBEHHAs opranusaryst. duHaHCOBas
TIOJICPKKA OCYIIECTBIISICTCA 3a CYET TPAHTOB U MOKEPTBOBaHUN. Bbl MokeTe caenarsb
MO’KePTBOBAHHUE HA HAIlIeM O(UINATIBHOM caiTe:

rarechromo.org/donate  IToxainyiicTa, moMorute Ham IoMoub Bam!

http://whs4pminus.co.uk/ — WHST (Wolf V WOLF
Hirschhorn Syndrome Trust — ®oH mOAIEPKKH HIRSCHHORN
netelt ¢ cuaapoMoM Bonbga — XupirxopHa) ?ESIS)’IBOME
gosﬂal{ne 91O 6p%1mopm cTano BosMom;mM o Sir Halley
narofapst BKiaay omarorsopurensaoro gorga Capa St ewart Tru st

Crroapra Xemwiu

I'pynma nopiep>xK ceMeit ¢ peIKUMHA XPOMOCOMHBIMH OTKJIOHCHUSIMH.
Howmep B peectpe 61aroTBopuTebHbIX opranusanuii: 1110661
Homep B peectpe komnanuit Aurnumu u Yamisca: 5460413
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