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Yro Takoe cunapom HISTIHIE?

Cunnpom HISTIHIE, Takke uzBecTHbIN Kak cuHaApoM Paxman unu “cunapom H1-4”, — 510 peakoe
TreHeTHYecKoe 3a00JIeBaHNe, XapaKTepU3YIOIIeecs HHTEIUIEKTYAIbHON HEJOCTATOYHOCTHIO (OT JIETKOU

IO TSDKEJIOHN CTENeHH ), CIeU(UISCKUMH YepTaMH JIUIA, SKTOICPMAaIbHBIM TTOPAKEHUEM KOXH, BOJIOC

1 3y00B, aHOMAJIUSIMU Pa3BUTHUS CKEJIETa, TOPOKAMHU CEp/IIa U OPraHOB HIOKPUHHOW CUCTEMBI.
CymecTByeT MHUPOKHUH CIIEKTP BO3MOXKHBIX cuMmrTroMoB cuaapoma HISTIHIE, u y kaxaoro denoBeka oHU
MOTYT HPOSBIATHCS MO-PA3HOMY.

Brepsrie cunanpom HISTIHIE 6b1n1 onucan B MenumHckoi autepatype B 2017 roxy npodeccopom Hazuuu
Paxman (Nazneen Rahman), mpogeccopom Katpunoit Tarron-bpayn (Katrina Tatton-Brown)

1 ux KoyuteramMy. CBOe Ha3BaHWE OH MOJYYHII OT T€Ha, I3MEHEHHS HYKJICOTHIHONW MOCIIeT0BATEIEHOCTH

B KOTOPOM U BBI3bIBalOT 3aboneBanue. Kpome Toro, nazsanue rena HISTIHIE MOXET CITyKHUTb
CcBOCOOpa3HOl ab0peBUaTypoii, 00pa30BaHHOW HaYaJbHBIMU OYKBAMHU CUMIITOMOB cHHApoMa: H —
runotonus (kypotonia), | — wHTENIEKTyabHAs HEOCTATOUHOCTS (infellectual disability), S —anomanun
pasBuTHs ckeneTa (skeletal abnormalities), T — aHoManuu SSMYEK M IMIUTOBUIHON XKene3wl (testicular

and thyroid anomalies), H —mniopoxu cepaua (heart anomalies), E — nopaxenue 3kroaepmsl (ectodermal
features).

Kaxosbl nprnunnbl cunapoma HISTIHIE?
['eHBl — 3TO CTPYKTYpHBIE U (PYHKINOHAIBHBIC €IUHHLIBI
HACJIEJCTBCHHOCTH, UI'PAIOLIHNE BAXKHYIO POJIb

B ()YHKIIMOHUPOBAHUH, POCTE U pa3BUTHU opranu3ma. OHH
coctost u3 yyactkoB JIHK u BxoasT B cocTaB
OpPraHU30BAHHBIX CTPYKTYP, Ha3bIBAEMBIX XPOMOCOMaMH.
XpOoMOCOMEI coZiepKaT TeHETHIECKY 0 HHpopManuio. OHu
HaXOIATCS B KJIETKAX — CTPOUTEIIBHBIX KUPIIUYNKAX
OpraHusMa.

Xpomocoma

Cunapom HIST1HI1E o0ycnoBieH n3aMeHEeHUSIMH B
HYKJICOTHIIHOM mocineaoBarensHocT rena HISTIHIE (ero
MaTOTCHHBIMU BapHaHTaMH).

HISTIHIE — 3T0 KOPOTKOE Ha3BaHUE I'€HA, SBIISIOIIETOCS

YJICHOM ceMeicTBa TMCTOHOBBIX TeHOB H1 n3odopmer E.

[Tonnoe ums rena 3By4ut, kak «H1 Histone Family Member E Al S
of Histone Gene Cluster 1» 4

Eme Gonee kpaTkuii BapuaHT Ha3BaHUS T€HA 3BYYHUT, Kak H -
4. OH pacnoJyioKeH Ha KOPOTKOM Iuieue (p) XpOMOCOMEI 6, B
JoKyce 6p22, KaKk MOKa3aHO Ha PUCYHKE HHUXKE (CM.
PHUCYHOK).

6-s1 xpomocoma
H1-4 (HIST1H1E)

KopoTkoe nnevo ( AnvHHoe nnevo (

T BEnm T

6p22.2

B kiieTkax opraHusma 4enoBeKa COAEPHKUTCS M0 J1BE KOIIMH XPOMOCOMBI 6 M, COOTBETCTBEHHO, 110 JIBE KOIINH
reda HISTIHIE. Cuanpom HIST1H1E Bo3HMKaeT.pu NOpake€HNUH TOJIBKO OJJHOW KOIHMH T'eHa
HISTIHIE; BTOpas *e oCTaeTcs MOJHOCThIO QYyHKIIMOHANBHOMH. T.0., 3T0 3a00NeBaHue SIBISETCS
ayTOCOMHO-JIOMUHAHTHBIM, ITOCKOJIBKY TTapbl XpOMOCOM C 1-if o 22-10 Ha3bIBAIOTCS ayTOCOMaMHU, T€HHBI,
PacIojoKeHHbIe Ha ayTOCOMax-ayTOCOMHBIMH, a TEHETHUECKUE COCTOSIHUS (3a001eBanus), IpH
KOTOPBIX MTOpPa’KaeTCs TOJBKO OJJHA KOMHS ayTOCOMHOTO I'eHa, U3BECTHBI KaK JOMUHAHTHBIE.

MoOHOTeHHBIM 3360HeBaHI/I$[M C aYTOCOMHO-IOMHWHAHTHBIM THIIOM HACJICJOBaHUA, MIOCBAIICHA OTACJIbHAA
opomtopa Unigue.



https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf

I'en HISTIHIE xomupyet 6emok ructon H1.4, KOTOpBI UTpaeT BaKHYIO POJIb B PETYIISIMH dKCIIPECCHN
MHOXECTBA JIPYTUX F'€HOB. | HCTOHBI IOMOT'at0T YIUIOTHATH WM, HA000POT, paCKpYUYMBAaTh AJIMHHBIE HUTH
JHK B xpoMocomax, peryiaupys I0cTyn (EepMEHTOB, TEM CaMbIM MOBBIIIAS HJIH CHIDKAS YPOBEHb
skcnpeccuu reHoB. ['ucron H1.4 BXoAUT B cOcTaB TMCTOHOBOTO OEIKOBOT0 KOMILIEKca (Tpymia OeJIKoB).
[Tpu Hanwauym marorenHoro BapuanTa B rene HISTIHIE, 6enok ructona H1.4 hopmupyercst HelmpaBmiIbHO,
YTO HapyllaeT padoTy BCEro KOMILIEKCA U MPUBOAUT K HEKOPPEKTHON PEryJIsALu SKCIPECCUN T€HOB.
Cumnraercs, uto y mogeit ¢ cuaapomom HIST1HIE napymieHa peryisus 3KCIpeccuu psia FreHOB, BaXKHbBIX
JUTS pPa3BUTHS HEPBHOM cucTteMbl (TakuxX Kak GRINI, GNG4 n ADYS). be3 He00X0AMMOT0o YPOBHS OEIIKOB,
KOIMPYEMBIX KaXIBIM M3 3TUX F€HOB, HAPYIIAETCS Pa3BUTHE MO3Ta, YTO CTAHOBUTCS IPUYNHON
MHTEIJIEKTYaIbHON HerocTaTouHOCTH. Kpome Toro, BO3MOKHbBIE U3MEHEHHUSI MOTYT 3aTPOHYTh U IpyTrHe
T'CHBI, UTPAIOLIHE KIIOUEBYIO POJIb Ha PAa3HBIX TAlax pa3BUTUS OpraHu3Ma. DTHM OOBACHSIETCS IUPOKHHA
CHEKTp JAOMOJHUTENBHBIX CHMIITOMOB, XapakTepHbIX Uit cunapoma HIST1HIE.

Pe3yJILTaTLI IT€CHETHYECCKOI'0 TECTUPOBAHUSA

Hwxe nipencTaBieHs! J1Ba MprMepa TOTO, KaK MOTYT BBITIISICTh PE3yIbTAThl TEHETUYECKOTO aHATN3a,
HasbIBaeMoro cekBeHupoBanueM JIHK, BoimosiHeHHOM JIHOO KaK MOJTHOYK30MHOE CEKBEHUPOBAHME
(WES/IIDC), nubo xak nmonHoreHoMHoe cekBeHupoBanue (WGS/III'C)) nns rena HISTIHIE.

C IIOMOIIBIO 3THUX I/ICCHCI[OB&HI/II‘/'I MOXHO I/IILGHTI/I(I)I/IHI/IpOBaTB IMMaTOr¢HHLIC BApUAHTLI I'CHA.

c.441dup p.(Lys148GInfs*48) B rene HISTIHIE (NM_005321.2)

c.441dup YKka3pIBaeT Ha U3MEHEHUE NOCIEI0BATEIbHOCTH HYKJICOTHUIO0B
(«xupnmurkoBy») IHK B rene — HykneoTun B no3unuu 441 B koaupyromeit
MOCJIEZI0BAaTEILHOCTH TeHa ObLT yiBOeH (duplicated). c. — 3TO cokpalieHue
OT aHTII. coding («KOIUPYIOIIAash» ), O3HAYAIOIIEE, YTO YKa3aHHAS O3NS
OTHOCHTCA K Koaupyromei oonactu JIHK rena.

p.(Lys148GlInfs*48) OnrchIBacT U3MEHEHNE B OSIIKOBOM ITOCIIEIOBATEIFHOCTH:
P. — 9TO COKpalleHne OT aHrdl. protein («oemox»). Lys u Gln —
COKpalI€HuA IJId ABYX PA3JIMYHbIX aMUHOKHUCIIOT — JIM3WHA U ITyTaMHHa,
SIBIISTIOIINXCSI MOHOMEPHBIMH 3BEHBSIMU (CTPOUTEILHBIMU OJIOKaMH) OEJIKOB.
B manHOM ciyvae amuHOKHCIOTA MTU3KH (Lys) B mo3umn 148
B TIOCJIEJIOBATEILHOCTH aMUHOKHCIIOT, COCTABIISIIONIEH OeloK, Oblia
3aMEHEHa Ha JPYry aMHHOKUCI0TY — riyTtamuH (Gln). JlaHHOE M3MeHeHne
MOCIIEI0BATEIFHOCTH TeHA TAKXKE MTPUBEIIO K CIBUTY paMKH CUHTHIBaHUS (f5).
DTO0 03HAYAET, YTO CYNTHIBAHKME TEHETUIECKOTO KO/Ia CMECTHIIOCH,
B pe3yJIbTaTe Yero o0pa3oBalics NpexaeBpeMeHHbIH cTom-koa0H (*). HoBbli
CTOII-KOJIOH HaXOJUTCS JAIbIIIE IO OEIKOBOI IMOCIIEI0BATENPHOCTH
(B mo3unnu 48 OTHOCHUTENFHO TOYKH CIABUTA PAMKH CUMTHIBAHHS ),
YTO MPHUBOAUT K CHHTE3Y YKOPOUEHHOTO OelTKa.

NM 005321.2 Yka3bIBaeT Ha UCIIOJIb3yeMYI0 peepPeHCHYIO TOCIeI0BATEeILHOCT I'eHa
HISTIHIE.

¢.360_361insA p.(Ala123Glyfs*73) B rene HISTIHIE (NM_005321.2)

¢.360 361insA Yka3bpIBaeT Ha M3MEHEHHUE ToCe0BaTeNbHOCTH HykieoTHn0B JIHK B rene
— TIPOU30IIIA BCTABKA JIOMOJHUTEIHFHOTO HYKICOTHAa A (aIeHIHA) TTOCITe
HyKJIeoTH1a B mo3uuuu 360.

p-(Alal23Glyfs*73) O6o03HauaeT u3MeHeHUe B OeJIKe — aMMHOKHCIIOTa anaHuH (Ala) 3ameHeHa
Ha amuHOKHCnoTy rmiuH (Gly) B mo3uruu 123 nocieaoBaTenbHOCTH
aMHHOKHCIIOT. [laHHOE N3MEHEHHE M0CIIeJ0BATEIbHOCTH TaKKe IPUBEIIO
K CABHUTY paMKu cuuThiBaHus (fs) 1 00pa30BaHUIO IPEKIEBPEMEHHOTIO CTOII-
KojioHa (*) manpie o 0eIKOBOH MOCIe0BATENHHOCTH (B TO3UIMA 73
OTHOCHUTENILHO TOYKHU CJIBUTA PAMKH CUMTHIBAHUS ), YTO IPUBOJUT K CHHTE3Y
YKOPOYEHHOT0 Oerka.

NM 005321.2 Yka3bpIBaeT Ha UCIOb3yeMYI0 peepeHCHYI0 TIOCIIe0BaTEIbHOCTD
rena HISTIHIE.

v Umque €CThb OTACIbHAA 6p0111}0pa, INOCBALICHHAsA UHTCPHOPETAIINK PE3YJIbTATOB F'CHETUYCCKOI'O
aHajaun3sa.



https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf

KakoBbl kIMHH4YecKHe MPOsSIBJIeHUs U cuMnTOMbI cuHapoma HISTIHIE?

Kak n npu MHOTHX Ipyrux reHeTHYeCKHuX 3a00JeBaHusX, Y AeTel u B3pocibix ¢ cuaapomom HISTIHIE
MOTYT IPOSABISTHCS pa3HO0Opa3Hble cuMITOMEL. [1o Mepe yBenuueHus yrcia JUarHoCTUPOBAHHBIX CIIydacB
U pacnpocTpaHeHHs HHHOpPMaIUU KapTHHA CUMITOMOB, KIMHUYECKUX MPOSBICHUH, BO3MOXKHOCTEH

U OrpaHUYCHUIl OyeT CTAaHOBUTHLCS 0OJIee YETKOM, a BEPOSTHOCTD MOSIBIEHHS TEX WU UHBIX IIPH3HAKOB

y KaXKJJOr0O KOHKPETHOT'O YeJI0BEKa — YTOUHSTHCSL.

OcHOBHBIE MPOSIBJIEHUS] CHHAPOMA

Y 6oabmuHcTBa Joaei ¢ cuaapomom HISTIHIE nat6aiogawTcs ciieayromnme

0COOCHHOCTH:
3agepkka (PU3NIECKOro Pa3BUTUH OT JIETKOM A0 TSXKEJION CTENeHU
3agep:KKa HHTEIUIEKTYaJIbHOTO Pa3BUTHH OT JIETKOHU 10 TSDKEJIOH CTeIeHU
3agepikKa peueBOro M S3bIKOBOTO PA3BUTHUS
3amepkka pa3BHTHS 00IIEH MOTOPUKH
PaccrpoiicTBa noBeneHus
XapaKTepHbIe YEPTHI JIULA
AHOMaUU roJIOBHOTO MO3ra
ITopoku cepana
AHOMaUU KOCTHOM CHCTEMBI
Huzkuii MpliieqHbIi TOHYC (THIIOTOHUSA)
AHOMaIM¥M 3HIOKPUHHOW CUCTEMEI (T. €. HapyIIeHHe BRIPA0OTKH TOPMOHOB)
DKTOZepMabHBIE aHOMAJUH (T. €. aHOMAJIHH KOKH, BOJIOC U 3yOOB)
Heomymienune simuek B MOIIOHKY (KPUIITOPXU3M) Y MY>KUHUH

JApyrue Bo3mMo:xHbI€ IPOSIBJICHUA:
Cynoporu
AHOManuu 3pUTEeNbHON CUCTEMBI
IToTeps ciyxa
[IpoGiiemsl co cHOM

BuemnocTn

= XapakTepHbIe YepThl JIULA

Jia muorux moaet ¢ cuaapomoM HIST1H1E xapaktepHsl onpeneneHHbIE YepThI JUIa, KOTOpPhIE
BCTPEYAIOTCS 3HAYUTENBHO pexe y Jroaei 0e3 atoro 3adonesanus. [loaTomy, moan ¢ cuHApOMOM
HIST1HI1E noxoxu Apyr Ha Ipyra, laxke eciIr MeXy HUMU HET poJIcCTBeHHOH cBsi3n. Cpenu Hanbomee
Y4aCTO BCTPEUAIONIMXCS JINIEBBIX 0COOCHHOCTEN MOYKHO OTMETUTH MOJIHBIE IIIEKH, BEICOKYIO JIMHUIO POCTa
BOJIOC, BBIIAFOIIUICS 100 (BBICTYTIAOMINE JTIOOHBIE OYTPHI), TITyOOKO TOCAKEHHEBIE TI1a3a, OIyIIeHUE
BHEIIHUX YT'OJIKOB IJ1a3 (AHTUMOHTOJIOMIHBIN pa3pes I71a3) Wi HEeCTECTBEHHO IIMPOKO PacCTaBICHHBIE
ria3a (THIepTesIOpu3M), a TaKXKe HIMPOKUI KOHUMK Hoca. [1o Mepe B3pocieHHs: MOKET IPOSBUTHCS
OIyIIEHNE BEPXHETO0 Beka (IITo3).

PaszButue

= PazBurHe 0011€i M MeJIKOW MOTOPUKH

VY OonpimHcTBa Aeteii ¢ cuaapomoM HIST1HI1E nabmogarores 3anepx’Ka pa3BUTHS, CTEIIEHb KOTOPOH
BapbUpPYET OT JIETKOH /10 TsDKeIoH. Pa3BuTHE KIIFOUEBBIX HABBIKOB, TAKMX KaK, HAIPUMEp, CIIOCOOHOCTD
CaMOCTOSITEIIFHO IEPEBOPAYNBATHCA, CUIETh, XOJIUTh, UTPATh C UTPYIIKAMH, TIOIH30BATHCSA CTOJIOBBIMHU
npubOpaMu, 3aCTErUBaTh MOJHHUIO U ITyTOBHIIBI, TIOJIE30BATHCS TOPIIKOM, YaCcTO OBIBACT 3aTPyTHUTEIBHBIM.

CreneHb OCBOEHHS 3THX HABBIKOB CHJIBHO pa3HUTCS: HeKoTopsle Aetu ¢ cuaapomoM HISTIHIE yuarca
XOJUTh U COBEPIIATh NPOUME ACHCTBUS MPUMEPHO B TOM K€ BO3PACTE, YTO U JIETH 0€3 TeHETHIECKUX
0COOEHHOCTEH, a y HEKOTOPBIX MPOSBIISETCS O0siee 3HAUUTEIbHAS 3aIep)KKa. Y JItoIei

¢ cuagpomom HIST1HIE vacto HaOmoqaeTCst HU3KUI MBIIIEYHBIH TOHYC (TUIIOTOHUS ), KOTOPBIH MOXET
MOBIHSTh Ha JIBUTaTeIbHbIC (QYHKIIMU. AHOMAJIMU KOCTEH PyK M HOT TOXKE BO MHOTOM OIPEICIISIOT
0CcOOEHHOCTH Pa3BUTHsI HABBIKOB KaK OOLIEH, TaK U MEIKOH MOTOPHKH.



VY neteit ¢ cuaapomom HIST1H1E mokeT ormMeuaThes 3aiepykka B pa3BUTHH HABBIKA CAMOCTOSTEIILHOTO
XOXACHWUS, HO, KaK MIPAaBUJIO, OHM HAYMHAIOT XOAUTH JI0 JIeCsATH JieT. Ha MHOTHX neTeil ¢ cuHapoMomM
HIST1HI1E nonoxutenbHbiii 3¢(eKT OKa3bIBaeT paHHsS IOMOIIb B 00yUYEHUH, B YACTHOCTU TAKUE METOIBI
JICYCHUS U TePaIKH, KaK OpTorneus (MCIOIb30BaHUE OPTONEIUICCKUX MPUCTIOCOOTICHUM, YCTPOHCTB
VHAWBUIYJILHOTO MTEPEIBUKCHHUS ), a TAKIKE IproTepanwsi u (pu3noTepanus.

Y Unique ecThb OTIOEIBHBIC OPOITIOPHI, TOCBSIICHHBIE TEPAITEBTHYSCKIM METOIaM, IPUYUCHUIO K TYAIEeTyY U
IIPUBUTHIO HABLIKOB KOHTPOJISI 34 MOUYEHCITYCKAHUEM U Ac(eKaruei.

«B BO3pacTe mATH JIeT OH yXKe MOT CaMOCTOSITENTFHO XOAWTh, HO MHOT/Ia eMy BCe Jke TpeOoBaJlach KOJISCKA.
Teneps, yxe Oy xydu B3pOCIBIM, OH XOJIUT B OETaeT OYeHb OBICTPO, HO €My Hy)KHA CHeIHaTbHas
opTorieIaeckas 00yBb, TaK Kak OJHa HOTa KOpoUe IPYTOH, M Y HETO MPOOIEMBI C BRIPABHUBAHUEM CTOIIBI.

«Y HEro HU3KUI MBILICYHBIH TOHYC, H3-32 YEr0 Y HEro €CTh MPOOJIeMBbI C IBUTATEILHBIME (DYHKIUSMH U
KopmieHueM. [loMiUMo 3TOro, y Hero 4acto BO3HMKAeT MH(EKLIUS IbIXaTeIbHBIX ITyTEH».

* NUHTe/UIeKTYaIbHOE PA3BUTHE M CIIOCOOHOCTH K 00YYEeHHIO

Ha momenT 2024 rona y Bcex mroaeit ¢ nuaraoctupoBanHbiM cuaapoMoM HIST1HIE BrisiBnena
WHTEJUIEKTYalbHas HEJOCTaTOYHOCTb, CTENICHh KOTOPO BapbUPYET OT JIETKOH 0 TSKEIOH, YTO IPUBOIUT
K TPYQHOCTSIM B 00ydueHnn. bombmmacTBO neteit ¢ cuanpomom HIST1HIE HyxnaroTcs B TOOTHATENHHOM
nomomy B 00yueHnr. OcoOeHHO MOJIE3HBIMU IJI1 HUX MOTYT OKa3aThCsl IPOrPaMMBbl PAHHETO
BMeIIaTeabCTBA. J1JIs BBISIBIICHUS MHIMBUAYAIbHBIX TOTPEOHOCTEH peOCHKA PEKOMEHIYE€TCS ITPOBECTH
odunmansHOe 00CIeIOBaHNE.

VY Unique ectb oTAenbHAs OpOIIItopa, MOCBAIICHHAs 00pa30BaHUI0 U MPO(HECCHOHATEHOMY 00Pa30BaHUIO,
00yueHuo u pabdore.

» SI3bIK U peyb

V nereii ¢ cuaapomoM HIST1H1E o6b1uH0 HaOmonar0TCs 331ep’KKa pEYeBOro U SI3bIKOBOT'O PA3BUTHSL.
VYpoBHHM PedEeBOTo pa3BUTHS, KOTOPBIX MOXKET AOCTUYb KaXIbIi OTAEIbHBIN PEOCHOK, BAPHUPYIOT; KTO-TO
U3 AeTeil MOXKET TaK M He HAy4YHUTCs pa3roBapuBaTh. Te ke, Ubsl peub pa3BUBAETCS, MOTYT 00yUUTHCS
OOIIEHUIO OTIIENILHBIMU CIIOBAaMH, KOPOTKUMH CIIOBOCOUYETAHUSIM WIIH IPOCTBIMU MPEJIOKEHMSIMA. Ay
HEKOTOPBIX MTOJy4aeTCsl pa3BUTh HABBIKM OOLLECHNS M HAKOMUTH OOJIBIION CIOBAPHBIH 3amac.

Omnpenenuts KOHKPETHBIE TPYAHOCTH peOeHKa U MoJ00paTh HHANBUAYAIBHYIO IPOrpaMMy 3aHITHI
HIOMO3KeET Jorones. B Tex ciyyasx, Korja y uejoBeka pedb OTCyTCTBYET UM OTPaHUUYEHA BCErO
HECKOJBKHUMH CIIOBaMH, BEIPAXKaTh MBICIIH U MOTPEOHOCTH MOT'YT IIOMOYb METO/IbI I TEPHATHBHON

U IOTIOJIHUTENbHON KomMmMmyHHKanuu (AJIK), KoTopble JaroT BO3SMOXKHOCTh BBIPaXaTh CBOU MbICIIH

U TOBOPUTH O TOTpeOHOCTAX. K HUM OTHOCSTCS yKa3aTelbHbIE KECThI, TUKTOTPAMMBI, )KECTHKYJISLIHS,
MHMUKA, YIIPOIIEHHBIH A3BIK XKECTOB, a TAKKE BBICOKOTEXHOJIOTMYHBIE KOMMYHUKAIIMOHHBIE CUCTEMBI
(BcoMoraTenbHas KOMMYHHUKAITHUS).

Y Unique ecTh oTHEIbHAS OPOIIIIOPA, MOCBSIICHHAS OOIICHUIO

* [loBenenue

[loBenenue moneit ¢ cunapomom HISTIHIE, kak npaBuiio, KOppenupyeT ¢ ypOBHEM 3aAEPKKH

ux pa3Butusi. OOBIYHO OHU MPEOBIBAIOT B XOPOIIEM HACTPOCHUH. Y HEKOTOPBIX JIFO/ICH TUarHOCTHPYETCsI
paccrpoiictBo aytuctudeckoro crekrpa (PAC) nim HaOmroaroTesa ero cuMnToMsl. Betpedatorest u apyrue
MOBEJCHYECKHE PACCTPOMCTBA, BKJIIOYasi CHHIpOM aeduuuTa BHUMaHus u runepaktusaoctu (CBI),
TPEBOXKHOCTD, arPECCHIO, TIOBBIIIEHHYIO0 YYBCTBUTENBHOCTh CIyXa U HaBsA3UMBOE noseneHne. Kpome Toro,
y HekoTophIx mojel ¢ cunapomoM HISTIHI1E moryT oTmeuaTscst HapymeHus cHa. B TakoM cirydae

3¢ GEKTUBHO TOMOTAIOT MOCIIEI0BATENIbHBIE PYTUHHBIE ACHCTBHS, CUCTEMa OrPaHUYEHHUN U MOOMIPEHNUH 1
JIpyTHe METOABI KOHTPOJIS MoBeAeHN. s yIy4IIeHus! CHTyaIlly BaKHO 00yMaHHO TOJIXOIUTh

K PELIEHUIO PAa3HOTO poAa TPYIHOCTEH, BIHUSIOIIMX Ha [IOBEIECHNE, B TOM YUCIE TPYIHOCTEN

C KOMMYHUKaLUEH.

\% Umque €CTh OTACIBbHBIC 6pOH.IIOpBI, MNOCBAICHHBIC CJIOKHOMY IMOBCJICHUIO U CHY.

«OJtHa U3 CaMBIX CIIOKHBIX Tpobiem, cBa3aHHbIX ¢ cuHapomMoM HIST1H1E — cokpamenue
MIPOJIOJDKUTENBHOCTH CHA. MoeMy CbIHY HYKEH KHUCJIOPOAHBIH anmapar, HIOTOMY YTO OH 4acTO MPOCHINAaeTCs
M3-3a HU3KOI'0 YPOBHSI KUCJIOPOJA B KPOBUY.


https://rarechromo.org/media/familyguides/English/Therapies%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Education%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education%2C%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education%2C%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Communication%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Challenging%20Behaviour%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Sleep%20FTNW.pdf

«OH 0ouYeHb BECeIbIi, )KU3HEPATOCTHBIN M 030pHON peOeHOK, HO MHOT/a Y HETO CITyYaroTCsI IPUCTYTIBI
SPOCTH, U OH HIBBIPSiETCS MpeaMeTamiu. Elie y Hero ectb Takue «pUTyallbHBIe» MPUBBIYKHA — 0053aTEIBHO
BBIKJTIOYATh CBET M 3aKpPhIBATh BCE ABEpH. UecTHO TOBOPSI, ITO AaXke YI00HO!»

= PocT M TeJI0CTI0KEeHu e

Panbmie cunranocs, uro qna cunapoma HISTIH1E xapakrepen cnuiikoM BeICOKHH pocT. Celuac U3BECTHO,
YTO 3TO BCTPEUAETCA HE TaK YK 4acTo. bojee Toro, y HEKOTOPBIX Jr0EH ¢ 3TUM CHHAPOMOM Halmogaercs,
HA000pOT, HU3KUI POCT. Y HEKOTOPBIX MAIIEHTOB MOXET OTMEUYaThCs YBEIMUCHHBIA pa3Mep T'OJI0BBI
(Makpomedanms), a TaKXkKe OIepeKeHIEe KOCTHOTO BO3pacTa IO CPaBHEHHUIO ¢ (DaKTHIECKIM BO3PACTOM.

= J[Tos10BOE co3peBaHue

[pornecc monoBoro co3pepanus Aereii ¢ cuaapomom HIST1H1E u3yuen mano, XoTs HHOTIa HAOIFO1aeTCs
COCTOSIHHE, CBSI3aHHOE C TOPMOHAMH W M3BECTHOE, KaK THIIOTOHAIOTPOITHBIN THIIOTOHAAM3M, IIPH KOTOPOM
MOJKET OTPeOOBaThCs TOPMOHANIBHAS KOppeKIus. HekoTophie poauTeny JeTei, MMEIOIINUX MOBEACHYSCKUS
OTKJIOHCHHS U TPYTHOCTU B O0YUYCHUH, YaCTO 00ECITIOKOCHBI HECITIOCOOHOCTBIO JIEBOYEK COOIIOIATh TUTHCHY
BO BpeMs MeHCcTpyanuu. [loaToMy, 00CyKaeHre BapHaHTOB PETYINPOBAHUS MEHCTPYAITHHOTO IHKIIA C
MeIUATPOM MOXKET OKa3aThCs TIOJIC3HBIM.

VY Unique ecTtb oTHEIbHAS OpOIIIIOpa, TOCBSIIEHHAS IOJI0BOMY CO3PEBaHNUIO (aHTI. — Puberty).

* KopmJiienue

[porecc koOpMIIEHHUS MIIAJICHIICB MOXKET OBITh JOCTATOYHO MpoOaeMaTHYHbIM. HU3KUIT MBITIICUHBIH TOHYC
MOJKET 3aTPyIHUTH Ipoliecc rioTanus. Yacto y neteit ocnabieH cocaTeNnbHbIH pediekc, HoaToMy

111 Habopa Beca UM OyIyT HEOOXOAMMBI BEICOKOKAJIOPUIHHBIE MOJIOUHBIE CMECH. Y JeTel ¢ CHHIPOMOM
HIST1HI1E moryT Bo3HUKAaTh MPOOIEMbI C YyBCTBOM HACHIIICHHS, & TAK)KE TPYTHOCTH C TIIOTAHUEM
XKHUIKOCTH U yrnoTpeOieHueM TBepaoil nuimu. HekoTopeiM AeTsM BpeMst OT BpeMEeHH TpebyeTcsi IUTaHue
Yyepe3 racTpOCTOMHYECKYIO TPYOKyY (Tak Ha3eiBaemyto G-TpyOKy). DTo crierpianbHas TpyOKa, KOTOPYIO
MIPOBOST Yepe3 CTEHKY KUBOTA MPSAMO B KENYAOK JJIs OJa4YH MUTATEIbHON CMECH, )KUKOCTH U JIEKapCTB.
Cpenu Apyrux BO3MOXKHBIX CII0KHOCTEH — aclupalsi, TO €CTh MONalaHue KUIKOCTH, MMULTH UITH CIIOHBI
B JIbIXaTeIbHbIE IIYTH WU JIETKHUE.

Ha caiite Unique onyOnukoBaHa OTIelIbHAs OpOLIOpa Ha TeMy KopMieHus (aHri. — Feeding).

Bo3Mo:KHbBIE CONMYTCTBYIOLIUE COCTOSTHHSI M 3200/1eBAHUA
VY nekotopbix peteid cuaapom HIST1H1E moxkeT conpoBokIaThbest APYTUMHU MPOOIEMAaMHU CO 310POBBEM.
Onu HaOm01a10TCA HE y BCEX, II0ATOMY U JJMarHOCTUPOBAaHbI OyIyT TOXKE HE Y BCEX.

Kuctn v cronbi
VY moneii ¢ cunapomom HISTIHI1E wacTo Habm0Aar0TCsS aHOMAIMU CTPOSHUS KUCTEH U cTon. Hanbosee
pacnpocTpaHeHHBIMHU U3 HUX SIBIISIOTCS] ICKPHUBIICHUE U AedopMaliys NalbleB PyK U HOT (KIMHOIAKTHIIUS
Y KaMIITOJIAKTHIINSA), HEOOBIYHO KOPOTKHE MAIBIBI PYK U HOT (OpaXxuIaKTHIIHS) U IIEPEKPHIBAIOIITIECS
nanbipl HOT. K IpyruM npr3HakaM OTHOCSITCSI CTOIIBI, pa3BEPHYThIe KHAPYKH (a0 TyKITHs CTOTIHI)
WK, Ha000pOT, IPHUBEICHHBIE BHYTPH (aIyKIHS CTOMHI). 3a4acTyI0 3TH OCOOCHHOCTH BBIPaXKEHBI CIIa00
u He TpeOytoT JeueHus. OJJHaAKO HEKOTOPBIM MOXET OBbITh MOJIE3EH MacCaXK, HOILICHHE OPTONEINYECKIX
u3genuil (crenek, KOppekTopoB) U (puznorepanust. B psae ciydaes 11 yaydieHUs HOABHKHOCTH MOXKET
MOTPeOOBATLCS XUPYPruyeckoe BMemaTesibetBo. Kpome toro, y mozeit ¢ cunapomom HISTIHIE,
KaK TPaBWJIO, TOHKUE W JJOMKHE HOTTH.

Koneuynocru
VY Hexoropbix sronei ¢ cuaapomoM HISTIH1E moxer HaOmoaThCst aCHMMETPUST HIDKHUX KOHEYHOCTEH,
[IPU KOTOPOU IMHA HOT' OTJIMYAETCA. ACUMMETPHUIO MOKHO KOPPEKTUPOBATH C MOMOIIbIO OPTONEINYECKUX
CpeAcTB U (HU3NOTEPATTHH.


https://rarechromo.org/media/familyguides/English/Puberty%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Feeding%20FTNW.pdf

ITo3BOHOYHUK
VY HekoTopbix mozeii ¢ cuaapomoM HIST1H1E nabmiomaercst uCKpUBICHUE TO3BOHOYHHUKA, KOTOPOE MOXKET
OBITH KaK BPOXKICHHBIM, TaK U MIPHOOPETCHHBIM B TeUeHHE KU3HU. OHO MOXKET MPOSBIATHCS Kak OOKOBOE
WCKPUBJICHUE (CKOJNO03), N30BITOYHOE OKPYTJIEHUE IPYIHOTO OTAeNa (KU(O3) K X COYeTaHHe
(xudockonmos). Takoe HCKPUBIIEHHE NOJAACTCS JICYEHUIO TOCPEICTBOM (PU3HOTEPAINH, JTeUeOHOM
(bMBKYIBTYpBI, HOIIEHUST KOPCETa UITH, €CIIH HEOOXOANMO, XUPYPrUIeCKOTO BMEIIATEeIbCTBA.
[Ipu BOZHWKHOBEHHUH JIOOBIX ITOI03PEHHUI OTHOCUTEIHHO TIOJOOHBIX H3MEHEHNH TIO3BOHOYHUKA PEOCHKY
MPOBOJAT BU3YaJIM3aIHI0 TO3BOHOYHOTO CTOI0a. OOBIYHO /7Sl 3TOrO HCHOJIB3YIOT METO/IBI YIABTPa3BYKOBOTO
nccnenoBanms (Y3U) win MarHUTHO-pe30oHaHCHOH ToMorpadum (MPT).

3yonI
VY moneit ¢ cuaapomom HIST1H1E gacTto Bo3HuKaroT npobiemsl ¢ 3ydamu. V3BeCTHBI TpUMEpHI
COBEPIIICHHO Pa3HBIX CIyYacB, BKIFOYAst OTCYTCTBHE KOPEHHBIX 3y0O0B, MHOXKECTBEHHBIN KapHec, a TAKKE
MEJIKHUE, XPYIKUE WU Kpolaniuecs 3yobl. UTOOBI CHU3UTh PUCK BOSHUKHOBEHUS OCIOXHEHUMN, CBI3aHHBIX
C KapuecoM, HeOOXOIMMO BBICOKOE Ka4eCTBO OKa3aHUsSI CTOMATOIOTHYECKOM MOMOIIH. B oTAeIbHBIX
ClIydasix MOXeT OTpeOOBaThCs IIOMOIIb CTOMATOJIOTOB B YCIOBHSIX CTAI[HOHAPA U JICYSHUE O] OOIIHM
HApKO30M.

Y Unique ecTh OTHIEIbHBIC OPOIIIOPHI, MOCBSIIEHHBIC TUTUCHE MI0JI0CTH pTa pebeHka (auri. — Looking After
Your Child’s Teeth) u npobiemam ¢ 3yoamu (anri. — Teeth: Common Concerns).

HapyimeHnusi JHIOKPUHHOM CHCTEMBbI
VY Hekorophix soaei ¢ cunapomoM HIST1HI1E Habnronaercst HeocTaToyHas aKTHBHOCTD ITUTOBUTHOM
XKeJe3bl (THIIOTHPEO3), YTO MOKET MIPUBECTH K YCTAIOCTH U YBEIMUYEHHUIO Beca. | HITOTHPEO3 MOKHO
JUArHOCTHPOBATh, MPOBE/IS aHAN3 ypoBHS TupeoTponHoro ropmoHa (TTT) u tTupoxcuna (T4). g neuenus
9TOr0 COCTOSIHUS IPUMEHSETCS 3aMEeCTUTENIbHAS Tepanus THPEOUIHBIMU TOPMOHAMH, HAalIpUMeEp,
JICBOTUPOKCHHOM.

Eme ogna yactas ocoOeHHOCTD, TUIIMYHAS 1151 TanueHToB ¢ cuaapomom HISTIHIE, —
TUIIOTOHAJAOTPOINIHBIN THIOTOHAAU3M. JTO COCTOSHIE MOXHO JICUUTH C TIOMOIIBIO 3aMECTUTENEHON
ropMmoHaibHOM TepanuH (31'T), 4ToOBl YCKOPUTH HACTYIICHUE ITOJIOBOTO CO3PEBAHMS.

Kpome toro, y mHorux mroneit ¢ cuagpomom HISTIH1E nabnronaercst aeuut ropMoHa pocTa; B TAKUX
CIIy4asx TOXKE YCIIEITHO MPUMEHAETCSI TOpMOHAIbHAs Tepanusl.

ITopoku cepaua
V¥ nekoropeix moaei ¢ curaapomoM HISTIHI1E BeTpedaroTcst BpoxkAeHHbIE TOPOKHU cepana. Yamie Bcero
K HUM OTHOCSTCS Je(PEKT MEKIPEIACEPAHON EPEropoaKH (OTBEPCTHE MEXKTY MPABBIM U JICBHIM
npeacepaueMu) 1 1e@eKT MEXOKETyA09KOBON EPEropoaKy (OTBEPCTHE MEXK/TY MPABbIM U JICBBIM
XKemymoukoM cepana). s nunaraoctiku ucnonsiytores DKI (anekrpokapanorpadust, GUKCHpyromias
ANIEKTPUIECKYIO0 aKTUBHOCTH cepia), Y 3U cepaia (3xokapauorpadus) Wi peHTreH TPy THON KIETKH.

AHOMAJIUH TOJIOBHOI'0 MO3Ira
Cunapom HIST1HI1E MoxxeT BBI3BIBaTh CTPYKTYPHBIE U3MEHEHHS MO3Ta, BISBIIsIEMbIe TTpu oMot MPT
(MarauTHO-pe3oHaHcHOM ToMorpadun) win KT (koMnbroTepHOit ToMorpaduu). ITv H3MEHEHUs ObIBAIOT
PasHBIMH, HO Yallle BCero HaOII01aeTcsl TUIIOTUIA3HS MO30JIUCTOTO TeJla — UCTOHYCHHE MM YMEHBIICHUE
pa3MepoB My4yKa HEPBHBIX BOJIOKOH, COEINHSIIOIIETO MMOTYLIapHsl TOJIOBHOI'O MO3Ta.

Cynoporu
Hexoropoe uuncio nanuenToB ¢ cuaapomoM HIST1HI1E crankuBaercs ¢ pa3nnaHbIMA hopMaMu
SMUJIENITUYECKUX MPUCTYIOB (BHE3AITHBIM U3MEHEHHUEM 3JIEKTPHUYECKON aKTUBHOCTH HEPOHOB B TOJIOBHOM
Mo3re). Y HEKOTOPBIX JeTed ¢ 3TUM CHHAPOMOM OTMeuaroTcst HheOpUiIbHbIE CyI0pOTH — IPHUCTYTIBI,
CIPOBOIMPOBaHHbIE JTMXOPAJIKOH B JIETCKOM Bo3pacTte. bbuin 3aperucTpupoBaHbl cirydan (pOKaIbHBIX
SMWIECNTUYECKUX MPUCTYIOB B IETCKOM BO3PACTE M MOBTOPSIOIIMXCS 3MN3040B MUIENTHYECKOTO CTaTyca
— MPHUCTYTOB, AISAMNXCS 0oyiee 5 MUHYT.

21_]'[51 HU3MCPECHUSA U 3allUCH SHCKTqueCKOﬁ AKTUBHOCTHU MO3ra NpuMEHAIO0 TaKU€ MEANINHCKUE
HCCIIeI0OBaHus, Kak dnekTposHiedanorpadus (331) u Bugeo-anekrposHuedanorpadus (Bugeo-330). B
COYCTAaHUM C APYTUMU METOAAMHU OHH IMMOMOT'ar0OT OIMPEACINUTDL TUIl CYAOPOKHBIX IIPUCTYIIOB.


https://rarechromo.org/media/familyguides/English/Looking%20after%20your%20childs%20teeth%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Teeth%20Common%20Concerns%20FTNW.pdf

OnuenTudecKrue TpucTymsl y moaei ¢ cuaapomMoM HIST1H1E mMoryT BRI3BIBaTE OECITOKOMNCTBO M UCITYT
Y WICHOB CEMbH, HO B OOJIBITMHCTBE CITyYaeB OHU BO3HUKAIOT TOJIBKO B JICTCKOM BO3PACTE M YCIICITHO
MOITAOTCS Tepanuu. ECIu SIUIenTHYeCcKuid PUCTYT MPOUCXOANUT y peOeHKa BIIEpBhIE, TO HEOOXO0IUMO
yOpathb Bce TpaBMOOTIACHBIC TIPEIMETHI MOOIM30CTH U HE3aMEUTUTENILHO OOPATUTHLCS K Bpady.

I'na3nble MATOJIOTUU M 3PUTE/IbHbIC HAPYIICHUS
VY narmmenToB ¢ cuaapomMoM HIST1HI1E BcTpedaroTcs ria3Hble 3a00JIeBaHUS U TTPOOIEMBI co 3peHreM. OHH
BKJTFOYAIOT B ce0s HeOOobIIoe m3MeHeHne (hopMBI TJ1a3a, IPUBOAAIIEE K HEUSTKOCTH 3PEHHSI (aCTUTMAaTH3M);
Kocornazue (CTpoOu3M), MPU KOTOPOM OMH WIH 00a TJIa3HBIX S0JI0Ka MOBOPAYUBAIOTCS KHYTPH, KHAPYXKH,
BBEPX WJIM BHHU3 — 3TO MOXKET KOPPEKTUPOBATHCS OKKITFOACPOM, OUKAMU, YIIPAKHCHUSIMH JJIs TJ1a3
WA XUPYPrHUYECKIM BMEIIATEIhCTBOM; IIIMPOKO PACCTABIICHHBIC TJ1a3a (THIIEPTENIOPH3M); a Takxke hopma
TJ1a3 MOYKET OBITh ClIeTKa pacKOCOH (CKOIEHHBIC TIa3HbIC IIEIH ).

Hapyumenus ciryxa
VY manmentos ¢ cunapomom HIST1H1E nabmonarotes HapyiieHus ciayxa. BelaensioTcs KOHIyKTUBHAs
TYTOYXOCTb, IPX KOTOPOH 3aTpyTHEHO IIPOBEACHHE 3ByKOBBIX CHTHAJIOB BO BHYTPEHHEE YXO;
HEeHpOoCceHCOpHas TyroyXocTh, IPH KOTOPOH HapymaroTcs: GyHKLUUN BHYTPEHHETO yXa, YIUTKH
WJIM CIIyXOBOI'O HEPBA, OTBEYAIOLLErO 34 NEPEAAYY 3BYKOBBIX CUTHAJIIOB B MO3T; @ TAKXKE CMEIIAHHAs
TYrOyXOCTb, XapaKTEPU3YIOIIAsACsI CUMIITOMaMU KaK KOHJIyKTUBHOM, TaK U HEMPOCEHCOPHOM.
Jlia yirydiieHns ciryxa IpUMEHSIOTCS CIIyXOBBI€ anmnapaTsl. [I0CKONBKY A€TH OABEPKEHBI PUCKY 3aAEPIKKH
pEeueBOro pa3BUTHsI, BAXKHO BOBpEMs 00paTUTh BHUMAaHUE Ha TPEBOXKHBIC TPU3HAKU U IPUHSITH MEPHI
Ha paHHUX dTarax. PEeKOMEHyeTCsl 3aHUMAThCS pa3BUTHEM pedr ¢ peOSHKOM JI0Ma HITK OOpaTUThCS
K JIOTOIIENY.

AHOMAJIMH MOJIOBBIX OopraHoB
VY manpunkoB ¢ curapomoM HIST1HIE vacto BcTpeuaroTcst HapyleHHs pa3BUTHS IOJIOBBIX OPTaHOB,
B OCHOBHOM KPHIITOPXU3M — HCONYIICHUC ANYCK B MOIIIOHKY. JTa MaTOJIOTHS MOKET BO3HUKATH U y ILCTGI\/'I
0e3 reHeTHUECKUX U3MeHEeHU. OOBIYHO OHA HE MPEACTABISIET CEPhE3HYI0 YTPo3y Ul 310POBbs, OJHAKO,
IUIs1 €€ KOPPEKLIHUH MOXKET MOTPe0OBATHCS XMPYPTUIECKOE BMEIIATEILCTBO. Y NEBOYEK HAPYILICHHUS Pa3BUTHUS
MOJIOBBIX OPraHOB BCTPEYAIOTCS PEXe.

Oc00eHHOCTH KOKHOT0 ¥ BOJIOCSIHOTO ITOKPOBA
Cunapom HIST1HI1E He cBsi3aH ¢ KOHKPETHBIMU KOKHBIMU 3a00JICBaHHUSIMH, OJTHAKO Y HEKOTOPBIX JIFOIEH
MOJKET HaOII01aThCsl HOBBILICHHOE YHCIIO POAMHOK (HEBYCOB), CKYy/IHOE OBOJIOCEHHE Tella (THIIOTPUXO03),
a caM¥ BOJIOCHI MOT'YT ObITh TOHKMMHM U JIOMKHMHU. Kpome Toro, ¢ BO3pacToM y JIF0Ael ¢ CHHAPOMOM
HIST1HI1E mMoryT BO3HUKHYTh U Apyrie 0cOOeHHOCTH. K HUM OTHOCSITCS MTOSIBIICHHE TISITEH ¥ M3MEHEHUE
[[BETA yYaCTKOB KOXH (TUTIEPIIUTMEHTAIHSA), IPSOI0CTh KOXKH (IJaCTOIHU3HC), YTONICHHUE KOXH
(TumepkepaTo3) U CyXOCTh KOXKH.

JIbIxaTesbHas cucremMa
XoTs B MEOULMHCKON IUTEpaType ciiyyan npolieM ¢ apixaHueM y mojeit ¢ cuaapomom HISTIHIE
BCTPEUAIOTCS HEYACTO, JIFOJU C TeHETUYECKUMH U3MEHEHUSIMHU UMEIOT MOBBIIIIEHHYIO PEAPacOI0KEHHOCTh
K pecrupaTopHbIM 3a0oseBaHusM. OHAKO, 10 MEpe B3POCIICHHS YaCTOTa UX Pa3BUTUS MOXKET CHIKATHCSL.
VY nereii HaOM0ga€TCS CKIIOHHOCTD K aCTME M aJJIEPrHsM, KOTOPbIE MOTYT OBITh BBI3BaHBI PECIMPATOPHBIMU
nHpexausaMu. K qpyrum naTonorusiMm OTHOCHTCSI HOUHOE arHo3 — HapyLICHHUE IbIXaHWs BO BpeMs CHa.

HackoJsbko pacnipocrpanen cuaapom HISTIHIE?

Cunapom HIST1HI1E Berpeuaetcs kpaiine peaxo. ITo qanasiv Ha 2022 roa, B MEIUIIMHCKON JUTEpaType
OMMCAHO OKOJIO MATUACCITH ciiydyaeB usMeHeHul B rene HISTIHIE. Bo3aMOXHO, KOJIUYECTBO
JMArHOCTHPOBAHHBIX CITydaeB OyAeT yBETUYHUBATHCS C POCTOM OCBEIOMIIEHHOCTH 00 3TOM CHHApPOME

Y OCTYITHOCTH T€HETHYECKHUX 00CIIe0BaHUH.



Bausier iu cunapom HIST1HIE Ha npoxoxuTeIbHOCTD dKU3HU?

Ha ceropnsinuii 1eHb JaHHBIE, KOTOPBIE yKa3blBainu Obl Ha To, uyto cuapoM HIST1HI1E cokpamiaer
MIPOAOJLKUTEIIBHOCTD KHU3HH, OTCYTCTBYIOT. COIJIacHO MCCIEN0BAaHHIO, ONTyOIMKOBAHHOMY B MEAULIMHCKOM
xypHasie The American Journal of Human Genetics (Flex, 2019), Bo3pacT caMOro cTapIiero naieHra

C 3TUM CHHIPOMOM COCTaBIISCT 49 JieT.

IToyemy 310 Mpou30NULIO?

[Tpu 3auaTnu renernyeckuit Matepuan poguteneit (JAHK) kormupyeTcs B ARIIEKIETKY U CIIEPMATO30U1, TIPH
CIIASTHAN KOTOPBIX (hopMUpYeETCsl 3Ur0Ta U pa3BuBaeTcs aMOpHoH. KonmnpoBaHue reHeTHIecKoro MaTepuaina
HE BCeTJa MPOXOAUT UJICaIbHO, MHOTA B TCHOTHUIIE I€TeH BOZHUKAIOT CIy4YallHbIC U3MEHEHUS, KOTOPBIX HET
B JIHK poauteneit. 3To ecTeCTBEHHBIN NPOIECC, HE CBSI3aHHBIN ¢ MUTAHUEM POJUTENCH, OKpYKaroIen
cpemoii mim oOpazom xu3HHU. bonpmmHCTBO M3MeHeHwi B cTpykType JJHK He mpuBoasT K SSBHBIM
MOCJICACTBUSM, HO MHOT/Ia OHU MOTYT MIPUBECTHU K MPoOIeMaM CO 3I0POBLEM HJIU MOBJIHSTH HA Pa3BUTHC
pebeHka.

Ecnu momoOHbIe ciydaiinbie u3MeHeHus 3aTpoHy T (pyHKIuio rena HIST1HIE, To pebeHOK poanTcs

¢ cugapomom HIST1HIE. Iloutu Bo Bcex citydasix, BbISIBICHHBIX K 2024 rony, reHETUYECKHUE U3MEHEHHUS
ObUTH CITy4aiHbIMHU (de novo), To ecTh 00HAPYKEHBI B CeMbe BIepBhIe. KpaliHe peko MporCcXoIuT TakK,
yro pazsutue cunapoma HISTIHI1E y pebenka BbI3bIBaeTCsI IEPECTPONKON B TEHETHYECKOM MaTepHae
POIUTEIS WIIH BapHAHT T€HA, BHI3BIBAIOIIHIA CHHAPOM, TIEPEAAETCS €My OT POAUTENS Uuepe3 SUIEKIETKY
WM CTIEPMATO30M I (3TO SBICHUE HA3BIBACTCS MO3aUIIM3MOM KJIETOK 3apOAbIIIeBON TUHUN). OHAKO BaXKHO
MMOHUMATh, YTO B 3TOM HET HUYbEW BUHBI — HU OJMH U3 POAUTENECH HE BUHOBAT HU B U3MEHEHUAX

B coOcTBenHoM cTpykType JJHK, Hi B nu3menenusx B ctpykrype JJHK cBoero pedenka.

MozxkeT Jid 3TO NIOBTOPUTHLCA?

BeposiTHOCTP  poXIeHHs eme OJHOrOo pebeHKa C PelKol TeHEeTHYECKOW OCOOSHHOCTHIO 3aBUCHT
OT reHeTudyeckoro koma poauteneid. Ilo manaeiM 2024 roma, MOYTH Y BCEX MAIMEHTOB C CHUHIPOMOM
HISTI1HI1E reHetudeckue M3MEHEHUs BO3HUKIN de novo. DTO 3HAYUT, 4TO M3MeHeHus B rene HISTIHIE
He ObUTH yHaclleZIoBaHBI OT poauTeneidl. Takum 00pa3oM, BEPOSTHOCTh POKICHHS eIlle OJJHOTO pebeHKa
¢ curgapomom HISTIHIE B onHO# U To#t e ceMbe 00bIYHO cocTaBisieT MeHee 1 %. OmHO#M 13 BO3MOXKHBIX
MPUYUH TIOBTOPHOM TMiepeAadd TaKoil TeHEeTHYeCKO OCOOEHHOCTH MOXKET CTaTh pEIKOe SIBICHHE —
MO3aUIIU3M KIIETOK 3apOAbIIIEBOM JIMHUH, O KOTOPOM YIIOMHUHAJIOCH BhIlIE. B 3TOM ciiyuyae poauTensb sIBIASETCS
HOCHUTEJIEM TE€HETUYECKOTO HW3MEHEHHs, OJHAaKO 3TO U3MEHEHHE OrPAaHUYEHO TOJIBKO HEKOTOPHIMHU
SIMTIEKIIETKAMU WJTU criepMaro3ouaaMu. [1o 3Toil mpuymHe TeHeTUYECKOe N3MEHEHHE HEBO3MOXKHO BBHISIBUTH
10 pe3yJibTaTaM aHaJlIu3a KPOBHU POJUTEICH.

VY Unique ectb kpatkas Oporiropa, NoCBAIIeHHas Mo3auuusmy (anri. — Mosaicism), TAe ONUCBIBAETCS 3TOT
(heHOMEH.

Onnako, ecnu y pOauTeNss MPHUCYTCTBYeT TeHeThdeckoe wu3MeHeHue, cuHapoMm HISTIHIE woxer
nepeaaBaThCsl 0 HacueACTBy. B Takom ciydae y poaurens Toxe Oyaer oOHapyxeHn cunapom HISTIHIE,
XOTs U B Ooniee nerkoi ¢popme, uyeM y pedenka. Ecnu y uenoseka ¢ cunapomom HIST1HIE (6e3 npusnakos
MO3auIM3Ma) poXkIaeTcsi peOeHOK, BEPOATHOCTD HACJIEIOBAaHUS 3TOTO TeHETUYECKOT0 M3MEHEHHSI COCTaBJISIET
50 %.

UrtoObl oLeHUTH pUCK poxaeHus pedenka ¢ cuaapomoM HISTIHI1E, cembst MoXeT MpOKOHCYIBTUPOBATHCS
C KJIMHAYECKUM F€HETHKOM HJIM KOHCYJIBTaHTOM IO FEHETUYECKUM BOIIPOCAM.

VY Unique ectb OTAeNbHBIC OPOLIIOPHI, TIOCBSIIIEHHBIEC IUIAHUPOBAHUIO CIIEJIYIONIEro peOCHKA IPEeHATATbHOMY
TCHETUYCCKOMY TECTUPOBAHUIO W JIMATHOCTHKE, KOHCYJbTAIMKA C BPAUYOM-TEHETUKOM, a TaKXKe IOJJICPIKKE
OpaTheB U cecTep JACTel C PEIKUM FeHEeTHYSCKUM 3a00JIeBaHUEM.



https://rarechromo.org/media/information/Other%20Topics/Mosaicism%20QFN.pdf
https://rarechromo.org/media/information/Other%20Topics/Planning%20your%20next%20child%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Prenatal%20genetic%20testing%20and%20diagnosis%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Prenatal%20genetic%20testing%20and%20diagnosis%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/A%20Clinical%20Genetics%20Appointment%20FTNW.pdf

IMoanaercs qm cunapom HISTIHIE neuennro?

Brieunts cunapom HIST1H1E HeBO3MOKHO, Tak Kak T€HETUYECKHE U3MEHEHUS IPOUCXOIAT €Ile Ha CTaluu
(hopmupoBanus 1 pa3BUTHA 1oja. OAHAKO, 3HAS TUATHO3, CIIEIIHAUCTHl HA PAHHEM dTale Pa3BUTHS MOTYT
momobpaTh pedbeHKy noaxoadiee 00cIeT0BaHNe U CUMIITOMATHYECKOE JIeUeHHE, YTOOBI TIOMOYb PEOCHKY.

PeKOMeHI[aHI/II/I Mo MEAUIMUHCKOMY OﬁC.]IeI[OBaHHIO

Hetn c cungpomom HISTIHIE nomkHBl HaxoOWThCS MO HAOMIOJEHHEM MHOTONPO(GUILHON KOMaHIBI
Bpadell. B ee cOCTaB MODKHBI BXOOUTh TE€HETHK U IEIUATpP, KOTOPBIE CMOTYT OTCJIEKHBAaTh pPa3BUTHE
1 U3MEHEHHS B IIOBEACHUHU peOEHKa, a TAKKe Ha3HayaTh U KOOPAMHUPOBATH HEOOXOOMMbIE BUIBI TEPAINU:
bu3noTepanyio, 3proTepanuio, peueByl0 TEpalui0 M, NPHU HEOOXOIUMOCTH, IOBEICHUYECKYIO TEpaIUIo.
Bo03MOHO, JONOJHHUTENBHO, MOHAJOOMUTCS OOCIEJOBaHME Yy HEBPOJOra, ypoiora, KapAHoJora,
9HJOKPUHOIIOra, 0hTaabMOJIOra, ayJH0JIora, CTOMAaToJI0ra U OpTonesa.

IIpoBoasiTCs J1M HCCAEA0BAHMSA HOBBIX METOA0B JICYCHUsS] CHHAPOMA
HIST1IHIE?

I'eneTndeckoe m3mMeHenue, Bei3piBaromee cuaapoM HISTIHI1E, Bnuser Ha popmMupoBaHue roJIOBHOTO MO3Ta
W IpYTHX YacTel Tena emie 10 pokacHus. M3-3a 3Toro gake B OyAyleM HIaHC Ha MOJHOE M3JICUCHHE OYeHb
MaJl, Beb K MOMEHTY IMOCTAaHOBKH JMArHo3a Mo3T yxxe OyneT copmupoBaH. TeM He MeHee, uccieI0BaHus
[0 YAYYLIEHUI0 METOJOB JIEUCHHs pa3NnuuHbIX mnposiaeHud cunapoma HISTIHIE, nanpuwmep,
HMHTEJUICKTYalbHON HEIOCTAaTOYHOCTH, MPpoaospKaTcs. Hecmotpst Ha penkocts cuaapoma HISTIHIE, cam
red HIST1HIE sBnseTcs mpeaMeToOM aKTUBHBIX HAy9IHBIX HUCCIIETOBAHMUM.

o cocrosumio Ha 2024 rox B mabopartopun npodeccopa Yong-Hui Jiang B Menbckoil mKoze MeIHIHHBI
(mwrrat Konnextukyt, CIIIA) mpomomxkatorcs uccnenoBarns cuaapoma HISTIHI1E. Ipodeccop Yong-Hui
Jiang u ero xoyulern CTaBAT mepen coOOW Ielb pa3padoTaTh HOBBIM METOA T€HOMHOTO PEelaKTHPOBAaHUS,
KOTOPBIM MOXHO OYyJeT JOCTaBIATh HEMOCPEACTBEHHO B FOJIOBHON MO3TI. B mepcnekTiBe 3TOT MoAX01 MOXKET
OBITh TIPUMEHEH UIs JISYeHUs] TaKuX HelporeHeTndecknx 3aboneBanuii, kak cuaapom HISTIHIE. Lenpro
JAHHOW Tepamnuy SIBJISIeTCSl BOCcCTaHOBJIeHUe (yHKIWU TucToHa H1.4 B HelipoHax W, BO3MOXKHO, YTy4IICHUE
KOTHUTHBHBIX CIIOCOOHOCTEH.

Kpome Toro, 3a mocnemHue MecaTh JIET €lle HECKOJNBKO HCCIIe0BaTeNicil BHECTU 3HAYHTEIBHBIA BKIIA]
B u3yuyenue cuaapoma HISTIHIE. Cpenu nux — nokrop Junuka bypkapar (Deepika Burkardt, Bammmarros,
okpyr Komym6us, CIIA) wunpodeccop Karpuna Tarron-bpayn (Katrina Tatton-Brown, JloHmoH,
Benukobpuranus), aBtopsl uccienoanus o cuaapome HISTIHIE (Burkardt 2019) u craten mis onnaiia-
pecypca GeneReviews (Burkardt and Tatton-Brown, ooHoBsieHo B 2022 roxuy).

OcHOBHas 1IeNb TPU UCCIEAOBAHUM PEAKHX TE€HETHYECKUX H3MEHEHUH — BBIICHHTh, KaK OHH MOTYT
MpOSIBUTECS Y KOHKpeTHOro 4denoBeka. Cunapom HISTIHIE ovenp pa3HooOpa3eH B CBOMX CHMIITOMAX,
MO3TOMY TPYAHO TMPENINON0XKHTh, KakMe WMEHHO IpHU3Haku 3alojeBaHusi OyAyT HaOIOAAaThCs
Y HOBOPOXKJICHHOTO WJIM MaJeHbKOTO pPEOCHKAa C 3THM JIMardHo30M, U HACKOJBKO CHJIBHO OHH OyayT
BBIpaXKEHBI. MOXKHO HAJIEATHCS, YTO C pACHpPOCTPAHEHHEM T€HETHUECKHX TECTOB M yBEJIINYEHUEM KOIMYEeCTBa
mozaei, y Kotopbix auarHoctuposad cuaapom HIST1H1E, nakoruiennas nadopmanys no3BoJguT HaM TOYHEE
MPOTHO3UPOBATH BOBMOYKHBIE CUMIITOMBI H TIPOSIBIICHHSI 3TOTO 3a00JICBaHUSI.

CJa0BO poauTe M

«Harm ¢ oueHb MBI, 3a0aBHBIN U Becenbiid. Jla, ¢ cuaapomom HISTIHI1E HerpocTo, HO 3HATH TaKOTrO
0COOEHHOTO0 YeJIOBEKa — ATO MOTPsICAOIIe! »

«Y HEro o4apoBaTeIbHBIC MyXJIbIC MEYKN, OH 000KAET CMEIIINTH JIIOJCH, a €ro JTIOOUMBIC 3aHATHSI —
CJIyIIATh MY3BIKY B €CTh!»
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HUcTouynuku

Hacrosmas OGpomrtopa cocTaBiieHa Ha OCHOBE (PaKTOB, OTIMCAHHBIX B MEAMIIMHCKOM JINTEpaType. AHHOTAIHH
WJIA OPUTHHAJIBHBIC CTATHH MOXKHO HAHTH MO NIEPBOMY Ha3BaHHOMY aBTOPY U JlaTe MyOIIMKAIH B TEKCTOBOM
0a3e JaHHBIX MEAUIMHCKUX U Ouoyorndeckux myonukamuit PubMed (pubmed.ncbi.nlm.nih.gov).
BonpmmHCTBO cTarelr HaxomaTcsi B CBOOOIHOM JOCTyTIe Ha caiite Unique.

Cnucok JuTepaTypbl

Burkardt and Tatton-Brown (2022) HIST1H1E Syndrome. GeneReviews.

* URL: www.ncbi.nlm.nih.gov/books/NBK564966

Burkardt et al. (2019) HIST1HI1E heterozygous protein-truncating variants cause a recognizable
syndrome with intellectual disability and distinctive facial gestalt: A study to clarify the HISTIHIE
syndrome phenotype in 30 individuals. American Journal of Medical Genetics, 179(10), 2049-2055.
URL: brianskotko.com/storage/research/HIST1H 1 E-paper-from-Burkardt-et-al-2019.pdf

Flex et al. (2019) Aberrant Function of the C-Terminal Tail of HISTIH1E Accelerates Cellular
Senescence and Causes Premature Aging. American Journal of Medical Genetics, 105(3), 493—508.

* URL: www.ncbi.nlm.nih.gov/pmc/articles/PMC6731364

Tanabe et al. (2023) HISTIH1E syndrome with deficiency in multiple pituitary hormones. Clinical
Pediatric Endocrinology, 32(3), 195-198.

* URL: www.ncbi.nlm.nih.gov/pmc/articles/PMC10288291

Zhao et al. (2022) Expanding the mutational spectrum of Rahman syndrome: A rare disorder with severe
intellectual disability and particular facial features in two Chinese patients. Molecular Genetics

& Genomic Medicine, 10(3), e1825.

* URL: www.ncbi.nlm.nih.gov/pmc/articles/PMC8922969

Ciolfi et al. (2020) Frameshift mutations at the C-terminus of HIST1HI1E result in a specific DNA
hypomethylation signature. Clinical Epigenetics, 12(1), 7.

* URL: link.springer.com/article/10.1186/s13148-019-0804-0

Simon (2023) NIH awards grant to Yale Researchers for developing gene editing platform, Yale Daily
News.

URL: yaledailynews.com/articles/nih-awards-grant-to-yale-researchers-for-developing-gene-editing-

platform

[Mpumedanue: 3Be3/10YKON * OTMEUEHBI CTAThH, KOTOPBIE HAXOMASATCS B OTKPBITOM JIOCTYTIE, HX MOKHO HaWTH
Ha caiite www.pubmed.ncbi.nlm.nih.gov
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Bpay-KIIMHAYECKHIA TeHeTHK-KOHCYIbTaHT GoHma NHS University Hospitals St George’s NHS Foundation
Trust, mpodeccop KIMHUYECKON TeHETUKN U TeHOMHOTo 00pazoBanus JIoHmoHCKOro yHHBepcuTera CeHt-
JKopIK, a TakKe KIIMHUYECKUN TUPEKTOP B PYKOBOAUTEIND [[porpaMMbl TeHOMHOTO 00pa30BaHus

B Health Education England (Benukoopuranusi). Bepcust 1 (AP)
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