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Moxanyncra, noMornTe Ham NOMoYb Bam!

Oeneuunsa 2937
“ MHe feiicTBUTENbHO y B3pocn bIXU
noapoCcTKOB

HpasuTcsa mos pabota. Ecnu
|6bl y MeHs ee He 6bino, A 6bin

Fpynna B ®encbyke: 2q37 deletion — Rare Chromosome Disorder

OTOT CNPaBOYHMK HE MOXET 3aMeHUTb NPO(ECCHOHANbHY MEOULIMHCKYI0 KOHCYnbTaumio. Cembu
OOIDKHBI  0OpaTUTbCst K KBanuuUMpOBaHHOMY Bpayy MO BCEM BOMPOCaM MOCTaHOBKU
reHeTNYeCcKoro AnMarHo3a, nevyeHuns 1 3gopoBbs. B reHeTuke MHPopMaLmMst MeHSeTCs o4eHb BbICTPO,
M ecnv Ha MOMEHT nybnukaumm aTon BpoLutopbl NpeacTaBneHHas MHpopMauma SBRASETCA camon
nepenfoBon, TO MO3Xe HekoTopble (akTbl MOryT mameHuTbes. Unique crapaetcs ObiTb B Kypce
NoCcneaHnX N3MeHeHU 1, No Mepe HeobxoaMMOCTH, NepecmMaTpuBaeT onybnnkoBaHHbIe GpOLLIOPEI.
[aHHbli MaTepuan 6bin noarotoBneH rpynnoit Unique n nposepeH goktopom Mwukasnon Ongpen
(Dr Micheala Aldred, PhD DipRCPath, Assistant Professor at the Cleveland Clinic and Case
Western Reserve University, USA), n npocdeccopom Mai XynbTeHOM, AUNIOMUPOBaHHLIM BPa4YoM
M [OKTOPOM Hayk, 4rneHom KopomeBCkOW Komnerun natonioroB M3 YOPUKCKOro YHMBepcuTeTa .
(Professor Maj Hultén, BSc, PhD, MD, FRCPath, Professor of Medical Genetics, University of Unique Tarke nybnukyeT obLyto 6polutopy no aeneunn 2q37
Warwick), 2011 r. (PM)
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XusHb ¢ geneunen 2937
“ NaBuna GbiN OrPOMHON PafOCTbiO B HALLEW XWU3HWU, U Mbl MHOTOE OT HEro
nony4nnu. Mel Hageemcsi, 4To AeTh Nogo6HbIE eMy ByayT pacTu 1 LBECTU, TakK Xe
Kak 1 oH. ”’

| Mo yacoBon cTperke, ——
. gal HauMHas
il C BepxHen neBown

coTorpachun: B
BO3pacTe 3 MecsLeB,
10 net

B 6acceiHe, 10 net
c bpatom u cectpoi,
12 net, 39 net ¢

NNEMSAHHUKOM,
40 net, 37 netc
oTuoM, 39 net ¢
NAEMSAHHUKOM.
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XXus3Hb ¢ geneuunen 2937
“ Bbiclwas kBanudukaums: 3onoTas 3sesaa ot nanoyku!

Mo yacoson
CTperke, HayHas
C BEpXHel neBom
doTorpacum:
nepBbIA AeHb
[oMa, B Bo3pacTe
OoKono 5 Hepgenb,
HECKONbKO

MecsLEeB, OKOSO
oAHoro roga, 2
roga, 14 net, c

OTLIOM B BO3pacTe
20 ner, 20 ner, 24
roga.

UCcTOYHUKN n
CCbIJIKU

MHdopmaums,
coepxallascs B JaHHOM
PYKOBOACTBE, OCHOBaHa
Ha cBefeHusix o 39
NoApPOCTKAX 1 B3POCHbIX C
neneumnen 2q37. 23
B3pPOCMbIX MauueHTa bbinu
onuncaHbl B MeANLIHCKON
nuTeparype; uMeHa
nepBbIX aBTOPOB 1 AaThl
nyoGnukauunin npuBeaeHsbl,
4YTOObI YNPOCTUTL MOUCK
TE31CoB Unn
OpUrMHarnbHbIX CTaTen B
nHTepHete B PubMed Ha
http://www.ncbi.nlm.nih.
gov/pubmed. MNonHbIv
CNWCOK NUTepaTypsbl
npeAcTaBneH Ha
cTpanuue 19.

Bpolutopa Takke
OnMpaeTcs Ha onbIT
YHYaCTHWUKOB rpynmbl
Unique. Korga ata
OpoLutopa 6bina
HanucaHa, rpynna Unique
HacuuTbiBana 16 4neHoB B
Bo3pacte oT 15 net n
cTapLue ¢ geneuven 2q37,
11 13 KOTOPbIX NPOLLN
aHKeTMpOoBaHue Mo

nposABJieHUAM CMHOPOMa.

Conrad 1995; Wilson
1995; Power 1997; Viot-
Szoboszlai 1998; Bijlsma
1999; Reddy 1999; Smith
2001; Syrrou 2002; Van
Karnebeek 2002; Batstone
2003; Chassaing 2004;
Shrimpton 2004; Lukusa
2005; Sogaard 2005;
Wassink 2005; Chaabouni
2006; Falk 2007; Kitsiou-
Tzeli 2007; Felder 2009;
Fernandez-Rebollo 2009;
Williams 2010; Unique.
Ecnu Bbl xoTuTE, BbI

MOXeTe MoMy4nTb CTaTby
B Unique.

Deneuuna 2937 y nogpoCTKOB U B3POCIIbIX
XpOMOCOMBI - 9TO CTPYKTYPbl BHYTPM KINETOK, HecyLiue
reHeTUYecKyto MHopMaLuio, KoTopas perynupyeT
pa3BuTMe, poCT U pyHKUNOHMPOBaHNe opraHmama. OHu
COCTaBnsOT Napbl, N0 OAHOW OT KaX4oro poanTens, u
NPOHYMepPOBaHbl OT 1 40 22 HauMHasa oT camMol BOrbLLUOK No
pasmMepy XpOMOCOMbI 40 camMOKn MasieHbKon. [MomMmMmo aToro
cyllecTByerT elle ABe nonosble XpoMocoMbl X 1Y (XY unu
XX -3T0 yXe koMbrHaLmMsa NonoBbIX Xpomocom). eneuus
2037 - 3TO XPOMOCOMHOE OTKINOHEHWe, Bbl3BaHHOE
oTcyTCcTBMEM HebonbLIOro oparMeHTa 0OgHOWM N3 XpOMOCOM
2s o4yeHb Bnn3ko Kk eé koHuy. [ipyras napHas xpomocoma 2
He noBpexaeHa.

Kaxkgas xpoMmocoma nmeeT KOpoTKoe nneyo (cne.sa Ha
anarpamme Ha cTpaHuue 4), Ha3blBaemoe p oT “petit” (B
nepesofe ¢ PpPaHLy3CKOro ManeHbkun), U ANMHHOE NreYo,
Ha3blBaemoe q (crnpaBa Ha gnarpaMmme Ha cTpaHuue 4).
Oeneuuna 2g37 o3HavaeT, YTO XpOMOCOMa NOBpPEXAeHa, 1
MareHbK1I KyCOYeK OTCYTCTBYET B CaMOM KOHLIE ANUHHOIoO
nneva.

Kapuotun unu 3aknyeHne MUKPOMaTpUYHOro
aHanusa

KoHeL, ANMHHOro nnevya XxpoMOCOMbI 2 AeNUTCA Ha Tpu
cermeHTa: 2937.1, 2gq37.2 n 2937.3. OTCcyTCTBYIOLWAA YacTb
MOXET BKIoYaThb B cebs HeKoTopble nnn Bce 13 3TuX
cermeHToB. B uenom nogm ¢ notepert 6onbLLEro KonnyecTea
CErMeHTOB OTNUYAIOTCA MO TAXECTU NPOABIEHUIA OT TeX, Y
KOro yTpayeHO MeHbllee KONMYECTBO CErMEHTOB, HO 3TO He
HenpernoXxHoe rnpasuro.

Jlloasam, Ybn XpOMOCOMHbIE NEPECTPONKU Bbin 06HapPY>KEHbI
C MOMOLLIbIO XPOMOCOMHOIO aHanusa, npu KOTopom
XPOMOCOMbI HEMOCPEACTBEHHO BU3Yarnu3npyroTcsa nog
MMKPOCKOIMOM C BbICOKOW paspeLuaroLLert CnocoOHOCTLIO, Kak
npaBwmo, Bbl4aeTcsa kapuoTun. Baw reHeTuK unm reHeTuk-
KOHCYNbTaHT CMOXET paccka3aTtb Bam 06 ydacTkax
NMOBPEXAEHUS XPOMOCOMBbI.

KapvoTtun ¢ geneuuei 2q37 MOXET BbIrMsiAeTb Kak OOUH U3
OaHHbIX BApaHTOB:

46,XX,del(2)(q37.2)
46 - 4yMCrno XPOMOCOM B KNeTKkax Ballero pebeHka
XX - [1Be nonoBble xpomocombl: XY anst MyxumH; XX ans
JKEHLLVMH
del — geneunsa ngn noTeps reHeTMYECKOro Matepuana
(2) - peneuusa Bo 2 xpoMocome
(937.2) - xpomocoma noBpexaeHa B cermeHTe q37.2
MaTepwvan oT 3TOW TOYKM A0 KOHLI@ XpOMOCOMbI OTCYTCTBYET.
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Xpomocoma 2

46,XX,del(2)(q37.1937.3)
Kak n B npegpiaywem npumepe, Ho: (37.1¢937.3)

XpomMocoma noBpexaeHa B ABYX MecTax: B cerMeHTe g37.1 1 cHoBa B CErMeHTe
2037.3. Matepuan mexay 3TuMy ABYMS1 TO4KaMu paspbiBa OTCYTCTBYET.

B npoLunom He6onbLuve geneuun Mormm ocTaTbCs He3aMmeyYeHHbIMU, HO
CErofHA MeTof, U3BECTHbIV KaKk CpaBHUTENbHAasi reHOMHasi rmbpuansaumum Ha
mukpouunax (array CGH), MoXeT onpegenuTs Menbyailiie oTCyTCTBYIOLLME
MU JOMNONHUTESbHEIE YYACTKM XPOMOCOMHOIo Matepuana. CpaBHUTENbHasA
reHoMHasi rMépman3auns Ha MMKPOYMNax AaeT OYeHb TOUHYIO KapTUHY TOro,
Yero He XBaTaeT, U BKIOYAET CMUCOK U3BECTHBIX TEHOB, KOTOPbLIE YTpaYeHbl B
pesynbTaTe geneuuu.

Pes3ynbTaTbl MONEKYNAPHOro aHanmaa, BbIMosIHeHHOro metogom array CGH,
MOTyT YNTaTbCS TakK:

arr cgh 2937.3(238,922,192-242,391,504)x1
arr cgh aHanu3 6bIn caenaH ¢ NOMOLLbIO CPaBHUTENbHOW_FEHOMHOM
rmépuamnsaumm Ha mukpoumunax (array CGH)
2037.3 geneuus npousowna B cermeHTte 2q37.3

(238,922,192-242,391,504)x1 [MepeuncrieHHble -
KOHKpeTHble napbl ocHoBaHui [JHK otcyTtcTBytoT. Mapsbl
OCHOBaHUI NPeACTaBNSAT COBON XMMUYECKUX BELLLECTBA B ) ) Mapsi

. _OCHOBaHW1
[HK, koTopble 00pasyoT KOHLbI IECTHUYHOWN CTPYKTYPbI

IHK (cm cxemy cnpaBa). [NepBas oTcyTCcTBYIOWas napa
OCHOBaHWN HaxoamMTCcsa nog Homepom 238922192, cuntas
OT NIeBOM YacTn XpPOMOCOMbI. [NocrneaHasa oTcyTCcTBYHOL AN
napa OCHOBaHWUN HaxoauTcs nod HomepoMm 242391504. YTobbl NoNy4nTh YMCNo
YyTEePsiHHbIX Nap OCHoBaHun: 242391504 — 238922192 = 3469312. B atom
cny4yae 370 3 469 312 nap OCHOBaHWI, YTO Takke MOXeT OblTb 3anUcaHo Kak
3.5Mb — aTo pa3mep yTpaveHHoro pparmeHTa.

KakoB Bo3pacT B3pocsnbIX naunMeHToB ¢ geneuuen 2¢37?
CamMbIiMK1 JONTOXMBYLLMMY MOABMU C Aeneumnen 2g37, !
ONMCaHHBIMWN B MEOULIMHCKON NuTepaTtype, ABMsTCS
OpaT un cecTpa, poauBwmnecs B 1937 u 1944, Ha MOMEHT
nyénvkauum mnm 6bino 61 n 54 roga COOTBETCTBEHHO.
BpaT paboTtan B Te4eHNe HECKONbKUX NET B MacTePCKOn
AN NHBaNWAOB U XWUI CO CBOEN CeCcTpor B JoMe
nHBanugos (Syrrou 2002). Ctapenwnii uneH Unique :
poauncsa B 1968 roay n emy MCNOMHMIOGH 42, korna 310 |
PYKOBOZACTBO ObINo HanmcaHo. B HacTosillee BpeMsi OH
paboTaeT B kKauecTBe AobpoBonbLa (BONOHTEPA) B
OByx bnaroTBoputenbHbIX MarasvHax (Unique).

Crapeniwun uneH Unique

KpoBaTu 1, B AONOSTHEHHbIE K aHTUPEdIOKCHON Tepanum OHa HY>X4aeTcs B
MopdmHe anga obesbonusaHua (Unique).

3peHune

CTpyKTypHbIE Npo6nembl Co 3peHneM (MOPGOITOTMYECKNE U3MEHEHUS) PeaKu,
HO 6nM30PYKOCTb M 4ANbHO30PKOCTb, aCTUrMaTU3M U KOcornasme yaile
BCTPEYaloTCs Y NoAel C XPOMOCOMHBLIMW HAPYLLEHUSIMU (YEM B NMONynsLmu).
AHkeTbl rpynnbl Unique cBuaeTenbCTByIOT, YTO 6NM30pyKOCTb BCTpEYaeTcs
Hanbonee 4acTo, HO OHa NOAAAETCsl KOPPEKLMM C MOMOLLbIO 04koB. O cnyyae
KepaToKoHyca (KOHU4eCKoM oOpMbl POrOBULIbI) COOOLANOCh ABaXabl. ATO
JereHepaTuBHoe 3aboneBaHue, NpY KOTOPOM POroBMLLIA MCTOHYAETCS U
BbITarkMBaEeTCs HapYXXy BHYTPEHHUM AaBfeHMeM rnasa. 9To COCTosAHME
CBSI3aHO C OCHOBHbLIM 3aboneBaHMeM, T.e. XpPOMOCOMHbIM AncbanaHcom,
3aboneBaHne NosIBNSETCA B NOAPOCTKOBOM BO3pacTe, U JOJIKHO perynsipHo
koHTponuposaTtbesa (Wilson 1995; Felder 2009; Unique).

“ Ona He nMbUT spkoe ConHLE; MOBUT HOCKUTL COMHLIE3aLLUTHBLIE OYKM
- 15 nem

Cnyx

nOBTOprIe I/IH(*)eKLl,I/IOHHbIe 3aboneBaHus yXa ABNAKTCA YaCTbIM NPOABIIEHNEM
y OeTen C XpOMOCOMHbIMU HapyLLUeHUsIMU, U MHOTUM OEeTSM NPUXOANTCS
nonb3oBaTbCA cneunanbHbIMU pr6KaMVI Ona yoaneHuna otgendaemoro n3
CpeaHero yxa, 4Tobbl 00nerynTb OTTOK XXMOKOCTM NpU IKCCYyaaTUBHOM OTUTE,
KOTOpbIV Bbl3biBaeT BPEMEHHYIO NMOTEPIO CryXa.

HekoTopeble ntogu ¢ geneunen 2q37 UMEIOT Y3KNE CIyXOBble NPOXoabl, HO
crnyyYam HeobpaTMMOWN NOTepU criyxa He onucaHbl B ITepaType 1 He
Habnoganucs B rpynne naumeHto Unique.

“ YpeamepHas peakuymsi Ha 0bblaeHHbIe 3BYkM » - 24 200a

CtomaTonorn4yeckasi noMoLlb

Moao6bHo ApyrMM NoAPOCTKaM U B3POCHbIM C XPOMOCOMHBLIMU HapYLLIEHUAMM,
y4acTHUKKM rpynnbl Unique yalle HyxaaloTcs B ieYeHnn 3y6oB, YeM apyrue
noan. Tpoum yaanunu 3yobl 13-3a CKy4eHHOCTHM 3yGOB; Tpoe HyXXAamnuch B
ycTaHoBKe NnomM6, ogHOMY U3 HUX NoHadobunack hTopcoaepallias nnomoa.
OOvH NoapocTok MMeeT 3aborneBaHne AeceH, HeCMoTps Ha BepexHbIi yxoa 3a
nonocteto pta (Unique).



Ak3ema
Ok3ema yacTo BCcTpevaeTcs y nogen ¢ geneuven 237, HoO 4OCTaBNseT N 310
HeypobcTea?

Ok3emon bonetoT 7 u3 12 B3pocnbIX 1 NoapocTkoB rpynnel Unique; aksema
MOXET MHOrAa UMEeTb TAXENoe TeYeHne 1 gaxe TPygHO NoaaaBaThCs FIEYEHUIO
cTeponaHbIMU Kpemamu. Ho xopoluasi HOBOCTb, YTO OHa, Nydlue
KOHTpOnupyeTcs ¢ BO3pacToM. HekoTopble 0TMeYatoT, YTO BO B3POCIIOM
BO3pacTe 3K3ema NposiBNsSETCS pexe, YeM B AETCTBE, ApYyrMe CYUTaIoT, YTO
3K3emMa C BO3pacTOM ferye nogaaeTcs fieYeHuio KpemMamu Unm QUeToun, unw,
€CInu 3K3eMa He NoaaaeTcs NeyveHunio, To OHa, Kak NpPaBuno, He Takas Tsxenas.

“ Skaema Ha 3aTbINKke MeASIeHHO 3aXMBaeT U NPMBENa K BbiNaAeHNo BONoc -
42 200a

Actma n gpyrve BuAabl anneprum

Moka He acHO, ABMnATCA NY AeTn ¢ geneumen 2g37 6onee
npegpacnonoxeHHbIMU K acTMe 1 anneprum, yem gpyrvue getn (Falk 2007). Y
OfHOro M3 AByX B3pocnbix rpynnbl Unique, KOTopble MMenu NPUCTYMbl aCTMbl B
OeTCTBe, CUMMTOMbI COXPaHSATCS U BO B3POCIIOM BO3pacTe, HO OHU XOPOLUO
NOAAaTCSA KOHTPOIHO C NMOMOLLBK UHFanAaTOPOB; Y OCTarnbHbIX MPUCTYMNbI aCTMbI
npeKkpaTUInChL ¢ BO3pacToM.

OpavH nogpocToK CTpagaeT CeHHOW NMXopaaKkon, APYron UMEET MULLLEBYIO
anneprvto, TpebyoLy NOCTOSHHOrO HOLLEHMS WNpuua-Tiobuka ¢
afpeHarnvHom.

Opyrve 3aboneBaHus

B3apocnibie n nogpoctku rpynnel Unique B Lienom aBnsoTcs usndeckm
340POBbIMU, HE TPEBYIOLLIMMU PEryNSpHOro Nnpuema nekapcTs unm ocoboro
HabnogeHusa sBpadvent. [laxxe Monoaon Yenosek, y KOTOpPoro 6uinu
MHOXECTBEHHbIE NPOBeEMbI C CEPALIEM, CyCTaBaMM U XENy404YHO-KULLEYHbIM
TpakTOM B AETCTBE, Cenyac 300poB.

AHemuns Bblna oTMeYeHa y ABYX B3POCHbIX MY>XYUH [y OAHOIO U3 HUX aHeMUS
pasBunacb B 38 neT] M y 4eBOYKM-NOAPOCTKA, HO BO BCEX CIyvasx
3 PEKTUBHBIM OKasanocb neyveHne gobaskamu xenesa (Felder 2009).

Y opgHoro Myxu4uHsl B Bo3pacte 30 neTt pa3surncsa Bapukos BeH. Y 16-neTHero
nogpocTka ObIn AgnarHocTnpoBaH cMHapom XKunbbepa, cocTosiHne, KOTopoe
MOXeT NPOABNATLCA HEOOMbBLLON XENTYLIHOCTBIO KOXM U CIIN3NCTLIX 060M04ek
BpeMsi oT BpemeHu. Cungpom Xunbbepa He TpebyeT neyeHnst 1 cBa3aH C
ocobeHHoCcTsAMY paboTkl (hepMeHTa, KOTopbIn nepepabaTbiBaeT 6unmupybuH B
neyeHm.

VckntoyeHnem 13 aTor obLLen KapTUHbI SIBIIIETCA MOJIOAas XEHLUMHA, Y
koTopou B Bo3pacTe 15 neT nosBunack pmbpoanactnyeckas memobpaHa
ropTaHu, Bbi3biBaloLLasd NOCTOSIHHYIO 60Mb 1 NPenAaTCTBYOLWAs peyn, npuemy
nuwm 1 Boapl; ¢ 18 net oHa nuTaeTtcd C,[IOMOLLIbtO0 FaCTPOCTOMb. Momumo atoro,
B 15 neT y Heé pa3sBunca ractpoasocparanbHbi pedhntokc, KOTOPbIN NpUBEN K
MOSIBNEHWNIO FPpbbKU. EN npuxoauTcs cnaTb C NPpUNOAHATHIM FONOBHbLIM KOHLIOM

TBopyeckasi
paboTa Ha
BCTpeye
cemen
Unique ¢
aeneumen
20937,

15 net

Kak 51 Mmory y3HaTb, Kak MO pebGeHOK ByAeT XXUTb B 3pesioM
BO3pacTe?

npOHTMTe 3TO PYKOBOACTBO. OHo paccKkaXeT Bam, niilb B CaMOM 06IJJ,eM
BMAe, Kak NpeycneBatoT NoapOoCTKM U B3pocrble ¢ aeneumen 2q37. Ho mexay
BaLlUM pe6eH|<0M M OnNnUCaHHbIMU 34eCb CltydadMn MOryTt ObITb cyLwieCTBeHHbIe
oTnn4un4.

CpaBHMBanTe Bawero pebeHka ¢ ApyrumMu nogbMU C TEM XKe
"XPOMOCOMHbIM HabopoMm", HO He 3abbiBanTe 00 MHAMBUAYANBHOCTU BaLLEro
pebeHka. Takoe cpaBHEHME KaXeTCs pasdyMHbIM, HO 001acTu «MOMOMKM>»
XPOMOCOMbI MOTYT GbITb pasHbIMU, MO3TOMY KONTMYECTBO OTCYTCTBYHOLLMX FEHOB
MOXeT ObITb MeHbLLEe unu 6onblue. [laxe ecnu y Noaen TOUKN «MONOMKN»
MoyTM COBMAZal0T, NPOSIBNIEHMS AENELMM XPOMOCOMbI MOTYT 3HaUYUTENBHO
oTNNYaThCs.

K Tomy BpemeHu, Koraa Bbl 3a4anuchb BONPOCOM, Kak Ball pebeHoK byaeT XuTb,
Korga BblpacTeT, Bbl, BEPOSATHO, YXKe [I0BOMbHO MHOMO Y3Harnu O HEM: Kakue y
Hero OCHOBHbIE NPOGNEeMbl CO 300POBLEM; KaknMe KOHKpEeTHbIe NpobrnemMs ¢
pasBUTUEM; B KaKoW Mepe eMy Heobxoauma Balla nogaepxka, Ytobbl
Hay4MTbCA YEeMY-TO; Kakue y Hero TpyAHOCTU C nosedeHnem. Tu akTopsl
ABNAOTCA NONe3HbIMU BEKTOPamMK GyayLLero pa3suTus.

TpyAHOCTU B OOY4EHUU UM HECNOCOBHOCTbL K 00Yy4YeHuto:
BO3MOXHble pe3ynbTaThbl

M3 TOro, 4To N3BECTHO O PasBUTUU N OBYYEHUU, HECMOCOBHOCTL K 0BYYeHuIo
BapbupyeT OT cryyas K criyyaro, Ho, Kak npaBuIio, TpYAHOCTU B 06ydYeHuu
GbIBaOT NErKOM UNKU ymepeHHow cteneHu. Jliogn ¢ 6onee nerkon creneHbio
CNOXHOCTEN B 06y4eHNM B COCTOSHUM paboTaTb Kak 3a AeHbrn, Tak 1 Ha
[0BPOBOLHON OCHOBE, B TO BPEMS Kak B3pocrble ¢ 6onee BblpaXeHHbIMU
HapyLleHMaAMM 06y4yaemMocTy TPeDBYOT NOCTOAHHOIO yxoaa.

B0o3MOXHOCTU - 3TO BaxXHO: oauH 4neH Unique, koTopbin obydancs B LLKone Ans
aeTeit ¢ rny6oKoN yMCTBEHHO OTCTaNOEThI0, BOMPEKN OXUAAHUAM Hayunrcs
ynTaTb U NncaTb, U Hawen paboTy Ha 4O0BPOBONLHOW OCHOBE (BONIOHTEPOM) B
MECTHOM pecTopaHe, rae OH packnagbiBas CTONoBbie NpUbopsI.



Bonee pacnpocTpaHeHHbI NpMMep: MONOAO0N YenoBek C YMEepPEeHHbIMU
TpyAHOCTSIMU 0By4eHus yuuncsa B obLeobpasoBaTenbHON LLKONe, B
OOMOJIHEHME K YMEHUIO YMTaTb U NucaTb Npuobpen psg npodeccuoHanbHbIX
KBanvdukaumi [KynmHapus, CToNsipHoOe Aeno, oby4yeHne po3HNYHON TOProere,
ocHoBbl OBM], B HacTosiLee BpeMsi paboTaeT B kayecTBe A4OOpOBOSbLA B
OnaroTBOpPUTENbHbBIX MarasuHax.

YyacTHukn Unique c bonee Bblpa)KeHHOVI CTeNneHblo nHTenneKTyanbHbIX
OTKMOHEHWN, KaK npaBunno, nocewlanmn Kypcbl XM3HEHHbIX HAaBbIKOB B KOJemLke
Nnocre OKOH4YaHuA LWKOosbl, a 3aTeM XU B pe3ngeHunax nnm co CBoMMu
CEMbAMMN.

Hu ogHa cembs uneHos rpynnel Unique He coobwana o6 ytparte Kakux-nnbo
WHTENNEeKTyanbHbIX CNOCOBHOCTEN C BO3PACTOM.

“ Ona cobupaeTcs caasaTh Mo MeHbLLen Mepe eLle 2 NPodecCMoHanbHbIX
ak3ameHa - 15 nem, ymeperHbie mpydHocmu & 06yyeHuu

Cpean ocobbIx HABbIKOB U TanaHToOB, Y 42-NeTHEro naumMeHTa ¢ yMepeHHbIMU
TPYAHOCTSIMU B OBYY4EHUN MOXHO OTMETUTb CMNOCOBHOCTL NaguTb C N0AbMU,
cocTpagaHue, OT3bIBYNBOCTb, OCHOBATENBHOCTb U XOPOLUNE KOMMYHUKATUBHbIE
HaBbIkn; 20-NeTHWU - XopoLUo pa3bupaeTcsa B koMmnbioTepax; 19-neTHuin ¢
yMepPEHHbIMU TPYAHOCTSAMN 0By4EeHMs UMEET OYEHb XOPOLLYIO NaMsThb,
0COGEHHO Ha MMEHa M NyTeLecTBUS, MOXET BCMIOMHUTb NPOMAEHHbIE
MapLLpPYTbl Aaxe cnycTa 60nbLION NPOMEXYTOK BpeMeHu; 18-neTHui noduT
rmomMoraTb rOTOBWUTb U UCKYCCTBO; @ oAuH 15-neTHni nobuT TaHueBaTb M NeTb U
OTIIMYHO YYBCTBYET PUTM, APYron AOBOMLHO apTUCTUYEH Y OYEHB XOPOLLO
nuweT pacckasbl.

Cnincok xo66u 1 yBneyeHui, coctasrneHHbIn YneHamm rpynnesl Unique, oveHb
LUMPOK 1 BapbMpyeT B 3aBMCMMOCTU OT BO3pacTa: BepxoBas e3aa, obLieHne B
coumanbHon ceTn ®encbyk, ctuneHana repuora danHbyprckoro (15 neT); esga
Ha Benocunege, nraBaHne, Nporyrku, Tadubl (15-19 neT); komnboTep, Nasnbl
(20 neT); my3blka, 60ynuHr, oyToO0s, MPOCMOTP TENEBU3NOHHBLIX BUKTOPWH,
cepuvarnoB 1 nporpamMmm o npupoge (42 roga).

My6nukaunm B MeEQULMHCKOW NUTepaType NokasbiBatoT, YTO OA4MH B3POCIbIf
paboTaeT NOMOLLHUKOM BGMBMoTeKkaps, y OpYroro HeET 3a4epXKKU YMCTBEHHOIO
pa3BUTKS, OH YYUTCS B KONeaxe, HO MMeeT 0COBEHHOCTN NOBEAEHUS B paMKax
ayTUCTUYECKOro CnekTpa; Apyron paboTan B TeYEHNE HECKOIbKMX T B
mMacTepckon ansa nHueanmaos (Smith 2001; Syrrou 2002; Chaabouni 2006;
Unique).

He3aBucumas XusHb?

OpawvH uneH Unique XnBeT He3aBUCMMOW XN3HbIO B CBOEN
cobCcTBEHHOWM KBAPTUPE, EXXEAHEBHO XOAUT B MarasuH
6e3 conpoBOXaeHUs, HO eMy HeobxoarMa NOMOLLb B
eXxeHefernbHbIX 3akyrnkax. [lpyrue xuByT nubo goma,
nmbo B pe3naeHumnsax ¢ npucMoTpomM. Baem nauneHtam
HY>KHa MOMOLLIb B pa3sHbIX CUTyaUusix: OBONbLUMHCTBO
MOTYT XOAWUTb B TyaneT CaMoCTOATENBHO, HO HEKOTOPbLIM
HeobxoauMbl MPOKNAaAKM U Noary3HukN. CemMbn Takmx

24 ropa

Y obounx aeTten cyqoporu XopoLLo oTBeYany Ha fnekapcTBEHHYO Tepanuio: y
opHoro npekpaTunuck B Bo3pacTe 10 neT, y pyroro OHU cTanu pexe cny4vatbes
k 15 rogam. OguH 13 gBoux geten ncnonb3osarn K 15 rogam otaeneHble CrnoBa,
a He uenble NpeanoXeHus, y o6onx naumeHToB Gbina no MeHbLUENR Mepe
CPEeOHsA CTeneHb TPYOHOCTU OBYyYeHus.

Kuctbl novek

HeTtn ¢ cuHapomom geneumm 2937 MOryT BbiTb CKITOHHbLI K Pa3BUTUIO KUCT MOYEK.
BbiBOg OCHOBaH Ha HabrngeHUM ABOMX NALMEHTOB, Y KOTOPLIX NOCMe ABYX NeT
NosIBUNMCHL KUCTbI Noyvek. Cpeau vneHoB rpynnbl Unique HU y oaHOro naumeHTa -
He 0BHapyXeHbl KUCTbI NoYeK. KUCTbI NoYek 4OBOMBHO YacTo bbiBatoT y
B3POCIbIX Mtofen, 1 BONbLUMHCTBY N3 HUX HE HYXXHO Kakoe-nnbo nedeHune n
KUCTbI HE JOCTaBNAT Npobnem. 3Tn KUCTbl HE TpaHCOPMUPYIOTCA B pak,
n3peaKka KUCTbl MOTYT BbI3BaTb 60Sb UK CTaTb NPUYMHOM NOSBIIEHUS KPOBU UMK
MHbekuumn B Moye, Torga MoxXeT bbiTb MOHagoouTcst bonee getanbHoe
obcnenoBaHue. M03TOMy B HACTOSALLMA MOMEHT PEKOMEHAYETCS AETSM B
BO3pacTe YeTbipex 1 NATHaauaTy net npooantb Y3W novek ¢ guarHoctmyeckom
uenbto (Conrad 1995; Falk 2007).

Hedpobnactoma nnm onyxonb Bunbmca

UmeeTca Tpu onncaHusa geten ¢ Hecppobnactomamu, U BCe OHU UMenu aeneLumto
obnactu 2937.1. Onyxonb Bunbmca - 3To0 pa3HOBUAHOCTbL paka noyek, kKotopas
nopaxaeT geTen B Bo3pacTe A0 NATM neT. BomnblWMHCTBO Criyd4aeB C OnyXonbio
Bunbmca nogaatotca ahekTUBHOMY JIEHEHMIO, U ETU MOTYT BbI3AOPOBETD.

B nocnegHux nutepatypHbix 0630pax pPeKOMEeHOYHT MPOBOAUTbL CKPMHUHIOBOE
nccnegosaHune novek Aetam ¢ geneuven 2q37.1 unu geneumen, BknoyaroLlen
yyacTok 2g37.1. Hedppobnactoma pefko BCTpeyaeTcs y NogpOCTKOB U
B3POCIbIX M0AEN, MOSTOMY B 3TOM BO3pacTe HET HEOOXOANMOCTU B CKPUHUHIE
(Aldred, HeonybnukoBaHHbIE AaHHbIE).

Ckonuos

VckpuBneHne No3BOHOYHMKA MOXET BCTPEYATLCS Yalle, YeM Y 300PpOBbIX
OeTen, N3-3a HU3KOro MbILLIEYHOro TOHYCa U MbILEeYHOro aucbanaHca, a He 13-
3a Kakux-nmbo aHomMarnui No3BOHKOB. CKOMNMMO3, BO3MOXHO, NoTpedyeT
MOHWUTOPWHIa, HOLLEHUS KOpceTa U XMpypru4eckoro BMeLLaTensCcTaea.

K MOMEHTY JOCTMXEHUA NOAPOCTKOBOro Uin B3pOCoro Bospacta 4 ns 12
yneHoB rpynnel Unique umenu ckonmos, HO H1 OAMH 13 HUX He Tpebosan
GonbLliero, Yem HabnogeHns nnu usmyeckas Tepanus, n CKonno3 He
nporpeccupoBarsn c BO3pacToM.

BpoxaeHHbIV BbIBUX Oegpa

BpoxaeHHbIV BbIBMX 6eApa HEMHOrO Yallle BCTpevaeTcs y MnageHLueB ¢
aeneumven 2q37, ABoe 13 ABeHaguaTtv geten rpynnel Unique umenu
BPOXOEHHbIV BbIBUX Beapa; Bo B3pOCNIOM BO3pacTe Y OQHOIo U3 HMX
coxpaHsinacb 0COOeHHasi NOXoAKa, a y ApYroro BpOXAeHHbI BbiBUX Begpa He
OTpasucs Ha Noxoake (BPOXOEHHbIN BblBNX Oepnpa ObIn BbISIBIIEH B BO3pacTe
13 MecsuUeB u coveTancs ¢ BbIBUXOM KONEHHbIX Yalleyek).



Umetotca nu y nogen ¢ cuHapomowm geneuumn 2g37 npobnemsbi ¢
aetopoxapeHunem?

JeyLikn ¢ cuHgpoMom aeneunn 2q37, KOTopble BCTYNUNN B NEPUOS MONOBOrO
CO3pEeBaHus, U Y KOTOPbIX HET NPOBNEM C MEHCTPyaunen, BNOfHE MOryT
BbIHOCUTb U POAUTL AeTel. B MeauUMHCKUX MCTOYHMKAX Oblnn AaHHbIE O
Heobbl4HOM hopme MaTku (bifid uterus) n HapyLEeHUsAX B ANYHMKAX Y XKEHLLMH,
4YTO, KaK npegronararT, MOXET NoMeLLaTh JETOPOXKAEHNIO. Y MYXYMH, ONUCaHbI
HEeCKONbKO criydaeB (pM3nN4ecKnx OTKITOHEHUA CO CTOPOHbLI MOSOBLIX OPraHoB,
Hanpumep, runocnagusi (OTBEPCTUE MOYENCNYCKATENBHOMO KaHana
pacnosnoXeHo B HEMPaBWUIIbHOM MECTE), HEOMYCTUBLUMECS SIUYKU (KPUNTOPXM3M),
SIMYKM MareHbKOoro pasmepa mnm HeoOblYHOM POPMbI, YTO TaK XXE MOXET
nomeLuaTb getopoxaeHunto. OgHako, Ha OaHHbIA MOMEHT He CyLLIeCTBYeT
OOCTOBEPHbIX UCCNeaoBaHU PepTUNBbHOCTU MYXXYUH C CUHAPOMOM Aeneummn
2937 (Conrad 1995; Wilson 1995; Viot-Szoboszai 1998; Reddy 1999; Syrrou
2002; Unique).

Ecnu mon pebeHok nmeeT cuHapom aeneuun 2937, 6yayT nu ero/ee
OeTu cTpagaTb 3TUM 3aboneBaHuem?

Y kaxgoro poautens ¢ cuHapoMom aeneunn 2q37 eCTb BEPOATHOCTb 1 K 2
(50%), uTo U BonesHb NnepegacTca No Hacneactsy. CyLWwecTBYOT
HeonybrnnkoBaHHbIE JAHHbIE, B KOTOPbIX FOBOPUTCS O XKEHLUUHE C CUHAPOMOM
aeneunn 2937 n eé pebeHke, KOTOpbIN TOXe cTpagar Tem e 3abonesBaHnem.
HaHHbix 06 oTuax ¢ cuHapomMom geneummn 2q37 He cywlecTtByeT. Korga cnHapom
2037 nepepaeTcs No HacneacTBy, Mbl €LE He 3HaeM, byaeT nun KnMHnyeckas
KapTMHa OOMHAKOBOW U 'y poauTens, n 'y pebeHka.

HekoTopble cneuunanbHble YCoBUs

O nauumeHTax, y KOTOpbIX Oblfla onepauusa Ha cepaue

MprMepHO OOWH YernoBeK U3 NATU C CUHOPOMOM AeneLun 2937 poxaaeTcs ¢
NMOPOKOM cepaua, 00bIYHO 3TO AedeKkT MeXay NpaBbiM U NEBbIM Xernygoykamm
cepgua. Tpoe 13 gBeHaguaTu B3pochnbix yneHoB Unique pogunuce ¢ aTum
BMOOM Mopoka cepaua: y oaHoro pebeHka gedeKT 3aKkpbIfiCa eCTECTBEHHbIM
nyTeM, HO ABYM OpYryM AeTAM noTpeboBanachk onepaums Ha OTKPbITOM cepaLe.
Wm no 24, 20 n 15 neTt cooTBETCTBEHHO, BCe OHM 3A40poBbI (Unique).

B meguumHckon nuTtepatype onucaHo okono 39 Yenosek, U3 HUX NULLIb 0aHa
JeByLlKa nepeHecna onepauuio B 4ETCKOM BO3pacTe He TOMNbKOo Mo NoBoAy
ncnpaeneHus gedekra Nneperopoakn cepaua, Ho 1 st KOPPEKLMU CYXKEHUS
KPYMHOro cocyaa cepAua (KoapkTauum aopThbl), YTO TOXE MOXET BbITb TUMUYHBIM
NnopokoMm cepAaua anga cuHgpoma geneuun 2q37. B 19 net y Hee He oTMevanoch
npobrem ¢ cepauem.

O nauueHTax, KOTOpble UMEIOT CyAOopPOru

Y 1-ro u3 3-x unu 4-x geten ¢ cMHApoMom aeneuunn 2q37 nMeetcs
cMMnToMaTudeckast anunencus (cygoporu). Y 6onbLUMHCTBA AeTeN HET
o4eBUAHOro Aedpekta Mosra, KOTOpbIn MOxeT cTaTh NPUYMHON CYO0pPOr, U Takne
OEeTN XOPOLLO OTBEYAIOT Ha flevyeHue anunencum cTaHgapTHbIMU fekapcTBamu
(Falk 2007). N3 12 B3pocnbix nauueHToB Unique y 2 6binv B AeTCTBE Cygoporu.

niogen rOBOPAT, YTO UX HaBbIKN B yXo4e 3a cobon — nuTaHue, ogesaHue,
noxoabl B Tyaner, obLwas rurmeHa - ocTarTCs Ha TOM Xe YpOBHE, Kakown 6bin u B
MONOAOCTHW.

“ Korna eé n ceMb [pyrix nofpoCTKOB Pa3MeCTUNN B pe3anaeHLmm, eé
KOMMYHUKaLUMOHHbIE U CoLMarbHble HaBblKM CTPEMUTENBbHO YYYLUMITUCh U OHa
cTana pasroBapuBaTh CO CBOEI ceMbéil no TenedoHy - 19 rem

Peub n obOLeHuUue

Y 6onbLlUMHCTBa Nnioaen ¢ cuHapoMom aeneunn 2g37 (HO He y Bcex)
HabnogaeTca 3aMmeaneHHbIN Nporpecc B 06y4yeHun peyun n noHuMaHuio. K tomy
BPEMEHMU, KaK OHV AOCTUraloT NOAPOCTKOBOrO UM B3pOCNOro Bo3pacTa,
NOSIBMSETCS LUMPOKUIA psg, KOMMYHUKATUBHBIX CMOCOBGHOCTeN. HekoTopble
B3pocrible 6erno roBopsat 6e3 3ameTHON pasHuLbl MEXAY UX CMOCOOHOCTSIMU
NMOHUMAaTb YyXXMe U BOCNPOM3BOAUTL CBOM COBCTBEHHbIE MbICnN. [pyrue
npuberatoT K MEHUI0, XXECTUKYNSLMK, 3ByKaM, MUMWKE 1 APYrMM cpedcTBam
KOMMYHMKaLuK, 4ToObl BbIpa3utb cebsi. B COOTBETCTBMM CO CKITOHHOCTAMM K
ayTUCTUYECKMM NpU3HaKam, HEKOTopble MOBTOPSIIOT opasbl 1 BO3BpaLLAOTCS K
npegplaywmm Temam pasrosopa. OgnH BoceMHaaLaTUNeTHUA NaumeHT
nepecrtan roBopuTb 13-3a pasBuTusa pmbpoanacTnyeckon
MembpaHbl roptaHn. (FonocoBble CBA3KN B ropTaHu
pasgerneHbl mexay cobon n NpucoeanHATCA B
onpegeneHHOM MecCTe K HagropTaHHuky. dnubpoanactuyeckas
MeMbpaHa ropTaHu coeauHaeT ux Mexay cobon TOHKOM U
nonynpo3pa4yHon TKaHbt, HO OHa MOXET ObITb 1 TONICTOM U
BOMOKHUCTOW. ManeHbkne cnamkm peako HyxgarTcs B
neveHyn, Ho Gorblumne MoryT BbITb yaarneHbl XUPYPTUYECKUM  duEposnactiieckas
nyTeM UIiM SHOOCKOMUYECKUM Nasepom). MeMmGpaHa ropTaHm

“ OHa He BrageeT 06bIYHON PEYbIO, HO MPOVN3BOAWUT MHOTO CBOMX COBCTBEHHBIX
3BYKOB M HE@aBHO Hayana netb menoguu, Takue kak Land of Hope and Glory n
Chariots of Fire. OHa ncnonb3yeT HECKOMbKO 3HAKOB M3 cncTeMbl MakaToH 1
OYeHb XOPOLLO cOOBLLaeT 0 CBOMX MNOTPEBHOCTSX, XOTS MIOAAM HYXHO €€ 3HaTb,
4YTOObI NOHATL, YTO OHa X0o4eT. E€ noHnmMaHne NpoaomKaeT yny4llaTbCs: oHa
NoHUMaeT GonbLLe, YeM MOXET BblpasuTh . - 25 nem

““ OH He MOXET roBOpUTb Tak, YTOBLI €r0 MOHUMANW, XOTS €ro HaBbIKY
KOMMYHMKaLUN MOTyT ObITb Crierka yrnydlleHsl B 3periom Bo3pacTe.

OH NOHMMaEeT HaMHOIO BOMbLLE, YEM MOXET ckasaTb - - 24 200a

“B TPy roga oHa He MOrfia roBOpUTb, HO Y HEE MoMy4variocb HaneBaTb MENOANI0
6e3 crnos. K 15 rogam oHa Obina o4eHb My3blkanbHa, MHOMO Xuxukarna u
Kpyyana, ckragblBasi BMECTE NPEArIoXKeHNs!, U XOPOLLO NoHumarna peyb. OHa He
CMOTPUT Ha Bac, Korga roBOpUT, U Y HEE UCKaXKaeTcs NnLo, Kak byato
3apymMbIBaeTcs 0 Yem-To BakHOM. K 19 rogam o6mMeH pucyHkamu Gbin o4eHb
BaXXeH Ansi €€ OTBIIeYEHMs OT TPEBOT U, YTOObI ObICTPEe CnpaBUTbLCS C
BOITHEHMEM. EIl HENPOCTO NPOU3HOCUTL ‘CNoBa 1 OHa MCMNOMb30Barna AeXYpPHbIe
OTBETHI, KOTOPLIE Cribillana oT ApYrux 1 3anoMuHana. MIHorga oHa noBTopsieT
TO, 4TO ycnbiwarna. Cenyac oHa 6ermno roBopuT MOSHbIMU NPEANOXEHUSMU, HO



[10 CUX NOp NOHMMAET GornbLLe, YeM MOXET ckasaTb - - 19 nem

“ C Tex nop, kak oHa nepecTana pasroBap1BaTb BOCEMb MECSILIEB Ha3az, OHa
cTana 1cnosb3oBaTh CUMBOMbI M3 CUCTEMbI MaKaToH, UK xe NULLET GyKBbI.
Ecnu 1 He MOHUMAI0, YTO OHA XOYET, OHa 3NUTCA U TonaeT Horamu. OHa MHoroe
NOHUMAET U KMBAET, OTBEYas «Aa» UNu «HeT» * - 18 nem

(17 ~

E cnoxHo BblpaxaTb, YTO OHa XO4YeT, 0COBEHHO KOrga oHa B3BONHOBaHa.
Ecnuv roBoputb KOPOTKUMYW NPeasiokeHUsIMIN 1 3afaBaTb TOYHbIE BOMPOChHI, €€
peyb 1 NoHUMaHue byayT oguHakoBbIMWU. ECnv BblAaeTcst CAMLLIKOM MHOFO

WHOPMALUK, MOHUMaHWe yxoauT > - 15 nem

NMoBeaeHue, HacTpoeHue, ayTU3Mm

MHorve petu ¢ cuHapomom Aeneuun 2q37 BOBCE HE UMEIOT TPYAHOCTEN C
nosegeHneM. TeM He MeHee, OTHETbI YTBEPXKAAoT, YTO NPUMEPHO OAWH U3 TPEX
AeTen ¢ geneunen, umetoT 3abonesaHnst ayTMCTUYECKOIO CNeKTpa, U ayTU3m
ObINT AMarHOCTUPOBaH, caMoe nosaHee, nocre 24 net. Ectb Takke
WHAMBUAYanbHble JaHHbIE, KOTOPbIE CBUAETENLCTBYIOT O TMNEPaKTMBHOCTM C
4eduunToM BHUMaHUS, NepMognyeckon arpeccum, HeBpo3e HaBA34MBbIX
COCTOSAHMI (06CECCMBHO-KOMMYMBLCYBHOE PacCTPONCTBO).

YT0 NnponcxoauT c 4eTbMU BO BpeMSl B3poCreHus?

Kak n B cnyyae ¢ getbmu, 60nbLIOe KONMYECTBO NOAPOCTKOB M B3POCTIbIX NOAEN
BOBCE He nmeloT npobnem ¢ noseaeHmemM. HaobopoT, OHU «0BLLMTENBHbIE U
OPYXKENOOHbIE», «OPYKEMOOHbIE U XXN3HEPAOOCTHbIE», «O4YEeHb APYXKENtobHbIe»
UNn y HUX HET TpyaHocTen ¢ noeegeHvem (Chassaing 2004; Shrimpton 2004;
Chaabouni 2006; Kitsiou-Tzeli 2007; Williams 2010). Y gpyrux Bcé xe ecTb
npobnemel C NOBEAEHMEM U HACTPOEHMEM, BKITHOYaA AenNpeccuto, NpU4MHeHne
cebe Bpeaa, NoBTOpsiOLLEECS MOBEAEHME, arpeccuto. OTO NPosiBIISeTcs
He3aBMCMMO OT pa3mepoB gerneunn 2937 (Bijlsma 1999; Chaabouni 2006;
Felder 2009; Williams 2010).

Ho faHHble B MeauUMHCKON NUTepaType He 0YeHb NMOMOTaloT, Tak Kak OHU peaKo
OTMeYaltoT aTanbl Pa3BUTHS COCTOSHUIA.

YT0o MOXeT pacckasaTb Ham onbIT Unique? Kak oTmevaeTcs B MeaULIMHCKOW
nuTeparype, CyLLeCTBYeT rpynna nogpoCTKOB M B3pOCIbIX ntogen 6e3 npobnem
B NOBEAEHMMN UNN C EOUHNYHBIMM BCMeckamu amouunin. EcTtb n gpyras rpynna
nofen ¢ TpyAHOCTSAMN B NOBEAEHUN, KOTOPbIE 3aCTaBMsOT 06paTUTLCS 3a
npodeccuoHansHon nomoueto. B Unique rpynna nogew ¢ HebonbwvmMm
OTKINOHEHMsIMM B noBegeHun bonblue [5:3]. Korga cnoXXHocTh BCE xe
MOSIBMSAIOTCS, OHM NPOSIBMSAKOTCS B NPUYMHEHUMN Bpeda camoMy cebe, o4eHb
pe3Kol CMeHe HaCcTpPOeHWIA, B yxode B cebsl 1 NPUBNEYEHNN BHUMAHWS,
HaBSI34MBOM NOBEAEHMM, arpeccum n 6ecrnoKocTBe M3-3a USMEHEHUIA B
06bIYHOM YKMaae KU3HMW.

[lBoe NoapoCTKOB UMEeNW TPYAHOCTU B NOBEOEHWUM, KOTOPbIE GblNM HACTONbLKO
CUIbHBIMM, YTO UX CEMbW HE MOITIM C 3TUM CMPaBUTLCS Y MOMECTUIIN UX B
crneunanvMampoBaHHbIn MHTepHart. Mpobrfembl ¢ noBeaeHreM (BCMbILLKV THeBa,
arpeccusl, eXuaHOCTb, CKITOHHOCTb K paspyLleHnsiM) Obiniv o4eBUaHbI Y 3TWX
o6oux geTtel ¢ caMoro paHHero AeTcTea. TpyoHOCTY B NMOBeAeHMM, KOHEYHO,

YT1o npomucxoauT B ny6epTaTHbIN Nnepuoa?

Mo AaHHLIM MeAULIMHCKOM NUTepaTtypbl, AEBOYKU C CUHAPOMOM Aeneunn 2937
Ha4MHaloT B3POCIETh B TOM e BO3pacTe, YTO U 3[0POBbIE AEBOYKM, HO ONUCAHO
paHHee 1 No3gHee NonoBoe Co3peBaHne, HEPEryNAPHbIA LUK, U KOTOPbI
MOXET COBCEM MpeKpaTuUTbCsl. AHanNornyHas cuTyaums xapaktepHa ans
Manb4MKOB: HaMpUMep, ¥ OOHOro CEMHaALAaTUIETHENO OHOLWM Habnoaanoch
nosgHee nomnosoe co3peBanue (Wilson 1995; Power 1997; Chassaing 2004;
Shrimpton 2004; Chaabouni 2006; Kitsiou-Tzeli 2007; Fernandez-Rebollo 2009.

B Unique npegnonaratot, 4TO MOXET MPOUCXOONUTb paHee unm
npexgeBpemMeHHoe NoroBOe CO3peBaHme (paHHee NOoSIBNEHNEe BTOPUYHbIX
MONOBbIX MPWU3HAKOB - BOJIOCHI Ha JTOOKe M NogMbILLKax v 3anax Tena 6e3 kakux-
nnbo opyrnx NpM3HaKoB CO3peBaHns). AHKETBI ceMel naumeHToB n3 Unique
MoKa3bIBaloT, YTO Takue NposiBNeHns Oblnin OTMEYEeHbl Y ABYX OEBYLUEK N3 CEMMU.
Y ceMu 13 BOCbMU AEBYLLEK UMK XKEHLUUH €CTb CUMMTOMbI NPELMEHCTPYanbHOro
cvHApoOMa, HECMOTPS Ha MX BO3pacT M TO, MPUHMMALOT I OHU KOHTpaLEenTMBbI
unu Het. OgHa geByLUKa C TPYAHO KOHTPONMPYEMbIM NOBEAEHNEM CTAHOBUTCS
«paCCTPOEHHOM 1 arpecc1MBHOMN» B Takue nepuoabl. Ecnn y Bawen goyepu
nosiBnsieTcs nogobHoe noBeaeHne B NpeaMeHCTpyarbHbIA Nepuog, U oHa
NPUHUMAET oparbHble KOHTPaLENTMBLI, TO PEKOMEHAYeTCA 06CyanTb 3TOT
BOMPOC C €€ JOKTOPOM, Y4TOObI OH HasHauun gpyron npenapat (Unique).




HekoTopble nonanu B 10 NpoLeHTOB Nioaen nmerLmx 6onbLIoR BeC, HECMOTPS
Ha CBOW OTHOCUTENbHO HeborbLLONK pocT. O TOM, Korga NosiBMsIeTCS CKIOHHOCTb
K OXKMPEHUI0, UMeeTCsl 04eHb Mano MHdOopMaLMK, HO UMEETCSI ONUCaAHUS 3TarnoB
yBENUYEHMS BECa Y OAHOWN OEBYLLKU: €€ MHTEHCUBHbIN POCT Hayarcs B nepuoa
MOTIOBOIO CO3pEeBaHUS 1 Nocre OCTaBarics Mo HUXKHEN rpaHuue 3 nepueHTuns, a
Bec Obln Mo BepxHen rpaHuue 3 nepueHTuns, 0CobeHHO NosHbIMKU GbINn HOTK
(Wilson 1995; Power 1997; Bijlsma 1999; Smith 2001; Syrrou 2002; Chassaing
2004; Shrimpton 2004; Fernandez-Rebollo 2009; Williams 2010).

OanHble Unique nokasbiBatoT, 4TO Npobnemsl C BECOM ABRAIOTCA obLmMMn Ans
NaumneHToB, HO He ABMSTCA Hen3bexHbIMU. 5 13 10 NOAPOCTKOB U MONOAbIX
nogen CoBCeM He MMeIT Npobnem ¢ BeCOM, a y ApYrnx acTeHn4eckoe
TenocnoxeHue. Jltobas npobnema, cBsi3aHHas ¢ BECOM, 0ObIYHO HapacTaeT BO
BpeMsi nybepTaTHOro nepuoga (MHorga u paHbLUE) U Y Manb4YnKoB, U Y EBOYEK.
Y peBo4ek HabnwgaeTcs TeHAEHUNS PasBUTUS «IPyLUEBUOHOIO»
TenocnoxeHus. OBbIYHO ANeTbI U PU3NYECKUX HArpy30K 4OCTATOYHO Ansi TOro,
4YTOObI KOHTPONUPOBATL CBOW BEC, HO MaMa OAHOM NauMeHTkn coobLuana, 4yTo
BEC €€ Jo4epu BCE Xe cTan CTPEMUTENBHO PacTu, a U3-3a HU3KOMO MbILLEYHOIO
TOHYCa NOAPOCTKY CMOXHO 3aHUMAaTbLCS CMOPTOM U MonyyaTb YAOBNETBOPEHNE
ot Hero (Unique).

BOoNbLUMHCTBO NALUEHTOB NUTAKOTCA Ppa3HOOOpPa3HOM NULLEN, HO HEKOTOPbLIM
HY>XHO KOHTpOInMpoBaTb 06beM cbegaemon nun. [leBylika ¢
¢dunbpoanacTnyeckon MeMopaHoOm ropTaHy NosTy4aeT NULLLY NPy MOMOLLM
racTPOCTOMbI, HO MHOFAA OHa MOXET CaMOCTOSTENbBHO XeBaTb Herpyoyto nuy
(Unique).

“ Bam npuxoauTcst CUAETb C Hell MPU NPUCTYNax YayLLbS, a Takke CleanTb,
4TOObl OHA He oTOMpana eny y apyrux. En He HpaBuTca Monoko un pykTel. Eaa
npeBpaTUnack B HaBS3YMBYIO Uaek - - 25 iem, Hem npobriem ¢ 8ecom

““ OH He ecTb KOHMETbI UMK LLIOKONAA, UMK YTO-TO, YTO HYXHO Pa3KeBbIBaTb.
B nocnepgHwue rogbl oH cTan vyTb cMeree, NpobyeT Takyto efy, Kak Ynnchl 1
kpucnbl > - 24 200a, Hem npobrem ¢ 8ecom

“ 3a Heit NOCTOSIHHO NPUXOAUTCS CMOTPETh, MHAYe oHa Gbl ena v ena. Eé Bec
yaaeTcs cenvac KOHTponupoBaTh brarogaps 30opoBOMY NUTaAHUIO. Takke Mbl
3aKpbIBAEM KYXHIO Ha 3aMOK B pe3naeHLnn, rae oHa XMBeT. YTobbl HEMHOro
nobanosaTh €&, Mbl JaéM et nerkue 3akycku > - 19 1iem, npobremsi ¢ 8eCoM
“ Epa anst Hac Gonbluasi npo6rnema: oHa NGO NOHOCTbIO OTKA3bIBAETCS OT
enbl, Nnbo ect 6e3 ocTaHOBKM, Aaxe Korga ceita. OHa 6opeTtcsa cama ¢ cobon,
€CTb UIN HE eCTb, U MOXXET CMOTPETb Ha ey YyTb JIN He non4vaca, He
npuTparnBasChb K Her, NN MOXET eCTb, MOKa el He CTaHeT nnoxo. En
yCTaHaBnNuBanu Xenyao4Hbin 3oH4 oT 5 4o 12 pas, korga oHa oTkasblBasiacb
€CTb U MUTb. ITO NPOMNCXOOUT HE MO MEOMULMHCKUM NpUYMHaMm, ckopee, no
MCUXONMOTMYECKMM. Y HEE TaKKe arnneprus Ha opexu u oHa nsberaet
ynoTpebnaTh B NULLY anenbCuHbl, KNyoHyKY, rpubbl 1 cbipble Anla 13-3a
anneprin ’ - 15 nem, Hem npobnem ¢ eecom

ABNAKOTCA 0ObIYHON COCTaBMSAOLWEN N Y HOPMaribHbIX MOAPOCTKOB, U eCTb Kak
MUHMMYM TPpU Criy4qas ynyylleHus noBeaeHus ¢ Bo3pactoM. U Bce ke, ognH
NnogpoCTOK CTpadarn oT HEOOBLACHNUMOrO yXyALIEHUSI NOBEAEHMS], C
yXyaLawmMmcs pesknuMm CMeHaMmn HaCTPOEHUS 1 MpU3Hakammn aytuama, a 'y
OpYyroro B3pocroro Habnoganoch yxyaleHne ¢ NnpuiynHeHmem Bpeaa cebe.
MonosuHa uneHoB Unique nmeeT anarHosbl ¢ 3aboneBaHnsiMM ayTUCTUYECKOTO
CnekTpa, HoO MHOrMe CeMbW FOBOPSIT, YTO 3TW PaCCTPOMCTBA NPOSIBNSIOTCH B
KOMMYHUKaBEnNbHOCTMW.

CTtpaternm noBedeHust, KOTopble 3TU CeMbW HaLLM NONE3HbIMKU, BKMNOYaKT B ce0st
nepenblLLKK, n3beraHme HaNUTKOB C coaep)kaHnem kodenHa, HeobxoaMmMocTb
BHMMAaTENbHO NPUCHYLUMBATLCS K TOMY, YTO XO4EeT Ux pebGeHok, crnegoBaHue
NPVBLIYHOMY pacnopsiaky OHS U ynpaeneHme rHeBoM. Cembm Nonb3yoTes
roaaepKKkor no Bonpocam NoBeAeHWst U NpoLLM 0By4eHne No aToMy BOMpPOCY,
OBOE MauneHToB GbINy HanpaeneHbl K NCUXMATPY Y NoNy4aloT MegmKkameHTo3Hoe
neyeHune (pucnepugon).

“ WckpeHHe cyacTnnB, MHOMA BOSHYETCS U TPEBOXMUTCS, NIOBUT BeLLM, KOTOpbIe
He MeHsitoTes - 42 200a

“ YacTo 6biBaeT cHACTNIMB, OAMHOYKA, CepPbe3HbIe BCMbILLKY THeBa ANATCH MUHYT
OBaAuaTb UK OKOJO TOro. EANMHCTBEHHBIV Cryyai Nroxoro NoBeAeHUs Cry4qmncs
nocne Toro, kak 3akoHuun Lwkony B 18 net ” - 24 200a

“ CuactnuBa, Habnogato 3a MoabMU, 06oXKa MarnbILLEN U CUTHATbI nokapHowm
Tpesoru. Cenyac 5 XX1By B pe3vaeHLmMn Ansi B3pOCbIX C BonesHsmm
ayTUCTMYECKOrO CNeKTpa, U MO noBefeHne ynyywmunocs * - 19 nem
““CuyacTnuB, HO COXpaHSIET BHUMAaHUE Ha O4eHb KOPOTKME MPOMEXYTKN BpeMeH
- 15 nem

“ Y Heé He oueHb XOPOLLO C KOHLEHTpaLMen N el Hy>XHO NOCTOSIHHO MEHATb
WCTOYHUKM NS MmoTuBauun. En HpaBuTca e€ cobCTBEHHbIN pacnopsAoK OHA U He
HPaBUTCA NOAYMHATLCS NpaBuiaM. ArpeccuBHoOe NoBefeHne 0bbIYHO
HabnogaeTcs B LWIKoMe, U APYrMM OHa NPUYMHSET Bpea valle, Yem cebe.
PaspyluntenbHyto 1 HeNpeackasyeMyto, €€ Hernb3si OCTaBUTb OOHY HU JOMa, HU B
wkone >’ - 15 nem

“ Y Heé MoxeT 6biTb NMOXoM XapakTtep, 1 el TPygHO ero KOHTPONMPOoBaTh.

OpouH pa3 oHa nopaHuna cebe pyky 4O KpOBM, Korfa Obina CUbHO YEM-TO
pasgpaxeHa > - 15 1em

Couunanunsauusa

Mo ganHbIM Unique, ntogn ¢ geneunen 2q37
ooLwMTENbHBI N ApYKENtoOHbI. B Liernom, oHn
XOPOLLO NagaT Co CBOEN CeEMbEN N APYrMUN
NOAbMK, XOTS TONBKO Y OAHOMO NauneHTa
€CTb NyYLUMIN Opyr, a Y ApYron
AeBATHaaLUaTUneTHen AeBYLLKN eCTb NapeHsb. §
OpHako, HXe Bbl YyBUANUTE, YTO Takoe
cny4vaetcs He Bcerga.




“q YyBCTBYIO, YTO OHa oauHoka. OHa XUBET B CBOEM COBCTBEHHOM MarneHbKOM
mupe. OHa NpucCoeanHsIeETCS K Urpam 1 ApyruMm BUaam OeATeNbHOCTU, HO C TeX
nop, Kak OHa nepecrarna pasroBapvBaTb, OHa HE MOXET MHE CcKa3aTb, YTO
YYBCTBYET. Y HEE HET Apy3el, U OHa BorblLUe HE KaXXETCS O4EeHb CHACTIIMBOW
ManeHbKow feBoykoii ° - 18 mem

PaccTpoicTBa cHa

OpuH 13 Tpéx B3pochbix nauneHToB Unique nmveet npobrnemMbl ¢ 3acbinaHvem,
HO 3TK NpobGNeMbl pasnu4YaloTcs OT TUMa, Bo3pacTa Havana v 3TanoB pa3BUTUS.
Tpoe B3poChbIX BCerga mMarso crnanuv, O4HOMY ObIfo CNOXHO 3aCHYTh, OPYroM
6oapcTBOBan B Te4eHe ANNUHHOIO nepuoda Ho4bto. [1BOMM naumeHTam
Ha3Ha4YMnM NeYeHne pUcnepuaoHOM, KOTOPbINA NOMOT OOHOM U3 HUX Ha KOPOTKOe
BpEeMs, koraa oHa Gbina NogpoCcTKOM, HO nepecTan ObiTb 3hdEKTUBHBIM, Koraa
OHa no3pocnerna. OguH pebeHoK XOpoLLUOo crnan Ao ceMu NeT, No3XKe OH
perynsipHo cTan NposiBfsTbL arpeccuto U 3nocTb nepesd cHoM. K 13 rogam emy
nyyule ygaeanocbk cebsi KOHTPONMpPOBaTh, U OH CTarn ropasgo CroKonHee.

MopBWXHOCTb

Kak kopoTkme, lWnpokue Horv 60MnbLUNHCTBA NI0AEN C CMHOPOMOM 2037 BAUSIOT
Ha X yHKLMI0? HackonbKko OHM NoABWKHbLI B 3penom Bo3pacTte? Bce
NOAPOCTKM U B3pOCHble Noau, u3secTtHble Unique, MoryT xoauTb, 1
nogaenstoLlee 60MbLWNHCTBO XOOAT Ha Takne ganekne paccTtosiHus, Ha Kakne
OHU camMu 3axoTAaT. Cpean HMX ecTb AaXe OAMH NauUeHT, y KOToporo bbina
onepauus rno BbINPSAMMAEHUIO HOM B IETCKOM BO3pacTe, a y Apyroro ofHa Hora
OJIMHHee apyron. HekoTopble XOasT MEANIEHHO, Y HEKOTOPbIX €CTb NPobnemMsbl ¢
BOCMPUATUEM TYOMHbI, MHOTUX BONbHBLIX HY>KHO COMPOBOXAATb M MHOrAa
nogaepXmeatb. Vimeetcs TeHOEHUMS NErko yctaBaTth, MO3TOMY HECKOJSTbKO
nogen NCnonb3yrT MHBANUAHbIE KONSICKU N5 NePEABMKeHUs Ha ynuue. HUKTo
13 B3POCIbIX MoAen ¢ CUHOPOMOM Aeneumn 2937 He BOOUT MaLUWHY, U TONbKO
OOMH U3 HUX NONb3yeTcsa 00LWEeCTBEHHLIM TPAHCMOPTOM.

HV3KUN MbILEeYHBIN TOHYC HabrnaaeTcsa y HeKOTopbiXa B3POCHbIX (M MOXET
crnocobcTBOBaTh OLICTPOMY YTOMIIEHMIO), TAKKE Y HUX MOTYT ObITb
NIOCKOCTONME UM KoconanocTb. MNoABUKHOCTb YMEHbLUAETCS B 3PENOM
BO3pacTe, OAMH NMauuMeHT B 42 roga HeCKOmbKO pa3 nagarn v Tenepb XoauT ¢
TpOCTbI0. B TO Xe Bpemsi, OH CaMOCTOATENbHO €34MT Ha O6LLIECTBEHHOM
TpaHCnopTe, C YAOBONbCTBMEM TYFSIET, Mf1aBa€eT, XOAUT B CMIOPTUBHLIN 3as U
HacraxgaeTcsa urpon B 6oynuHr. [lpyrum HpaBuTCS BEpXOBas e34a, TaHubl,
NPbBKKM Ha 6aTyTe 1 e3ga Ha Benocunege, XoTs TaHubl MOryT Bbi3BaTb
3aTpygHeHUs ¢ KoopavHauuen. BoceMHaguaTtuneTHss nauneHTka, y KoTopomn
3aMeydeHbl CMeHbl HACTPOEHNS U NoBeaeHus ¢ 15 nert, Takke MeHee MOBUNbHA,
Yem B 15 neT, no npuynHe npobnem ¢ Becom. [ipyras naTHagLaTUNeTHss
AeByLLKa )anyeTcsa Ha 6onn, ocobeHHo 6onu B cnnHe, a Takke Ha
YTOMIAEMOCTb OT ONroN X0Ab0bI.

BonbLIMHCTBO NOAPOCTKOB M B3POCHbIX MKa3blBAKOT Ha TO, YTO UM HY)XHa O4EHb
LUMpoKas 00yBb, MHOMOA C OMEHb BbICOKMM CBOAOM CTOMbI, ¥ HUX ObiBatOT
HeOobbIYHO ANVHHbIE Narnblbl HA HOrax, HEKOTOPbLIE U3 HUX HaMNOXeHbI ApYr Ha

apyra. HekoTopble naLmeHTbl MMET NOAXOAALLYI0 opToneanyeckyto obyBb, n
OHU YepenyroT eé ¢ kpoccoBkamum unu gpyron obyssto (Unique).

B pononHeHue K HeOObIYHBIM MarnbLaM HOT, MOTyT BCTpeYaTbcs Aedopmannm
CTOM MO TUMY «KOTTUCTOW CTOMbI», YTO MO HabMoaeHUAM, SABMAETCA NPUINHON
CTpaHHOW, pa3MallnucTon noxoakun. [1soe B3pocnbix - 06a XUBYT AOMa - KaK
coobuaercs, umetot cnabocTb B Horax (Reddy 1999; Syrrou 2002).

ByaeT nu mon pe6eHOK HU3KOro pocTa, koraa noB3pocneeTt?
Hu3kum pocT B3pOCOro YernoBeka siBNsieTcst o6Llen YepTon fnogen ¢ geneumen
2037, HO, HECOMHEHHO, 3TO He BCeraa Tak. Y 00blYHbIX Nofen pacnpenenexHme
pocTa MMeeT KonokonoobpasHoeiv BUA. Y nogen ¢ genewumen 2q37 Takon xe
NPUHLMN POCTOBOIO PasBUTUSA, TOMbKO HOPMbI YyTb HUXE. [103TOMY HEeKoTOpble
noan NMeT POCT HDKE NPU3HAHHON HOPMbI, @ Y APYrMX OH HaxXoauTCa Mmexay
HOpMarnbHbIM U CaMbIM HVXXHUM 3HaYeHUEM, FOe Ha4YMHaeTCsl OObIYHbIN POCT.

B mMeguumHcKkon nutepaTtype roBopuTCsa O TOM, YTO Y AeTEN NPOMCXOANT
HebOonbLLOM CKayoK B pocTe B NybepTaTHOM nepuoge, NoTOM OHU 3aKaH4YMBaoT
pacTu paHblle, Yem obblvHbIE Ntoan. Mo3ToMy B 3perioM Bo3pacTte OHM MOTyT
ObITb HWXE, YEM OXMOANocb BO BPEMS UX MOSIOBOrO CO3PEBAHUS.

Cpeau Bocbmu yyacTHukoB Unique, KoTopble nepectanu pactn mexgy 13 n 18
rogamu, y TpOvx rnokasarterb pocTa Obln Takow Xe, Kak 1 y ux cemen. lNatepo

ObINN HWXKE, YEM UITEHBI UX CEMEN, ABOE U3 HUX - MY>KUYMHA U XXeHLWUHa - Ha 30
cM nnu 6onblue. OcTtanbHble BbINU HXKE CBOMX POACTBEHHUKOB Ha 5-7,5 cm
(Unique).

Onyb6nukoBaHHble JaHHbIE €LUE He JaloT OKOHYaTemnbHY MHopMauuio no
pOCTY cpeau B3pOCIbIX NALMEHTOB N HE CPABHUBAIOT UX C CEMbSMMW, XOTS OOHO
nccnefoBaHMe BCE Xe OTMEYaEeT, YTO ABE CECTPbl BbINU «HWXKE MO CPaBHEHUIO C
NX reHETUYECKMM POCTOM». Y TPOUX MY>4UMH Bbin pocT 150-173 cm, a y veTbipex
XeHLWWH -155-162 cm (Wilson 1995; Syrrou 2002; Shrimpton 2004; Chaabouni
2006; Fernandez-Rebollo 2009).

Kak HacueT n3bbiTka Beca?
C Bo3pacTom y ntogen ¢ geneumen
2037 nosiBNAETCS CKMNOHHOCTb K
oxnpeHunto. Ho nHdhopmauma B
MeaVLMHCKOW nutepaTtype
[JOBONbHO HEOAHO3HAYHa:
OBYXIETHSASA AeBoYka Obina
HanpaefneHa Ha reHeTU4ecKoe
obcnenoBaHne M3-3a OXKUPEHMS,
cCemMHaguaTUNeTHUN NapeHb MMeeT
nposiBneHnsa abaomMmHanbHoro
OXMPEHUS, Y HEKOTOPbIX B3POCHIbIX
UMeeTcst N3NULLHWIA BEC
OTHOCUTENBHO UX poCcTa U
22-1ETHUIA MONOJON YerioBekK

C MaTepbto




