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Cnucok cokpalwieHumn

I'P — ropmoH pocra

I'P-PI' — ropmoH pocra-pyin3uHr TOpMOH

NHI'P — un3ommupoBaHHas HEIOCTATOYHOCTh TOPMOHA POCTA
N®P-1 — uncynmuHOono00HbIHM GakTop pocta-1

N®OPCBH-3 — uHCynmMHOMOI00HBIHN (haKTOp POCTa CBA3BIBAIOIINI OEJIOK-3
NP — unuonatuueckuii 1eUIIUT TOPMOHA POCTa

CHIT — cunapom lepemeBckoro—TepHepa

B3P — BHyTpuyTpOoOHas 3anepkka pocra

K3Pull — xoHCcTHUTYLIMOHATBHAS 3a/Iep)KKa pocTa u mybepTraTa
CH — cemMeiiHasi HUBKOPOCIIOCTh

AKTI" — agpeHOKOPTUKOTPOIHBINA TOPMOH

TTI' — TMpeoTpONHBIN TOPMOH



Huskopocnocte — akTyanbHas MEIUIIMHCKAs MpoOiieMa, OJHUM U3 Cle/-
CTBUH KOTOPOH SIBIISCTCA HAPYIICHUE CONMATIBLHOMN aanTaiuu OONbIION TPYIIIBI
nereit. [lo pesynmpraraM MacmTaOHBIX AHTPOMIOMETPUYECKUX HCCICIOBAHUM,
4acTOTa BCTPEUYAEMOCTH 3aJICPKKU POCTA PA3JIMYHOrO IeHe3a B JIETCKOW IOIy-
nsiuuu coctasisieT 2—-3 %.

Knaccudumkaumsa HU3KkopocnocTn y aeteu

Huskopocnocte Hepeako cBA3aHa C pa3iIMYHbIMU 3a00J€BaHUSMM, HETO-
CPEJICTBEHHO CONPOBOXAAIOIIMMUCS HAPYLICHUSAMH CHHTE3a, CEKPELUU, PEry-
JSUUU WA OMosiornyeckoro 3@exra ropMoHa pocTa, a TakKe ObITh OJHUM M3
MPOSIBJIECHU MHOTOYHMCIIEHHBIX T€HETUYECKUX CUHIPOMOB, BPOXKAECHHBIX MOPO-
KOB Pa3BUTHS, XPOHHUUECKUX U CUCTEMHBIX 00JIe3HEH.

Kaaccudpuxanus:

1. IlepBruHbIC HAPYLICHUS POCTA:

1.1. Cxenemnsoie oucniazuu.

1.2. Xpomocomnuvle napyuwienus, couemarowjuecsi ¢ HU3KOpPOCI0CMbio.

1.3. Buympuympobnas 3adepaicka pocma.

2. Bropu4yHblie HapylIeHHUsl POCTa:

2.1. Xponuueckue 3abonesanus cneyuguieckux cucmem:

2.1.1. CepnedHo-CcOCYy TUCTOM.

2.1.2. JIerounoiu.

2.1.3. ITouexk.

2.1.4. XKeny10YHO-KHILIEYHOTO TPAKTA.

2.1.5. IlenTpanbHOl HEPBHOI.

2.2. DHOOoKpuHHbLE 3000.1€8AHUA:

2.2.1. 'unotupeos.

2.2.2. 'unepKopTUIIN3M.

2.2.3. Cuanpom Mopuaxa.

2.2.4. IlceBnorumnomnapaTupeos.

2.2.5. ButamuH /I-pe3uCTEHTHBIA PaxuT.

2.3. I'onooanue.

2.4. Ampocennvie napyuieHus.

2.5. IlcuxocoyuanvHolii HAHU3M.

3. KoncTuTynnoHajJbHas 3aJep:KKa pocra u mydeprara.

4. CemeliHasi HU3KOPOCJIOCTb.

5. lepuuurt ropmoHa pocra.

Bpoowcoennvie popmul
5.1. Hacneocmeennuiii oepuyum I'P:
5.1.1. U3onupoBannas HenoctarouHocTs ['P (MMHI'P):
A. Jledpexr rena I'P:
— M30JIMPOBaHHAas HepocTaTOYHOCTh ['P Tun 1 A;
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— n3onupoBaHHas HenoctaTouHOCTh ['P Tun 1 b;
— A30JIMPOBaHHAsl HENOCTATOYHOCTh ['P v 2;
— A30JIMPOBaHHasl HepocTaTouHOCTh ['P T 3.
b. dedekr peuentopa ['P-PI.
B. Apyrue ¢popmsl (nedext rena ['P-PI'?).
5.1.2. MHOXXecTBEeHHas! HEJJOCTATOYHOCTh TOPMOHOB aICHOTUIO(pU3a:
A. lledexr rena Pit-1.
b. Hedexr rena Prop-1.
B. pyrue dhopmbi.
5.1.3. HacneaCcTBEHHbIN MAHTUNIONUTYUTAPU3M.
5.2. Bpooicoenusie nopoku pazeumus L[[HC:
— CENTO-ONTUYECKAs AUCIUIA3HUs;
— CHUHAPOM IIyCTOI'O TyPELKOro Cea;
— auciiazus ranodusa;
— apaxHoMJaJIbHas KUCTa,;
ruapornedanus.
5.3. Hduonamutteacuu oepuyum I'P.
5.4. Ilepugpepuueckasn newyscmsumenvnocms K I'P:
— nedext peneniropa I'P (cunapom Jlapona);
— Ouonornyecku HeakTUBHBIN ['P.
5.5. llocmpeyenmopnas newyscmeumenvrocms k 1 'P:
— pe3ucteHTHOCTh K UDP-1. KapinukoBocTh NUrMees;
—  nedunut UOP-1.
lIpuobpemennvie ghopmoi
5.6. Onyxonu eunomanamo-euno@u3apHou cucmemsbl.
— KpaHuopapuHTHOMA;
— TEpPMHUHOMA;
— ajeHoMa runodusa;
— TraMaproma.
5.7. Onyxonu opyeux omoenos mosea:
— aCTpOLHUTOMA;
— JMEHAMMOMA;
— TIMOMA;
— MeayJuiobiacToma.
5.8. Pe3ynomam nyuesot mepanuu.
5.9. ,ZZpyeue NPUYUHDL.
TpPaBMBI Yepena;
— COCyAHCTasi MaToJo0rus;
— HelpouHpexny;
— UHQUIBTPATUBHBIE OOJIE3HU;
— ruaporedanus.



MepBUYHbLIE HapyLeHus pocTa

CkeJieTHBIE TUCILTIA3HHU

CkeneTHple AWCIUIA3UU TPENICTABICHBI TeTEPOTeHHON TPymImoi 3aboseBa-
HUM, KOTOpPbIE UMEIOT HACJEJCTBEHHYIO MPEIPACOIOKEHHOCTh U XapaKTepu-
3YIOTCSl BBIPAXKEHHBIMU JIePEKTaMU pa3BUTHUS XPAIIEBON W/ UIIU KOCTHOM TKaHHU C
dbopMupoBaHUEM AUCIPONOPLHUOHATILHOW HU3KOPOCIOCTH U U3MEHEHHEM pa3-
Mepa U/ GOpMbI Pa3IUYHBIX YacTei ckeyera. YacToTa BCTPEYaeMOCTH CKe-
netHbIX aucrazuil 30—45 cnydaeB Ha 100 000 HOBOpOX)AeHHBIX. M3BecTHO 60-
nee 100 ¢opm 3aboneBanus. st MHOTUX ()OPM KOCTHBIX JUCILIA3MM T'€HHBIX
ne(EeKTOB, OCHOBHBIMU KPUTEPHUSIMH MPHU MOCTAHOBKE JIMArHO3a OCTAKOTCS KIIH-
HUYECKHE U PEHTTCHOJIOTMYECKHUE MPU3HAKHU 3a00JICBaHMS.

B 3aBucumocTH OT XapakTepa HapyIICHHH MPOMOPIUHU Tejla peOCHKA BBI-
JISTIAIOT CKEJIETHBIC JUCIUIA3UM C YKOPOUCHUEM KOHEYHOCTEW M C YKOPOUCHHEM
TyjoBUIIA. B OTJenbHYI0 TPYNIy BKIIOYAIOT MYKOIMOJIUCAXapHUaI03bl C 3aJIePxK-
Ko# pocra (Tabm. 1).

Tabnuya 1
Hanbou1ee yactbie popMbl CKeJTETHBIX TUCIIIA3UH
(mo T. Hertel, Y. Seino, 2004, c n3aMeHeHUIMH)
Dopma | Koneunslii poct, cM
Ckenemnuvle Oucnia3uu ¢ yKopoueHuem KOHeuHoCmeli:
aXOHAPOIUIA3Us 112-145
TUIOXOHAPOIUIa3us 118-152
MICEBJI0AXOHIPOILIa3us 80-130
aucTpoduuecKas AUCIUIA3Hs 86—122
MeTtaduzapubie XoHAporuiazuu (tuna [Hlvuna) 130-160
TOUYEYHAsI XOHAPOILIa3us 130-160
XOHJIPO3KTOIKPMAaJIbHAS TUCILIIA3US 106—-153
MHO>KECTBEHHAs AU (puU3apHasi TUCIUIa3Us 137-155
Ckenemnule OUCNIA3UU C YKOPOUEHUEM MYT0GUWA:
croHAMIIoANMU3apHasl TUCTIIA3Hs, BpOXKACHHAs hopma 84-132
crioHAuIo NH(pH3apHas TUCIIa3us, no3aHas Gopma 132-156
CIIOHIMJIOKOCTAJIbHASA JUCIIIIA3Us 130-135
Mykononucaxapuoo3sui:

tun 1-i (cungpom ['ypaepa)

Tun 2-1 (cungpom XaHrepa) 120-150
tun 4-i (cungpom Mopkuo) 80—120
Tun 6-i (cuaapom Mapoto—Jlamn) 109-140

CkesleTHbIE TUCILUIA3MHU C YKOPOYECHUEM KOHEYHOCTeM
HawnbGonee gacto BcTpedaroTcss 2 GOpMBI: aXOHIPOIUIA3US U TUIIOXOHIPO-
na3usl.
Axonoponnazus



Pacnpoctpanennocts 1:26 000 HOBOpOXAEHHBIX. THII HACIIETOBaHUS ay-
TOCOMHO-JOMHHAHTHBIA C IOJIHOW MEHETPaHTHOCThIO. B ocHOBe 3a0oiieBaHMs
nexat myTtanuu rena FGFR3 (peuenTop pocroBoro dakropa pudpobdiacton 3),
JIOKAJIM30BAaHHOT'O HAa KOPOTKOM Iuiede 4-if xpomocomsl (4p16.3). B 90 % ciy-
4yaeB MYyTallM1 BO3HUKAIOT de novo.

Tunuunsle nposiBiaeHUs 3a00J1€BaHUS MTO3BOJSIOT YCTAHOBUTD TUArHO3 TIPU
pOXIieHUU peOeHKa. XapaKTepHbIMU IPU3HAKAMU SBIISIOTCS JUCIPOINOPIINO-
HaJIbHOE TEJOCIIOXKEHUE C YKOPOUEHUEM MMPOKCHUMAIbHBIX OTAEIOB KOHEYHO-
CTEH, OTHOCUTENIbHO JUJIMHHOE TYJIOBHINE, KOPOTKUE MaJIblIbl PYK, KUCTh B (pop-
Me «Tpe3yOua», MosICHUYHbIN J0pA03. Onpenensercs MOBBIIIEHHOE pa3rudaHue
OOJBIIMHCTBA CYCTAaBOB, OCOOCHHO KOJICHHBIX; BhIpa)K€Ha BapycHas aedopma-
s ToJIeHen, Meranonedainus, KypHococTb. [lo 2 et xu3Hu 00JIbHOTO 3aJepK-
Ka pOCTa MOKET He HaOJt01aThCs, M03/IHEE OTMEYAETCS BbIpAXKEHHAs! HU3KOPOC-
jocte. Yacto Habmo1aeMoe OTCTaBaHWE B MOTOPHOM Pa3BUTHH peOeHKa 00y-
CJIOBJICHO MBIIIEYHOM runoTtonuer. MHremnekr coxpaneH. CpeaHuii KOHEYHBIN
pocT My>k4uH cocTaBiisieT 131 cwm, xxeHmud — 124 cwm.

Pentrenonornueckre nmpu3HaKU 3a00JI€BaHMS BKIIOUYAIOT MPOIPECCUPYIO-
1iee KayAaJbHOE CYKEHUE UHTEPIEAUKYISIPHBIX IPOMEXKYTKOB B MOSICHUYHOM U
KpPECTLIOBOM OTJENaxX MO3BOHOYHHKA, CY’)KEHHE KPECTIA U TUIOIIa3Usl KPbLIbEB
MOJB3/JIOIIHBIX KOCTEH, Y/UIMHEHHE Majio0epIoBOW KOCTH B MPOKCUMAIbHOM
HaIpaBJICHUH MO OTHOILIEHUIO K 00IbIIe0epIIOBOM KOCTH U JIP.

T'unoxonoponnasus

OmnwuceiBaeTcss Kak «MsArkas» (opma axoHIApoIuiasuu. TOYHbIE JaHHBIE O
pacnpoCcTpaHEeHHOCTH 3a00JieBaHUs OTCYTCTBYIOT. YacThb cilydaeB B CBSI3U CO
CTEPTHIMU KJIMHUYECKHMH IPOSIBICHUSAMU HE AuarHoctupyercs. Hacinenosanue
ayTOCOMHO-TOMHUHAHTHOE. Y OOJBIIMHCTBA OOJBHBIX BBISBISIETCA MyTallUsI T€HA
FGFR3 (peuenrtop pocroBoro ¢akropa ¢pudbpoodiactos 3).

XapakTepHO OTCYTCTBHE HAPYILUIECHHUM JIMIEBOrO ckeyera. OTMeuaercs yme-
PEHHO BBIPAXXKEHHOE YKOPOYEHHE MPOKCHUMAJIbHBIX OT/IEJIOB KOHEYHOCTEU, TUC-
MPOIMOPIMOHATILHOE pa3BUTHE cKeneTa. VIckpuBiaeHre 60ab11e0eploBbIX KOCTEH
oTcyTcTBYeT. [lasiblibl pyK HECKOJIBKO YKOPOUYEHBI, HO (popma KUCTEH HE U3Me-
HeHa. J[o 2 net 3agepikka pocta y 00JIBHOIO MOXET HE OTMEUAThCs, C BO3PACTOM
HaAO0JII01aeTCsl MPOTrPECCUPYIOIIAs HU3KOPOCIOCTh. POCT B3pOCbIX OOJNBHBIX CO-
ctaBiisieT B cpeaHeM 120155 cm.

OCHOBHBIM PEHTI€HOJIOTMYECKUM MTPU3HAKOM THITOXOHAPOIUIA3UH SIBIISETCS
KayJaJIbHOE CYyKEHUE UHTEPIICHIUKYJIIPHBIX TPOMEXKYTKOB Ha ypoBHe L1-L5.

CkesleTHbIE UCILUIA3MHU C YKOPOYECHUEM TYJ0BHIIA
Cnonounosnughuzapras oucniasus, 8podicoerHHas gopma
Tun HacnegoBaHUs ayTOCOMHO-JOMHHAHTHBIA. B ocHOBe pa3Buths 3a00-
neBanus jexar aedgektsl reHa COL2A1, konupyroiero CUHTE3 KoJulareHa 2-ro
THUIIA.



XapakTepHbIMU KJIMHUYECKUMU MPU3HAKAMHU SIBJISIIOTCS MJIOCKOE JIUIIO, KO-
poTKas mies, KU(OCKOIMO3, MOSICHUYHBIN JIOpI03, OO0UKOoOOpa3Has rpyaHas
KJeTka. Yacto oTmevaercsl TsKenash MUOMMS, OTCIOMKA CEeTYaTKH, CEHCOpPHas
norepsa ciyxa. Habmionaercs orpaHudeHHe MOJBHKHOCTH CYCTaBOB, «yTHHAs
noxoaka». Hu3KkopocnocTs U AUCIPONOPLUUOHAIBHOE CTPOEHUE MOTYT OBITh
BBISIBJICHBI C POXKJICHHUSI, C 2 JIET OTMEUAETCS BhIpAXKEHHAs 3aJiepkka pocrta. PocT
B3POCIIBbIX 00JIBHBIX cocTaBiseT 84—132 cm.

[Ipu peHTreH0IOrnuecKoM MCCIIEIOBAHUHU ONPEEseTCs IaTUCTIOH NS,
HapyILIEHUE OKOCTEHEHUS AUCTAIbHBIX SMU(PU30B Oepa, MPOKCUMATBHBIX AIHU-
¢bu130B 00JIBIIIEOEPIIOBOM KOCTH.

Cnonounosnughuzapras oucniazus, no30HsAsA hopma

Tun HacieqoBaHUs ayTOCOMHO-JOMUHAHTHBIN. [ [pUHAIIEKUT K KOJUTareny
2-ro Tumna 3abojeBaHUAM. Y YacTH OOJBHBIX HE MCKIIOUYCHBI MYTAaIlUU JIPYTUX
I€HOB, YYaCTBYIOUIMX B CUHTE3€ KOJUlareHa.

K TUNWYHBIM KIMHUYECKUM MPOSBICHUSM OTHOCSTCS KOPOTKasl Ies, KH-
(bocKoNMO03, MOACHUYHBIN JOPA03, BEIOyXaHUe TpyAHHbI, 00UKO0Opa3Has rpya-
Hasi KjeTka. MOoXeT oTMedaThCcsl «yTHHas MOXOJKa». 3aJep:KKa pocTa 3a CHET
YKOpOUYEHHUs TYyJIOBUIIA MposiBisieTcss B Bo3pacte 5—11 ner u Habmogaercs npe-
MMYILECTBEHHO Y MaJIbuUKOB. CpeTHUI KOHEUHBIN pocT cocTaBisieT 132—156 cm.

XapakTepHbIMH PEHTICHOJOTUYECKUMHU TPU3HAKAMH SIBJISIOTCSA IUIATHC-
MOHIWIINSA U JIeT€HepaTUBHbIE U3MEHEHHMSI TOJIOBKHU Oejipa.

CnonounokocmanvbHas OUCnia3usl

Tumn HacneqoBaHUs ayTOCOMHO-IOMUHAHTHBIM.

VY GonbHBIX HAOIIOMAIOTCS KOPOTKAs I1esi, MHOKECTBEHHBIE TTIOPOKH Pa3BU-
THS TO3BOHOYHUKA U pedep. XapaKTepHO OrpaHWYCHUE JABUKEHUN B CTOPOHBI,
YacThle pecrupaTropHbie HHPEKIUU. 3a1epKKa pocTa 3a CUET YKOPOUCHHS TYJIO-
BHUIIIA MPOSIBIISIETCS. B PAHHEM BO3PACTE U HOCUT MPOTPECCUPYIOIIHI XapaKTep.

PeHTreHonornuecku OmpeaesisitoTCsl CpallleHre MO3BOHKOB, HEAOPA3BUTHE
MOJIOBUHBI MTO3BOHKA, U3BMEHEHHE 3YOOBUIHOTO OTPOCTKA, TOPOKU PAa3BUTHUSI pe-
0ep 1 UX cpalieHus.

MyxkonoJsmcaxapuaossl

Mykomnonaucaxapuao3bl MPEACTaBIAIOT CO0O0N 3a00JieBaHUS TPYIIIbI JIU30-
COMHBIX 0O0JIE3HEH, B OCHOBE KOTOPBIX JEKHUT ACHUIUT OJHOTO U3 (HEPMEHTOB,
YYaCTBYIOIIMX B YTUJIU3AIUN KUCIIBIX MYKOIIOJIUCAXaAPHUIOB.

Myxkononucaxapuoos, mun I-i (cunopom I'’yprepa)

Tun HacnemoBaHus ayTOCOMHO-pelieccuBHbIN. Jlebunut o-L-umyponuna-
3bl BesiencTeue mytanuu rea IDUA (4p16.3).

XapakrepHa ManudecTarus 3a0071eBaHUs C MEPBBIX MecCsIeB Xu3Hu. OT-
MeYaroTcs rpyObie YyepThl Julla (raproian3M), 3aaBiias MepeHoCcuIa, MoMyTHe-
HUE POTOBUIIBI, TEMATOCIUICHOMETANHs, TOPAKOIIOMOAIbHBIN KH(}O3, Tyrormo-
JBIKHOCTH CycTaBoB. [locne 1-ro roga >ku3Hu peOCHKA CKOPOCTH POCTa PE3KO
3ameuisiercs. Ha 2-M rojly TUNHWYHBIE KIMHUYECKHE MPOSIBICHUS HApacTaloT:

8



YBEIMYHUBAIOTCS TYOBI, HAOMIOAAIOTCS Makpo- U ckadoredanus, KecTKkre BOJIO-
CBbl, MAaKpOTJIOCCHSA, KOPOTKas miesi, nedopManns TPyIHON KIETKH, MaxOBbIE H
MyNOYHbIE T'PbIKK, OFPAHMYEHUE MOJBMXKHOCTU B CycTaBax ¢ oOpa3oBaHHUEM
KOHTpPakTyp, runeprpuxo3. [lo3nHee mpUCOEIUHSAIOTCS MNPU3HAKUA MOPAKEHUS
cep/ilia, pa3BUBAIOTCS TIyXOTa U CIENOTa. XapakTepHa 3aJep>KKa YMCTBEHHOIO
Pa3BUTHS BILIOTH 10 AeMeHIMU. CpeqHsis Mpoa0KUTEIbHOCT KU3HU O0JIBHBIX
no 10 ser.

TUNUYHBIMU PEHTI€HOJOTUYECKUMH MPU3HAKAMHU SIBJISIOTCS PACUIUPEHHE
U YIUIOIIEHHWE TYPEUKOIro ceijia, paciupeHue auadu3oB TpyOuyaThIX KOCTEH,
KJIIOBOBU/THAS (popMa TeJl TO3BOHKOB.

[Ipu nabGopaTOpHBIX HMCCIEIOBAHUAX BBISBISIOT MYKOMNOJIHCAXAPUYPHUIO
(nepmanTaHcynbdaT U remapancyibdar), MeTaxpoMaTudeckue rpanyisl B 10—
60 % neiiKouuTOB, METAXPOMATHYECKYIO OKpPAacKy (puOpo0II1acToB.

Myxkononucaxapuoos, mun 2-i (cunopom Xaumepa)

Tun nacnenoBanusi X-ClemieHHbIA perieccuBHbIN. Jledunuut nu3ocomans-
HOro (epMeHTa cynbpOUAYpOpOHAT CyJib(ara3bl BCIEACTBUE MyTallMd T'eHa
IDS (Xqg28).

Tsoxenbie popMbl cuHIpoMa XaHTepa COOTBETCTBYIOT MO CBOUM KJIMHHUYE-
CKUM TPOSIBIICHUAM cuHApoMmy ['yprepa: raprounansm, KOHTPaKTYphl CyCTaBOB,
BBIPAKEHHASI HU3KOPOCIOCTh, T€MaTOCIUICHOMETalusi, YMCTBEHHAsI OTCTAJIOCTh,
MHO>KECTBEHHBIM JTU30CTO3, MOBBIIIEHHOE BBIJEICHHE C MOYOM JIepMaHTaH-
cynb(dara u renapancynbdara. Y O0NbHBIX ¢ JIerKuMU hopMaMu 3a00JIeBaHUS B
BO3pacTe cTapuie 2 JeT OTMEYAeTCsl MOsIBICHUE YTONIIEHUS I'y0 U s3bIKa, Tyro-
IOJIBMDKHOCTh CYCTAaBOB, I'€NaTOCINIEHOMETaus, TIyX0oTa U peTuHonarus. Mn-
TEJJIEKT coxpaHeH. Hu3kopocaocTs MeHee BhIpakeHa, poCT B3pPOCIBIX OOJBHBIX
moxkeT gocturath 160 cm. [Ipu obeux dopmax mposiBneHus 3a005I€eBaHNsS OTMe-
YaeTcs CHIDKEHHE AaKTUBHOCTU CyIb(OHAypoHAT cyib(]ara3sl B CHIBOPOTKE,
neiikonuTax u guodpoodaactax. CpegHss NpoAOHKUTENBHOCTD KU3HU 10 20 JieT,
OOJIbHBIE MTOTUOAIOT OT CEPACYHO-COCYAUCTOMN AEKOMITCHCAIUH.

Ha pentreHorpammax TUIOUYHBI YBEJIMYEHUE TYPELKOrO CE€IJia, MHOXKECT-
BEHHBIN JM30CTO3, HEOOJBIINE U3MEHEHHsI MO3BOHKOB, OCTEOAPTPUT Ta300e.1-
PEHHBIX CYyCTaBOB.

Myxononucaxapuoos, mun 4-i (cunopom Mopxkuo)

Tun wnacnenoBaHus ayTOCOMHO-penieccuBHBIN. [leduuur ramakTo3o-6-
cynbdarassl Beiencrteue mytaiuu rea GALNS (16q24.3).

Manudecranust 3a0oneBaHusl OTMEUAETCS Ha 2-M TOJNy KU3HH PEOCHKa,
KOI'/Ia POTrpeCCUpyeT AUCIPOIOPLHOHAIbHAS HU3KOPOCIOCTh (KOHEUHBIN pPOCT
80—150 cm) u mosBIAIOTCS CKENeTHbIE AedOopMalvi B BUIE BaJIbI'yCHON yCTa-
HOBKH KOJICHHBIX CYCTaBOB, KU()OCKOIINO03a, KUJICBUAHON IpyaHON KieTku. Cre-
IIEHb YKOPOYEHHUs TYJIOBMILA MPEBBIIIAET CTENEHb YKOPOUEHHUS KOHEYHOCTEH.
XapakTepHbl IUIATHCIOHIWIMS, KOPOTKas IIesi, BBICTYIAIOIIAsl HWXKHSSA 4Ye-
JIIOCTh, KpallHE BBIPAXKEHHBIN MOSACHUYHBIN JIOPA03, TUIEPIIOABUKHOCTD U MO~
BBIBUXU CYCTABOB. Y OOJIBIIMHCTBA OOJIbHBIX HAOJIOIAE€TCS TUIOIUIA3Us dMAIH
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3y0OB, IOMYTHEHHE POTOBHUIIBI, TYTOyXocTh. MHTEmIeKkT coxpaneH. [Ipomomku-
TEIBLHOCTh XU3HU 10 20 JeT, morudarT OT CepACYHOM IEKOMIEHCAUU WU
CHAAaBJEHUS CIIMHHOTO MO3ra AehOpMUPOBAHHBIMU TO3BOHKAMH. XapaKTEPHO
MOBBIIIICHHOE BBIJICICHUE ¢ MOYOM KepaTaHCyJib(aTa WIM BCEX KHUCIBIX MYKO-
NOJINCAaXapua0B, crienuduueckuii pepmMeHTHbINA JedeKT B puOpobdIIacTax KOXKH.

TUNUYHBIMU PEHTTEHOJIOTMYECKUMU NPHU3HAKAMU SIBISFOTCS IUIATHCIIOH-
JATHSL, HeTipaBuiIbHas ¢opma snudU30B, HIMPOKHE pedpa, reHepain30BaHHbIHI
OCTEOIOPO3, YKOPOUEHHUE BCEX TPYyOUATHIX KOCTEH.

Myxkononucaxapuoos, 6-ti mun (cunopom Mapomo—Jlamu).

Tun HaciemoBaHUs ayTOCOMHO-PEIeCCHBHBIN. Jlehuuut apuicyibdaTraspl
B BcneacrBue myraunu rena ARSB (5q11-q13).

Manudecranust 3a001eBaHUS BBIABISIETCS B Bo3pacTe 2—3 JIET C OTCTaBa-
HUs pebeHka B pocte. Hu3kopocnocTh IuCIponopLuuoHaibHas 3a CYEeT YKOPO-
yeHus TyJoBuuia. Koneunsiii poct 0onbHbIX 109-140 cMm. BeipaxeHHble u3me-
HeHUs (EHOTHIA, aHATOTUIHBIC MYKOIIOJIMCaXapuao3y 1-ro Tuma, pa3BUBAIOTCS
K LIKOJIbHOMY Bo3pacTy. MHTemnekT coxpaHeH. TsbkecTh 3a0oieBaHusi Bapua-
OesbHA, MpH JIETKUX PopMax OOJIBLHBIX JOKUBAIOT A0 Bo3pacta 30-50 ser.

JlabopaTopHO OTMEYaeTCs CHUKEHUE AKTUBHOCTH JIM30COMAIILHOTO (ep-
MeHTa apuicylibdartazel B B numdonnrax u ¢udpodiaacrax. Pentrenonorunye-
CKHE U3MEHEHUSI aHAJIOTUYHBI TAKOBBIM IIPU MYKOIOJIMcaxapuaose 1-ro tuma.

XPOMOCOMHBIE HAPYIIEHUA,
COYETAIOIUECSA C HU3KOPOCJIOCTBIO

K nambonee gacThiM XpOMOCOMHBIM aHOMAJHSM Y JIETEH, COMPOBOXKIAIO-
IIMMCSL  33JIEP)KKOM pocTa OTHOcATCa cuHApombl [layna, IllepemeBckoro—
Tepnepa, neneuuu IIMHHOTO miieya 18-l XpoMOCOMBL.

Cunapom /layna

B ocHoBe 3a0oyeBaHus JCKUT HAIMYKE JOMOJHUTEIBbHOU 21-ii Xpomoco-
MBI WJIM YacTH €€ JUIMHHOTO Tuieda, BKiIrodaromie ¢parment ¢22.1. Yacrora
BcTpeuaeMocTh | ciryyaid Ha 600 )KUBBIX HOBOPOXKJICHHBIX.

IIpu poxxnennn macca tena 6oapHOro Ha 500 r MeHbpIIe U POCT Ha 2—3 cM
HIDKE CpEIHE MNOMYJISIUMOHHBIX HOpM. Hu3kopocnocts nposiBiasieTcs: MocTHa-
TAJIbHO, CKOPOCTh POCTA PE3KO 3aMeIIIeTCA TTocae 6—9 mecdleB Ku3HU, B 3 ro-
Ja pocT pebeHka HIke 3-il mepueHTwId Ui AaHHoro nosa. HaGmropaercs
OTCTaBaHHE KOCTHOI'O BO3pacTa, 3aJep>KKa M HU3KUMU NyOepTaTHBIA CKAuOK
pocta. TUNMMYHBIMU MTPU3HAKAMU 3a00JI€BaHUA SBJISIOTCS 33JIep>KKa YMCTBEHHO-
ro pa3BUTHS, MbIIIEYHAS TUIIOTOHUS, IJIOCKOE JIMII0, MOHTOJIOWJIHBIA pa3pes
ria3, 3yOHbIe aHOMaJuu, KOPOTKHE KOHEYHOCTH, Opaxumesodananrus. Poct
Myx4uH — 135170 cM, xxeHmmH — 127-158 cM. Y dactu nereil BIsBIsSETCS
COMATOTPOIIHAs. HEAOCTATOYHOCTD, TUIIOTUPEO3.
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Cunpapowm lepemesckoro—Tepuepa

CIIT sBnsercs HanboJiee 4aCTOM XpPOMOCOMHOM aHOMAJMEN y JeTeH, Ko-
TOpasi COMPOBOXKIAETCA HU3KOPOCIOCThI0. B OCHOBe 3a00JieBaHUSI JI€KUT TOJI-
HOE WJIM YaCTUYHOE OTCYTCTBHE 1-i M3 2 mojoBbiX X-XxpomocoMm. Llutoreneru-
YeCKUEe HapylIeHUs! CBsi3aHbl B OOJBIIMHCTBE ciydyaeB ¢ MoHocomuei 45 XO,
OTMEYAIOTCSl U MO3aWyHbIE BapHUaHThl XPOMOCOMHBIX aHoMaiuit (45 X0/46 XX,
45 XO/46XY u np.), U3MEHEHUSI CTPYKTYPHI MOJOBBIX XpoMocoM. Pacmpoctpa-
HeHHocTh CHIT cocraBnser 1:1500—-1:2500 dbeHOTUTMUECKHUX HOBOPOMKICHHBIX
JIEBOYEK.

TunuaHpIMUA TpU3HAKAMH CUHAPOMA SIBIISIIOTCS YMEpPEHHAas BHYTPHUYTPOO-
Hasl 3a/1ep’KKa pOCTa U MACChI Tena (CpelHrE MMOKA3aTENH IPHU POKIACHUN MaCChI
2800 r u pocra 48,3 cMm), HOpMaJbHasE CKOPOCTh pOCTa /10 3 JIET, MPOrpeccu-
pylollee 3aMeIEHNE CKOPOCTH pocTa ¢ 3 10 14 ner, npuBOdIIee K IMTOCTENEH-
HOMY OTKJIOHEHHIO OT HOPMaJIbHOM POCTOBOW nepueHTWIM. OTMeyaeTcs Ipo-
JIOHTHpOBaHHasi myOeprarHas ¢a3a pocTa, XaPaKTEPU3YIOWIASCS YaCTUUHOM
KOMITIEHCale pocToBBIX 3HaUeHH. Poct B3pocibix 60apHbIX CLUT, He neyen-
HeIX I'P, cocraBnser 142,0-146,8 cm.

[Iprunna Huzkopocnoctu npu CIIT OKOHUYATENBHO HE YTOYHEHA, €€ CBS-
3pIBalOT MyTauueil HegaBHO oTKpbiToro SHOX rena Ha X-xpomocome, BIUSIO-
1iero Ha Mop(oreHe3 KOCTHOM TKaHHU.

®denorunnueckue nposipieHuss CLIT y mereir BapuadenbHbl. OCHOBHBIMU
JUArHOCTUYECKUMU KPUTEPHUSIMH 3a00JI€BaHUS SABIISIOTCS HU3KOPOCIOCTh, JAMC-

T'eHE3Ms TOHAT U HAJIMUKe CTUTM JrucMopdorenesa (tadir. 2).
Tabauya 2
YacToTa BCTPEYAeMOCTH BHEITHUX MOP(OJOrHYeCKHX MPH3HAKOB
U MOPOKOB pa3BuTus BHYyTpeHHUX opranos npu CIIT (mo M. B. Ranke, 1990)

Knunuveckuii npu3sHakK ‘IacoTA)OTa, Kinunuyeckuii npu3sHak ‘IacoTA)OTa,
Huskopociocts 90-100 | Tucrenesus rosaj 80-100
[les: 80 I'pynHas knerka: 80
— KOpOTKas; — 0OoukooOpa3Has
— HH3KHUH POCT BOJIOC; — IIKUPOKO PACCTaBICHHBIE COCKU
— KPBUIOBUJIHBIE CKIIAJKU
MoueBriBoasIIIIas cUCTEMA: 60-79 |Koxa: 60-79
— Ta30Bas dKTOIMS ITOYKH; — uM(}aTHIECKUI OTEK KHCTEH U
— OJIHOCTOPOHHSIS peHalIbHas CTOII;

aruIa3ys; — TIUTMEHTHBIC HEBYCHI;
— TOJKOBOOOpa3Hast MOYKa; — TUNEPTPUXO3;
— aHOMAaJIMsI TOYEYHBIX COCY/IOB, — JIMCILIAa3Us HOT'TCH;

MOYETOYHHKOB — aJIOIICIIHS,

— BUTHJIHTO

PoroBas monocTs: 60—79 |CepaeuHo-cocyaucTas cUCTeMa: 40-59
— TroTH4eckoe Hebo; — AOpTaJbHBIN CTEHO3;
— MUKpOTHATHs — aHeBpU3Ma/IUTISTAINS A0PThI
CkeneTHas cucTeMa: 40-59 |I'nmaza: 20-39
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— 0O-o0pa3Hoe UCKPUBIICHUE PYK; — TTO3;
— yKopodeHue 4-ii u 5-i MACTHOU — DIIMKaHT;
WJIY TIPEIIITIOCHEBON KOCTEH; — MHOIHUSA
— CKOJIMO3;
— 0OCTEeOoIopo3
Oxonuanue maoa. 2
Kaununyeckuii npuzHak ‘IacoTA)OTa, Kaununyeckuii npuzHak ‘lacoTA)OTa,
Ymu: 40-59 |OHOOKPUHOMATHUH:
— nedopmanus yIIHbIX PaKOBHH; — TUPOUIUT XaIIMMOTO, THUIIOTH- 30
— HU3KO€ pacCIOJIOKEHUE YIIHBIX peos;
PaKOBUH; — HapylLleHue yrieBojaHoro oome- | 10-20
— BOCHAJICHUE CPEHETO yXa; Ha (HapyIIeHHE TOJEPAHTHOCTH
— TIIyXOTa K YIJIeBOJIaM, CaxapHBIN JHadeT)

B psge cnydaeB mo3zanunyto hopmy CUIT tpyaHo 3amofgo3puth KIMHUYE-
CKHA. DTO YKa3bIBae€T Ha HEOOXOAMMOCTH OOS3aTEIHHOTO KapUOTHITUPOBAHUS
BCEX JIEBOUYEK C POCTOM HUXKE 3-i EPUEHTUIIN.

CunapoMm nenenuu AJIUMHHOTO Mie4da 18 xpomocombl
(xpomocomsl 18q-cunapom)

Yacrora BcTpeuaemocTH 3a0oneBanus 1 ciaydail Ha 40 000 *XKMBBIX HOBO-
poxaeHHbIX. bonee 60 % OGOMbHBIX UMEIOT HU3KOPOCIOCTh HIKE 3-i MEPLEHTH-
7Y, B MOJIOBUHE CIy4aeB OTMedaroTca Huzkue nokasareau UOP-1 u UOPCH-3
(< 2 cTaHgapTHBIX OTKJIOHEHUM), Y 72 % OOJIbHBIX BBIABISIOTCS AeULUTAPHBIC
3HadyeHus ['P npu npoBeaeHun CTUMYJIILIMOHHBIX TECTOB.

MuHuMalbHble JUArHOCTUYECKUE MPU3HAKU BKIIIOYAIOT B €€0s MHUKpOLE-
(banuro, TureBble JUCMOPQUH (TUIONIIA3Us CPEHEN YacTH, YIIJIOIEHUE CIIMHKU
HOCA, TUIEPTEIOPU3M, «KapIui poT», «yILIM CaTUpa» W Jp.), YMCTBEHHYIO OT-
CTaJIOCTh, AHOMAJIMH IIOJOBBIX OPraHOB (THIIOIUIA3UIO ITOJOBOrO YJI€HA U MO-
HIOHKH, KPUIITOPXHU3M, TUIIOCHA/IMIO, TUMOILIA3UI0 MOJIOBBIX I'y0), H30BITOK 3a-
BUTKOB Ha IMAJIbLIAX.

BHYTPUYTPOBHAS 3AJIEPKKA POCTA

IIpu B3P poct u Macca peOeHKa Npu pOKACHUU OTCTAIOT OT HOPMaJIbHBIX
nokKaszaTtesjel i COOTBETCTBYIOIIETO I'eCTAllMOHHOIO Bo3pacTa 0oJiee ueM Ha
2 cTaHAAPTHBIX OTKJIOHEHUS.

B3P mokeT ObITh COCTABIISIONICH OJJHOTO M3 HACJIEICTBEHHBIX CHHAPOMOB
WU OBITh CAMOCTOSITEILHBIM 3a00JI€BAHUEM.

[Tpuunnsl B3P:

1. MHoromnoaHas 0epeMeHHOCTb.

2. Hapymenue nutanusi MmaTepu (HeJ0€1aHKE).

3. KoHctutyuust matepu.
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4. DKcTpareHuTaldbHbIE 3a00JieBaHUA MarTepu (apTepuajibHasi TUIEPTEH-
3Msl, CaxapHbIid qUaber).

5. Bpenusie pakTopsl BO3IEHCTBUS (KypEeHUE, aJTKOTOJIM3M, UHTOKCUKALINSA).

6. IlnaneHTapHbie TOPOKH.

7. T'eHeTnuyeckue MOPOKHU IIIOAA:

7.1. XpomocoMmHbIe OOJIE3HH.

7.2. CUHAPOMBI, CBSI3aHHBIE C IEPBUYHON HEIOCTATOYHOCTBIO POCTA:!

— Paccema—CunsBepa (Russell-Silver);

— Cexxkens (Seckel);

— Hynan (Noonan);

— mnporepun (Hutchinson—Gilford);

— Kokkeitna (Cockayne);

— Tlpanepa—Bumm (Prader—Willi);

— bayma (Bloom);

— PyOunmreiina—Teit6u (Rubinstein—Taybi).

Crenenb 3anepxku pusznyeckoro pazsutus y aereit ¢ B3P paznoobpasna.
Oxkoisio 80 % manueHToB K 2 rojgaM MMEIOT HOpMalbHbIM pocT. 15 % nereil k
4 rogaM IOCTUTAIOT MOKAa3aTeJeld reHETUYECKOrO0 POCTOBOIro Kopuaopa. S % nae-
tei ¢ B3P ocratorcst Hu3kopociabiMu. 110 JaHHBIM pETPOCIIEKTUBHOTO UCCIIENO-
Banus J. L. Chaussain ¢ coaBTopamu, cpeHUi KOHEYHBIM pocT y aeted ¢ B3P
cocTaBua It MatburkoB 161,9 £ 8,0 cm u gag neBouek — 147,68 £ 7,2 cMm.

OYHKIMY SHAOKPUHHBIX OPraHOB y NauueHToB ¢ 3BP He HapyllieHsl; B 1ie-
pHOJie HOBOPOXKJIEHHOCTH MOTYT HAOJIIOAAaThCsl SMN30/1bI TUNoraukeMun. Otme-
yatorcst Hu3kue ypoBHu UOP-1 u UOPCB-3, onnako 3nauenus I'P B ctumyns-
[IMOHHBIX TIpoOax HopMmaibHbIE. [loka3aTenu KOCTHOTO co3peBaHus Bapuabdemb-
HBI K MOTYT HE KOPPEITUPOBATH CO CTEMEHBIO 3aJeP>KKN (PU3HMUECKOTO Pa3BUTHSI.

Cunapom Paccena—CuabBepa

Tun HacnemoBaHUS HEW3BECTEH, OOJBUIMHCTBO CIIy4aeB BO3HHKAIOT
CHIOPAJNYECKHU.

XapakTepHa IpeHaTallbHasl 3a7ep>KKa (U3MUEeCKOro pa3BUTHUs (Macca Tela
npu poxaerun 2000-2500 r u poct 44—47 cM npu HOPMAIBHOM CpPOKE IecTa-
nuu). OTMevaeTcss acuMMETpHsi ckenera. Mo3roBasi 4acTh deperia Hemnpornop-
[IMOHAJIBHO BEJIMKA MO OTHOILIEHUIO K JIMIIEBOM, YTO CO3/1a€T BIEYATIICHUE TICEB-
noruapouedanuu. «IItnuse muio», ronyobie CKIEPHI, ITO3, TOHKUE JIOMKHE BO-
JOChI, HAa KOXK€ MsTHa LBeTa «kode ¢ mojmokom». Habmromaercs BblpaxeHHOE
OTCTaBaHUE KOCTHOI'O BO3pacTa, IO3/IHEE 3aKPhITHE POAHUYKOB, YKOPOUECHHE U
UCKPHUBJICHHE MHU3MHIA, YACTUYHOE CpalieHue 2-ro u 3-ro nanblieB. HTEmIeKT
B OOJIBIIMHCTBE City4daeB coxpaneH. Y 30 % OOIbHBIX HMEET MECTO TPEKIEBpE-
MEHHOE I0JIOBOE pa3BUTHE. HacTo BCTpEUarOTCs MOPAKEHUSI MOYETI0JI0BOM cHUC-
TEMbl (QaHOMAJIHWH IIOYEK, TUIOCHAAMS, KPUMNTOPXHU3M). BpOoXKICHHBIH BBIBUX
oenpa. Poct B3pocibix 60bHBIX gocturaet 150 cm.
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Cunapom Cekkeis

Hacnenyercs ayrocoMHo-penieccuBHO. [lomyisiiinoHHast yactoTa CHHAPOMaA
HEU3BECTHA.

XapakTtepHa BHYTpUYTpPOOHAasl 3aJep:kKa pocTa, MUKpouedanusi, peaKue
BOJIOCHI, KpaHuoQanuaibHble TUCMOpGUN (KIHOBOBUAHBIA HOC, MUKpPOTHATHS,
OosbllIne I1a3a, aHTUMOHIOJIOMIHBIM pa3pe3 IJa3, HU3KO PaclojOKEHHbIE Jie-
(opMUPOBaHHBIE YIIHBIE PAKOBUHBI), aHOMAIUU ckeneta. Habmonarores rumo-
IUIa3Usl HApYKHBIX MOJIOBBIX OPraHOB, KpUNTOPXU3M. OTMeUaeTcs BbIpaKeHHasI
IOCTHATaJIbHAsA HENOCTATOYHOCTh pocTa. POCT B3pOCIHbIX OONBHBIX COCTaBISET
91-107 cm. PanHee MOTOpHOE pa3BUTUE COOTBETCTBYET BO3PACTy, B JlaJIbHEM-
IIEM XapaKTEpHA CHJIbHAs 3aJ€p>KKa HEPBHO-IICUXMUYECKOro pas3BuTus. Brlpa-
’KEHHOE OTCTAaBaHWE KOCTHOI'O BO3PAcTa OT XPOHOJIOTMYECKOTO.

Cunapom HyHnan

[TomynsnmoHHass 4acToTa HEM3BECTHA. TWI HACIEIOBAHMS INPEIIOIOKH-
TEJIBHO ayTOCOMHO-TOMUHAHTHBIMN.

®enotun cunapoma llepemesckoro—Tepuepa. Her HapyuieHus cTpykry-
pbl U 4YHCIA TOJOBBIX XPOMOCOM (HOpMalibHBIM KapuoTui). Hu3kopocnocTs.
bonee 80 % wm3MEHEHHMI COCTABIISIOT MMOPOKU MPABBIX OTAEIOB cepaua. Xapak-
TEPHBIMU IIPU3HAKAMU Y MAJIBYUKOB SIBIIAIOTCA KPUITOPXU3M U MUKPOIICHHUC, Y
NeBoueKk — mo3aHee MeHapxe. 25-50 % Oo0JIbHbIX MMEIOT 3aJEpKKY YMCTBEH-
HOI'O Pa3BUTHA.

IMporepust

IIepenaerca mo ayTOCOMHO-PELIECCUBHOMY THITYy WJIM CIIOpaanudecku. Yac-
TOTa BCTpEYaeMOCTHU | ciydail Ha 8§ MUJIJIMOHOB HOBOPOKI€HHBIX.

Macca Tena npu poxxaeHun Huskas (okosno 2500 r). BeipakeHHas 3aaepx-
Ka pocTta orMmeuaerca ¢ 6—18 mecsaueB xu3Hu OosnbHOro. OJTHOBPEMEHHO Ha-
OJitofaeTcs MPOrpecCUMBHAs MOTEPs MOAKOMNKHOTO KHpa, TOTAJIbHAs allonenus,
TUINOIUIa3Usl HOTTEH, aTpo(dusi MOTOBBIX M CAJIbHBIX KEJIE€3, CKIEPOMOJI00HBIC
M3MEHEHUS KOXH, BbIpA)KEHHAs BEHO3HAs CETh HA IOJIOBE, CKEJIETHBIE aHOMa-
nud. TUITMYHBIMUA NPU3HAKAMU SIBIISIFOTCS MAJCHbKUW JIMILIEBOW YEpel, KIFOBO-
BUJIHBINA HOC, TOHKHI rosoc. [TyGepraT He HacTynaeT. UHTEIIEKT HE HApYIIIEH.

[Ipu naGoparopHoM 0OCIEI0BAHUM OTMEYAETCS MHCYJIMHOPE3UCTEHTHOCTD,
HapylIeHUE CHUHTE3a KOJUJIar€Ha, TUIlep- W auciaunuuemus, cekpeuuss ['P He
MU3MEHEHA.

Pannee pa3Butue atepockiiepo3a MPUBOJUT K BOSHUKHOBEHHUIO UH(APKTOB
MHUOKapja U HapyIICHUIO MO3TOBOTO KPOBOOOPAIIICHHS HA MTEPBOM JECATUICTHH
xu3HUA. CpeHsas TpoAOKUTEIBHOCTD KU3HU 00IbHBIX 12-27 ner. Koneunsrit
pocT okoJio 115 cm.
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Cunapom Kokkeiina

[TonynsaunoHHas yactora HeusBecTHa. [lepepaercst ayToCOMHO-peLieCCUB-
HBIM ITYTEM.

[Ipu poxxneHun U nepBble MECSIbl )KU3HU pedeHKa macca Tena HOpMallb-
Has, B JaJIbHEHIlEM pa3BUBAETCsA OTCTaBaHUE B (PU3MUYECKOM pa3BUTUU. MuHU-
MaJIbHBIMHM JUArHOCTHYECKUMU NPU3HAKAMHU SIBJIAFOTCS BBIPAYKEHHAsl HU3KOPOC-
JOCTh C JUCHPONOPUUMOHAIBHO JUIMHHBIMA KOHEYHOCTSIMH U OTHOCHUTEJIBHO
OONBIIMMU KUCTSMHM M CTOIIAMH, MUKpolLedanus, JereHepanus ceTyaTky, riy-
X0Ta, CTapooOpa3HOE JUIO, NOBBIIIEHHAs] YYBCTBUTEJIBHOCTb KOXH K CBETY.
Ba)xHbIM NMPU3HAKOM CIIY)KUT Hajduuue y OOJIbBHOTO HEBPOJIOIMUECKON CHUMITO-
MaTUKH, OTCTaBaHUE B IICUXMYECKOM DPA3BUTHHU. Y MAaJbYMKOB OTMEYAKOTCS
KPUIITOPXU3M U TMIIOIUIA3HUs SIUYEK.

Cunapom Ipagepa—Buiaian

OTHOJIOTHS CUHIPOMA HESCHA, BO3MOXHA reTepOreHHOCTh 3a0os1eBanus. B
OOJIBIIMHCTBE CIy4aeB y OOJBHBIX C TUIMYHONW CUMITOMATUKOW YCTaHOBJIECHBI
CTPYKTYpHBIE XPOMOCOMHBIE abeppaiii MPOKCUMAaIbHOW YacTH IJIMHHOTO TIIe-
ya 15-i1 xpomocomsl. [Tonymsanuonnas yacrora 1:15 000.

Bbonbubie ¢ cungpomom Ilpagepa—Bunnu oObIMHO POXKAAIOTCS TOHOIICH-
HBIMHM C HEPE3KO BBIPAKEHHOM BHYTPUYTpPOOHOU runotpoduei. Baxkubim nuar-
HOCTHYECKUM KPUTEPUEM SIBJISIETCS MPOrPECCUpPYIONIEe ¢ 2—3-JIE€THET0 BO3pacTa
OKMpeHHE. B HeOHaTanbHBIN MEPUOJ XapAaKTEPHBI BHIPAKEHHAS! MBIIICYHAS TH-
IIOTOHHS, BIJIOTH JJO ATOHUM, CHUKEHUE CYXOKUIIBHBIX, TJIOTATEIBHOIO U cOCa-
TeNbHOro peduiekcoB. Habmonarores 1ucnponopuuoHaIbHO MaJ€HbKUE CTOIbI
U KUCTH, KOPOTKHE NaJIbLbl. Y MAJIbUYMKOB OTMEUYAETCS TMIIOICHUTAIN3M C T'-
IIOIUIA3UEN MOILIOHKH, IIOJIOBOTO WIECHA, KPUITOPXU3M, Y I€BOYEK — THUIIOILIA-
31 TMOJIOBBIX T'y0, B MOJIOBUHE CllyyaeB — Hejaopa3BuTue matku. Hemocratou-
HOCTh POCTa Yallleé Pa3BUBAETCS ITOCTHATAIIBHO M BbIpaxkeHa ¢ 6 yer. Huskas
KoHueHTpauusa ['P xapakrepHa Mg OKHPEHHS U HE SBISAETCA 3THOJOTMYECKAM
MOMEHTOM, C APYTrOM CTOPOHBI, YMEHbIIECHHAs cexkpenns I'P u rumoronagusm
MOTYT OTpa)kaTb WMEIOLIUICS Ne(eKT THIOTalIaMO-TUIOPU3apHONH 00IacTu.
YacTto BCTpedaroTCs HapyLIEHUs YriIeBOAHOTO OOMEHA, BIUIOTH 1O Pa3BUTHS
caxapHoro auabera 2-ro Tuna. J{isi OOJbHBIX XapaKTEPHbI TSXKEIbIE MCUXOMO-
TOpHbIE HApyIIeHUs (CyAOpOrd, 3MOLMOHANbHAs JIAOWJIBHOCTh, HapyLICHUE
KOOPAMHAIIUN).

Cunapom biayma

[TonmynsinuoHHass 4acToTa HEW3BECTHA. TUN HaclenoBaHHUS ayTOCOMHO-
PEleCCUBHBIN, BOBMOXKHO Je(DEKT I'eHa C JIoKanu3aiuei Ha 12-i xpoMocoMme.

OCHOBHBIMHM JIMATHOCTUYECKUMHU TPU3HAKAMU SIBJISIFOTCS HU3KUH POCT C
MPOTIOPIIMOHAJIEHBIM CTPOCHHUEM TeJIa, HU3Kasi Macca TeJjia IIPH POKICHUH, MUK-
poredanus, goauxonedanus, THMOTCHUTAIN3M C TUIOCIAJANEH, KPUITOPXHU3M,
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BpPOXKJCHHAs TEJICAHTUAIKTAaTUYECKas dpuTeMa. [ [OBBIIIEHHBIN PUCK OIyXOJIEBBIX
oOpazoBanuii. Koneunslit poct 601apHBIX HE BbIlIe 145 cM.

Cunapom Pyounmreiina—Teiion

ITonmynsumonnasa 4dacrora 1 ciywant Ha 25 000-30 000 HOBOPOXIEHHBIX.
Tun HacnenoBaHMs HEU3BECTEH, YACTO BCTPEYAETCS CIIOPATUIECKH.

OCHOBHBIMM JUAarHOCTUYECKMMU NPHU3HAKAMU SIBIIAIOTCS HU3KOPOCIIOCTb,
MUKpouedanusi, IporpeccUpyronias YMCTBEHHAs] OTCTAJIOCTb, IIUPOKUE TEPMHU-
HaJbHbIE (DaJIaHTH MEPBHIX MaJbLEB KUCTEH U CTOI, XapaKTEPHOE JIMLO C aHTH-
MOHTOJIOMJIHBIM pa3pe30oM IJj1a3, KIHBOBHJIHBIM HOCOM, TMIIOIIA3MEH KPBLUIHEB
HOCa, LIMPOKOI NEPEHOCULIEH, SITMKAHTOM, TOTUYECKUM HEOOM M TpUMAcoi, Ha-
HNOMMHAIOLIEH yIbIOKY. XapakTepHO 3HAUMTEIbHOE OTCTAaBaHUE KOCTHOT'O BO3-
pacra OT XPOHOJOIMYECKOT0. Y MaJIb4YMKOB OTMEUYAIOTCSA aHOMAJIUU MOYEBBIBO-
JIIed cucTeMbl (OAHOCTOPOHHSS aruiasus Mo4eK, rTuAPOHEPPo3, YABOCHHUE TI0-
YeK, PACIIMPEHUE WIM CTEHO3 MOYETOYHHKOB), KPHUIITOPXWU3M, THIIOCHAIMS,
CKPBITBIN TMOJIOBOM wieH. YacTo BCTpeHaroTCss MH(PEKIMN BEPXHUX IbIXaTelb-
HBIX ITyTEM.

BTopuyHble HapyLleHUs1 pocTa
IHAOKPUHHBIE 3ABOJIEBAHUS
I'mnmorupeos

3ameaJieHne CKOPOCTU pOCTa XapaKTEPHbIA MPU3HAK CHUKEHUS (YHKIUU
HIMTOBUIHOM >KeJe3bl. TUpeouHble TOPMOHBI OKA3bIBAIOT HEMOCPEACTBEHHOE
BJIMSIHUE HA TUNEPTPOUUYECKYIO 30HY dMU(PU3aPHONA POCTOBON MIACTUHKH U aK-
TUBHO YYacTBYIOT B peryisuuu cexkpeuuu ['P. BpoxneHHBIM runotupeos Kak
IpUYMHA HU3KOPOCJIOCTH y JAeTed, Onarogaps HPOBOAMMOMY CKPUHUHTY U
CBOEBPEMEHHOMY a/IcKBaTHOMY JIEUEHHIO, BCTPEYAETCS PENIKO.

OCHOBHOI IPUYHUHOM 3a/IEPKKH POCTA B IETCKOM BO3PAacTe MOXKET SIBJISATh-
Csl JUIUTEIbHO HE JMAarHOCTUPOBAHHBIM NMPUOOpPETEHHBIH TMIOTUPEO3 (Hampu-
Mep, IIpU AyTOUMMYHHOM Tupouaute). Kpome 3amemsieHrns CKOpOCTH pocTa y
OOJIBHBIX OTMEYAETCsl MOBBILIEHHAS YTOMJISIEMOCTh, CIA00CTh, YXYyALIEHUE Ma-
MSITH, CHIDKEHHAsI TOJIEPAHTHOCTh K XOJIOy, M30BITOUHASI Macca Teja I OXKH-
peHHe, YAJIMHEHUE CyXOKUIbHBIX pe(IIeKCOB, OpauKapaus, 3amopbl, 3aAepiKKa
MIO0JIOBOT'O PAa3BUTHSA U KOCTHOrO Bo3pacTta. JlocTaTOYHO pelKMM BapHaHTOM Ha-
pYILLIEHHUS TOJOBOTO CO3PEBAaHUS NPHU NEPBUYHOM JEKOMIIEHCUPOBAHHOM THIIO-
TUPEO3€ SIBJIAECTCA €r0 COYETAHHE C MPEKIEBPEMEHHBIM IOJIOBBIM Pa3BUTHEM
BCJIE/ICTBUE IEPEKPECTHON CTUMYJISILIUU TUPEOTPONHOro U (HOJITUKYJIOCTUMY-
JaUpyroero ropMoHoB. CTeneHb BBIPA)KEHHOCTH OTCTAaBaHUS PocTa OOJIBHOTO
OT €ro FreHETUYECKOI0 POCTOBOr0 KOPUJ0pa 3aBUCUT OT JJIUTEIbHOCTH CHUKEH-
HOW (DyHKLMHU IIUTOBUAHOM 5KEJIE3bl 10 Hayaa JeUeHUsl.
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VYuuTsiBas, YTO TUIOTUPEO3 MPUBOJUT K YMEHBUIEHUIO CHOHTAHHOW U
CTUMYJIHpOBaHHOU cekpennu ['P, HeoOX0quMO BKIIIOYaTh B KOMILIEKC 00CIeno0-
BaHUS JIeTEH C HU3KOPOCIOCTBIO 00S3aTENbHOE ONpENIEICHUE YPOBHEH THPEO-
unubix ropmoHoB (TTI, T4 cBOOOAHOTO, TUTPA AHTUTENI K TUPEOUTHOMN MEPOK-
cujia3e/MUKpOCOMalIbHOU (Ppakiun).

IIcenorunonaparupeo3 tuna lo u 1c

[IceBnorunomnapatupeo3 tuna lo oOyCIOBIE€H T€HETUYECKUM JAePEKTOM
CTUMYJIMPYIOIIEH 0-CyOBbeIUHULBI PETYISTOPHOTO O€JKa, CBA3BIBAIOIIETO rya-
HUAMHOBBIE HyKIeoTuasl (Gy,), Tuna le-gegexramu Gy, U aieHNIaTIHUKIIA3bI.

OTU HaCJIEICTBEHHbIE CUHAPOMBI IIPOSBISAIOTCA B Bo3pacte 1-5 jier u xa-
paxkTepu3yroTCsa runokanbuueMuei, runepdocpareMueil ¢ IOBBILIEHUEM YPOB-
Hs1 IapaTrOpMOHaA.

Jliss OONBHBIX ATUMM THIAMM ICBIOTHIIONApATHPEO3a TUIUYHBIMHU IPH-
3HaKaMM SIBJISIFOTCSL HU3KOPOCJOCTh, OpaxuAaKkTWIUS, JIyHOOOpa3HOe JIHIIO,
OKMPEHUE, KPBUIOBUHBIE CKJIAJKU HA LIE€, MHOKECTBEHHBIE OYaru IMOIKOXK-
HBIX KaJIbIH(PUKATOB, 3a/IepPKKa IICUXUIECKOTO Pa3BUTHSI.

Cunapom Kymmnra

JlintensHOE BO3NEHWCTBHE M30BITKA TIIFOKOKOPTHUKOHUIOB JIFOOOTO TEHE3a
(runepcexpenuss AKTT, onyxons Haanmo4eyHUKa, CTEPOUIHAS Tepanusl) OKa3bl-
BaeT TOPMO3SIIEE BIUAHNAE HAa CKOPOCTh pocTa pedeHka. 3ajaepiKka pocTa y Jie-
Tell MOXKET ObITh NEPBBIM U €JUHCTBEHHBIM CUMIITOMOM TUIIEPKOPTUIIM3MA.

['TIOKOKOPTUKOUIBI OKa3bIBAIOT MPSAMOE BIUSHUE HA SMHU(PU3 KOCTH, MO-
sTomy cekpeuust I'P 06p1uHO He HapyeHa, U koHueHTpauuu UOP-1 u UOPCh-
3 HE U3MEHEHBI. JTO IMOATBEPKIAAET IOJOKEHUE, 4TO Tepanus ['P He moxker
HOJIHOCTBIO NPEOJ0JIETh POCT TOPMO3AIIUN 3PPEKT U30bITKa KOPTUKOCTEPOU-
noB. Tokcuueckoe BO3JEHCTBUE TIOKOKOPTHUKOWJIOB Ha 3MU(U3 Y4acTO MUMEET
NIEPCUCTUPYIOLLEE TEUEHHE, BCIEIACTBUE YEr0, MOCIE OKOHYaHUS XPOHUYECKOrO
BJIMSIHUS CTEPOUIOB OOJIBHBIE HE JOCTUTAIOT T€HETHYECKOI0 POCTAa.

TUNUYHBIMU POSBICHUSIMU THIIEPKOPTULIM3MA Y JETEH SIBISIIOTCS OKHUpe-
HUE C MPEUMYIIECTBEHHBIM OTJIOKEHHUEM >XKUpPa Ha TYJIOBHIIE, JIyHOOOpa3HOe
JUI0, MATPOHU3M, CTPHUH, MBIIIEYHAs! CIa00CTh, apTepuaibHasi TUIIEPTCH3US U
OCTEOIOPO3.

Cunapom Mapuaka

OCHOBHBIMM TpPU3HAKaMU CHHJpOMA IMpPH JUIMTEIbHO JE€KOMIIEHCHUPOBAH-
HOM CaxapHOM JIHa0eTe SBIIAIOTCS HU3KOPOCIIOCTb, 3a€pKKa I0JI0BOIO Pa3BU-
THUS, TeNaTOMETaIusl.

Buramun /I-pe3ucrenTHbii paxut (pochar—auader)

Opno#t u3 yacTeix popm BuTamMuH J[-pe3UCTEHTHOrO paxuTa SBIAETCA X-
CHeIIeHHbI runodocharemMudeckuii paxur. Yactora BCTPEYaeMOCTH COCTaB-
asiet 1:25 000. bone3nbp 00ycioBieHa MyTallUsIMU T€HOB, PACIIOJIOKEHHBIX Ha
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Xp22 u oTBEHAONMIMX 332 aKTHBHOCTH Na/P-mepeHocsiero O0eika B MOYEYHBIX
KaHAJbIIaX U KAMeYHUKe. [ eHHbIA 1e()eKT MPUBOIUT K YMEHBIIICHUIO TTIOUCIHOM
peabcopOuuu pocdata U HapylIEHUIO €ro BcachiBaHUsA B KuilleuHuke. Yarne
BCTPEUAETCS Y MAJIbUUKOB.

3abosieBaHue MPOSBIISIETCS HA TIEPBOM rofAy >kKu3HH. OCHOBHBIMM ITPU3HA-
KaMU SIBJISIFOTCSI HU3KOPOCIOCTh U UCKPUBJICHUE HUYKHUX KOHEUHOCTEH.

buoxumudeckumMu KpUTEpHUSAMU CIIy)KaT TunodocharemMusi, HOPMOKAIb-
uuemusd. CbhIBOPOTOUHBIM ypOBEHb BUTaMUHA [{; HOpMaJIbHBIA WJIM TOHUKEH.
AMUHOALUYPUH HET.

I'OJIONAHUE

HeanexBaTHOE BO3pacTHBIM MOTPEOHOCTSIM TOCTYIJICHUE B OPTaHU3M pe-
OeHka OeITKOB, MUKPOAJIEMEHTOB (IIMHK, KEJI€30) U BUTAMHUHOB, HEJIOCTATOYHAS
KaJIOPUMHOCTD MUY SBJISFOTCS YaCThIMU ITPUYUHAMU 33JICPKKHU POCTA.

[Ipu HU3KOPOCIOCTH BCIEACTBUE OCIKOBOTO/KATIOPUIMHOTO TOJOJAHUS OT-
MeuaeTcsl TMOBBIIIEHHWE 0a3ajlbHOTO W/WIM CTUMYJIUPOBAHHOTO ypoBHeil ['P.
Cunte3 UDOP-1 u UOPCB-3 cHukeH. DT U3MEHEHHS] POCTOBBIX MapaMeTpPOB
SBJISIIOTCSI TPOSIBJICHUEM aJalTallMOHHOIO TepepacrpeesieHus: OCIKOBBIX pe-
3€pBOB, HAIIPABJIECHHBIX Ha MOJJIEPKAHNUE CYILIECTBOBAHUS OpraHU3Ma.

HU3KOPOCIAOCTh NPU XPOHUUYECKUX 3ABOJTEBAHUAX
CIIEHU®PHUYECKUX CUCTEM

K maroreHeTnueckuM MeXaHU3MaMm, JEKAIIUM B OCHOBE 3aJE€pP>KKU pOCTa
peOeHKa Mpu XpPOHUYECKHUX 3a00JIEBAHUAX, OTHOCSITCS TKAHEBasi TMIIOKCHS, HE-
JIOCTAaTOYHOE MOCTYIUIEHHE MHUTATEJIbHBIX BEIIECTB U KaJOpU, CHUKEHUE CUH-
teza UDP-1 u UDOPCB-3, HapywmieHue nepupepuueckod 4yBCTBUTEIBHOCTH K
I'P u pocToBbIM (hakTOpam u Ap.

3a0os1eBaHMsl CEPAEYHO-COCYAUCTOM CUCTEMbI

BpoxxneHHsle OPOKU cepaua U 3a00JIeBaHUs, CONPOBOKAAIOIIUECS CEp-
JIEYHON HEJIOCTATOYHOCTHIO, IPUBOJUT K HU3KOPOCIOCTH. BpoxkaeHHas naToJio-
I'usl CepAlla y MHOTHUX OOJBHBIX COYETACTCSI C MHOYXECTBEHHBIMH CTHTMaMU
nucMopdoreHeza U BHyTpUYTpOOHOU 3anepxkkoil pocra. [locTHaTtanbHast cko-
pOCTh pocTa OOJIBHOTO 3aBUCUT OT TSXKECTU U MPOJOJIKUTENBHOCTUA CEPACUHON
HEJIOCTATOYHOCTH, CTETIEHU HApYLICHUN OKCUTI'€HALMH, JETOYHOM TUIEPTEH3HH,
aZIcKBaTHOCTH IIPOBOJUMOTO JICUEHUS.

3a0oJieBaHMsI OPraHOB JAbIXaHUS

Kiaccuueckum mpumMepoM HHU3KOPOCIOCTH MpU 3a00JIeBaHUSX OPraHOB
JBIXaHUSI B JIETCKOM BO3PACT€ CIY>KUT MYKOBHMCIIUI03, XOTS 3aJep’KKa pocTa
MMEET CMEIIaHHBIM TeHe3, OOYCJIOBJICHHBIN MYyJbMOHAIBHOW M TAaHKpeaTHde-
cko nucynkuuent. 18 % nereit, 00IbHBIX MYKOBUCIIMI030M UMEIOT POCT HIKE
3-¥ mepueHTHIM 1Sl JAHHOTO T10J1a U BO3pacTa.
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3a00J1eBaHUA MOYECK

3a0oneBaHus MOYEK, MPUBOASIINE K XPOHUUECKON MOUYEYHON HEIOCTATOU-
HOCTH, MOTYT IPOTEKATh C BBIPAXKEHHOM 3aJepkKKOoU pocta. IlaTorenernueckue
MEXaHU3Mbl HU3KOPOCIOCTH BKJIIOYAIOT B ce0s aeduuut Oenka u KajJopuil, He-
JIOCTaTOYHOE TOCTYIUICHHE S3JICKTPOIUTOB, METAOOIMYECKUN anuao3, AePeKT
MeTaboau3Ma BUTaMUHA [, MHCYIMHOPE3UCTEHTHOCTh, XPOHUYECKYIO aHEMHUIO.
OtMmeuaercs yJUIMHEHHE TIepuoja NoJyBbiBeneHus [P, n3meHeHue ero CBA3bI-
BaHUs ¢ OeJIKaMH-TIepeHOCUUKaMu, Hapylienue cunte3a UPP-1 u ero cBs3biBa-
Hus ¢ UOPCh-3.

3a0oj1eBaHuA AKECJIYTOIHO-KUIICIHOI'0 TPAaKTa

Hapyuienns ¢GyHKUMM KAIIEYHUKA SIBISIOTCA OJHOM M3 YAcThIX MPUYUH
3aJIEp’KKU pocTa y JeTei. Y OOJIbHBIX C IeJIMaKuel B MaTOreHe3e HU3KOPOCIIo-
CTH BaXXHYIO POJib, Hapsiy ¢ MajabcopOuuei, urpaetr anopekcus. CbIBOpOTOU-
Hble KoHUEeHTpaluu MDP-1 cumxensl, ypoBuu ['P Hopmanshble. [Ipu HazHaue-
HUU OE3IIIIOTEHOBOM AMETHl OTMEUYAETCs] HOpMaIU3alusl 0Ka3aTesaeil poCTOBBIX
(bakTOpOB U yBEJIWYEHHE CKOPOCTH pocTa. /[uarHos 1ennakuu noaTBEpKIaeTCs
1py OUOTICUU TOIIEH KHIIIKH.

IIpu 6one3nn Kpona 3anepkka pocTa MOXKET MPEAIIECTBOBAThH MPOsBIIE-
HUIO TACTPOMHTECTUHAIIBHOM CUMITOMATHKHU U CBs3aHa ¢ MajlabcopOuuen, aHo-
pEKCHEN, MOBBIIICHHOW MTOTepel OesKa 3a cueT sHTeponaTtuu. Jluarnos craBuTCs
IIPY IPOBEICHUH IHAOCKOIUU U PEHTT€HOKOHTPAcCTHOro uccienoBanus. Ha ¢o-
HE a/IKBAaTHOI'O MUTAHUS WM XUPYPrUYECKOro JIeUeHUsl HaOII0AaeTcsl yCKope-
HUE pocTa OOJIBHOTO.

IIcnXOCONMAJIBHBIA HAHU3M

[IcuxocounanbHbli HAHU3M — 3TO CHUHJAPOM 3aJEpKKU pPOCTa y JeTeil Ha
(oHE IICUXOJIOTMYECKOTO CTPECCAa U SMOIMOHAIBHON JEMPUBALMU. JTO COCTOS-
HUE 4acTO OTMEUAEeTCs MPU BOCIUTAHUMU JIeTEH B COLMAIbHO HEOIAronoIyyHbIX
CEMBSIX, 3aKPBITBIX JETCKUX KOJIJIEKTHBAX.

Hepenko ncuxocouuanbHblil HAHA3M COIIPOBOXKIAETCS HAPYIIEHUEM ITOBE-
JIEHYECKUX PEaKIUil, IPUMUTUBHBIM CIIOBAPHBIM 3aI1aCOM, SHYPE30M, SHKOIIpe-
30M, nonudarueit u nomuauncueir. CKopocTs pocta HHU3KasA, 2—3 cm/roa. Ha-
0JIr0/1aeTCA OTCTaBaHUE KOCTHOI'O BO3PACTA OT HECKOJBKHUX MECALEB 10 2—4 JIeT.
[Ipu npoBeAeHUU CTUMYIISIIUOHHBIX MPOO BBISABISAIOTCS HU3KUE moka3atenu ['P.
MoryT perucTpupoBaThCsi yMEHbIIEHUE KOHLIEHTPALUNA TUPEOTPOITHOTO U ajipe-
HOKOPTUKOTPOITHOTO TOPMOHOB. 3a/iep’KKa poCTa MpU NCUXOCOLHUATbHOM Ha-
HU3ME HOCUT BpeMeHHbIN XapakTep. [Ipu cMeHe HeOnaronpusTHOW 00CTaHOBKH
OTMEYaeTcs HOpMau3alusi COMaTOTPOITHON (PYHKIIUU U CKauOK POCTa.
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KoHcTuTyuMOHanbHanA 3agepxka
pocTta n nybeprara

Ota (opma HU3KOPOCIOCTH Yy AETEH SIBISIETCS OJHOM M3 CaMbIX pacrpo-
ctpaneHHbix. K3Pull BcTpeuaercst y gereit oboero mosia, HO Hanbosee Xapak-
TEpHAa JIsl MaJbYUKOB.

[Ipu poxaennn macca u poct pebenka Hopmanbhbie. C Bo3pacta 1-2 et
TaKue JIeTH HE3HAYNUTEIbHO OTCTAIOT B POCTE OT CBEPCTHUKOB. CKOPOCTH pocTa
CHW)KEHa, OCOOEHHO B JOMyOepTaTHOM BO3pacTe, HO COCTaBIIsIET HE MEHeEe
5 cm/ron. Tloka3arenn pocTOBOM OCH COOTBETCTBYIOT 3-il MEPIEHTUIIH ISl BO3-
pacrta u nosia pebenka. KocTHbli Bo3pacT oTcTaeT 0T XpOHOJOrndeckoro Ha 2—4
rojJia, Ipyu 3TOM MPOTHO3UPYEMBII POCT COBIAAAET C TEHETUYECKUM POCTOM.

[Tpu K3Pull pyTtrunHbIe 001IEKTUHUYECKHE aHATN3bl HOPMAaJbHBIE, THPEO-
uaHas QyHKuus He u3MeHeHa. ITokaszarenn pocToBoi ocH (CHIBOPOTOYHBIE KOH-
nentpauuu UOP-1 u UDPCh-3 w/unmu ctumynupoBanusii ['P) Haxonsarcs B
npejenax HopMajibHbIX 3HAYEHUMN, XOTs CIOHTaHHasi cekpenusi I'P Moxker ObIThH
HE3HAYUTEJIbHO CHHXKEHA.

I K3Pull xapaktepHo OTCpodeHHOE MyOepTaTHOE YCKOPEHHE pOcCTa,
oOycIioBJieHHOE 00Jiee MO3JHUM HAdyajioM MOJOBOr0 pa3BUTHS. Tak MallbuYuMKH
JIOCTUTAIOT 2-i cTtaguu 1o TanHepy B Bo3pacte 13,8 ner, neBouku — B 13,3 ro-
na. Cpoku Havana my0epTara u CONMyTCTBYIOIIEE EMy YCKOPEHHE POCTa 3aBUCST
OT CTENIEHU OTCTaBaHUsl KOCTHOTO Bo3pacta. Kak mpaBuiio, B cEeMEMTHOM aHAMHe-
3¢ UMEETCsl YKa3aHHe Ha 3aJEpKKy MOJOBOr0 PAa3BUTHA y OTLA WJIM POACTBEH-
HUKOB I10 OTLIOBCKOU JIMHUH.

CemMenHast HU3KOPOCNOCTb

IIpu CH wumeercst HaclieICTBEHHAs NPEAPACIONOKEHHOCTh K 3aJEPHKKE
pocra. OnuH wiu 06a POOUTENS W/WUIU POACTBEHHUKH IO MAaTEPUHCKOI/OT-
LOBCKOM JIMHUM HUMEIOT HU3KUU pocT. C MepBbIX MECSUEB KU3HU y peOeHKa
¢ CH ormeudaeTcss paBHOMEPHOE OTCTaBaHUE B pocTe. CKOPOCTh pOCTa COOTBET-
CTBYET HW)KHEU I'paHUIIE HOPMBI, U B 10ITyOEpTaTHOM BO3pacTe coCcTaBisieT 4,5—
5,0 cm/ron. KpuBast pocta pebeHKa BXOAUT B KOPUIIOP POCTA POAUTENEH U UAET
HIDKe 3-U mepreHTuu, napamuienbHo ei. [lybeprarupiii ckadok pocta npu CH
MEHee BBbIpaXKeH, OTMEUYaeTcs B OOBIYHBIE CPOKH, IIPU 3TOM POCTOBBIE IMOKa3aTe-
JIW JTIOCTUTAarOT 3-W MEpPLEeHTHIN JJIs 3TOro Bo3pacta. KoCTHBIM BO3pacT COBIa-
JaeT C XPOHOJIOrM4ecKUM. KOHEUHBIM POCT TaKMX MALMEHTOB COCTABIACT VIS
neBouek 150-155 cm, mrg manpunkoB — 163—165 cwm.

CrumynupoBannas cekpeuusi ['P, cocrosinue npyrux QyHkiui runodusa
COOTBETCTBYET HOPMAJIBHBIM IOKa3aTessiM. B HacTosmee Bpems JUCKyTUPYETCs
BOIIPOC O BO3MOXXHOM 4aCTUYHOM PE3UCTEHTHOCTHU K ['P y HEKOTOpBIX manues-
ToB ¢ CH, cBSI3aHHOI1 C reTepO3UroTHBIMU MyTalMsIMU T'eHa peuentopa ['P.
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dedununt ropmoHa pocTta
BPOXJIEHHBIE ®OPMBbI

Bpoxnennniii nepunur I'P (M30mmpoBaHHBI WIM MHOXECTBEHHBIH )
BcTpeuaercs y 1 pebenka Ha 3500 nereit, uTto coctaBiseTr okoyno 1 % OT Bcex
nered, umeromux aepuuut pocra. B 30 % ciaydasx BpokaeHHasi HEIOCTATOY-
HocTh ['P mpencraBieHa HaciHeICTBEHHBIMU T'€HETUYECKH OOYCIOBICHHBIMU
dbopmamu. Y 70 % pereit ¢ aedunurom I'P ycraHOBUTH pudnHy 3a00JI€BaHUS
Ha CETOJHSAIIHUM JEHb HE yAAETCs, 9TO TaK Ha3bIBaeMble uanonaTudeckue Ghop-
MBI HejjocTaTouHocTH I 'P.

Bpoxnennsiii HacnenctBeHHbI aeduuutr I'P o0yciioBiieH HalmuuueMm Mo-
JEKYJISIPHBIX aHOMAJIUH, MEepeJaIINXCs M0 HAacaeACTBY. Pa3nuyaroT HECKOJIBKO
HACJIEICTBEHHBIX (OPM COMATOTPOIHOW HEIOCTATOYHOCTH (CM. Kiaccuduka-
LU0 HU3KOPOCIOCTH).

Hegexm cena I'P pa3BuBaeTcs BCIEICTBUE PA3NIMUYHBIX MYyTaIluil U Jelie-
AN ¥ PUBOJAUT K U30JIMPOBAHHOM HenocTtatouHocT ['P. Beiaenstor HecKob-
ko Tunos MHI'P:

— HWHI'P tun 1A oOycnoBiena nenerueii/Touednoi myranuei reHa [P,
MMEET ayTOCOMHO-PEIIECCUBHBIN THUI HaclienoBaHUsl. OCOOEHHOCThIO 3a00JieBa-
HUS SIBJISIETCS TshKesask HeJJoCTaTOYHOCTh [P 1 moBbIlIeHHBINH prUCcK 00pa3oBaHUs
aHTUTEI K 3k30reHHoMY ['P, ¢ pe3kum cHmkeHnem 3 ¢dekra nocaeHero;

— HWHI'P tun 1b pa3BuBaercs BcieactBue myrtamuu reHa ['P, mepenato-
Hieics Mo ayTOCOMHO-PELECCUBHOMY THITYy HACJIEIOBAHUS. XapaKTEpHO Haju-
Yyle OCTaTOYHOW CTUMYJIUpPOBaHHOU cexperuu I'P, orcyTcTBHE 00pa3oBaHus aH-
TUTEJI IIPU 3aMECTUTEIBHON TE€paIuu 3K30reHHbIM [ 'P;

— HWHI'P Tun 2 o6ycnosiena myranueit rena ['P, kotopas Hacnegyercs mo
ayTOCOMHO-JIOMUHAHTHOMY THILY;

— npu UHI'P tun 3 HacienoBaHue cueruieHo ¢ X-xpomocoMoi. ITonHas
dbopma 3a001eBanMs BKIIOYAET B ce0s arammariiooynunemuto u MTHI'P.

Ilamonoeus (mymayuu) I'P-PI-peyenmopHnoeco 2ena NpUBOJUT K MAHTUIIO-
MUTYUTAPU3MY.

MHoKeCTBeHHAsl HeAOCTATOYHOCTh TOPMOHOB aCHOTHIIO(pH3a

Hepuyum PIT-1-eena — 3TO HENOCTATOYHOCTh TUrnou3apHo-crenudu-
YECKOr0 TPAHCKPUNTOPHOTO (akTopa-1, OTBETCTBEHHOTO 3a TPAHCKPHUIIIIUIO T'e-
Ha, OTBEUAIOIIETO 3a CHHTE3 TPEeX TMMo(U3apHbIX TOPMOHOB: I P, nporakmuna u
TTT.

Mepuuur ¢pakropa Prop-1 u apyrue ¢gpopmsbl HAC/IEACTBEHHOI0 IMAHIH-
NONMUTYUTAPU3MA

Hedext rena Prop-1 (akTuBaTOp TPAHCKPHUIIIIMKM) — OJIHO M3 CaMBIX Yac-
THIX TMPUYUH HejocTatoyHocTu [P B codyeTanuu ¢ AeUIIMTOM BCEX TPOITHBIX
ropmoHoB runoduza (nponaktuna, TTT, AKTI, roHagoTponHbIX TOPMOHOB) |
AHTUJUYPETUYECKOI0 TOPMOHA.
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OcHo6Hble CUMNMOMbL, XApaKkmepHvle 01 8cex (hopm 8POAHCOEHHO20 Oe-
¢duyuma I'P y oemeli:

— BBIpaXXEHHAasl HU3KOPOCIOCTh; NeDUIIUT pocTa pedeHKa MO0 OTHOIICHUIO
K CpeJlHeMY IOKa3aTelto JJisg Bo3pacTa 00Jibllle 3 CTaHIAPTHBIX OTKJIOHECHU;

— CKOpOCTbh pocTa MeHee —| CTaHIapTHOI0 OTKJIOHEHUS/TO; MPH MOJTHOM
nedurute ['P pedbeHok pacteT He 6osiee 2—3 cM/Tox;

— BBIpa)KEHHas 33/Iep’KKa KOCTHOTO Bo3pacta (Ha 4—5 ner);

— TO03/HEE NPOpe3bIBaHUE U CMEHA 3y0O0B;

— HOpMAaJbHbIE MPONOPUUHU TENA WIN YBEIUYEHUE OTHOUIEHUS JJIUHBI TY-
JIOBULIA K JIJTMHE HU)KHETO CErMEHTa TeJa (JEeTCKUE MPOIOPLHUN);

— aKpOMHKpHS;

— u30BITOK Macchl Tea MO0 OTHOUIEHUIO K POCTY, YAaCTO C BHIAUMBIM OTJIO-
YKEHHUEM TOJIKOKHOTO KUpa;

— OKPYHOCTh T'OJIOBBI MPONOPIIMOHAIIBHA POCTY, HO POCT JIMIIEBBIX KOC-
Te MOXET OTCTaBaTh, XapaKTEPHO HaJIM4YKMe OOJBIIOr0 BBICTYMNAIOLIErO JI0a,
BIIABIIEH MEPEHOCHUILIBI («KYKOJIBHOE JIUI0));

— BBICOKHI TEMOp rosioca;

— TOHKas KOXa; €€ MPEeKIEBPEeMEHHOE CTapEHUE;

— HOBOPOXJICHHBIE M JETU PAHHETO BO3pACTa MOTYT UMETh TSKEJIbIE T'HU-
MOTJMKEMHH ¢ cyfoporamu (ripu couetanuu ¢ aepuiurom AKTI);

— Y MaJIbYMKOB MUKPOIICHHUC, WJIM MUKPOT€HUTAIU3M.

Ocobennocmu KIUHUYECKOU KapmMuhbl NpU aymocoMHO-peyecCUsHulx Qop-
max UHI'P:

— OoTJMYaeTCs TsoKecThio nedurura ['P;

— HOBOPOXJICHHBIE UMEIOT POCT HUYKE CPEHE MOMYJISIIUOHHON HOPMBI;

— XapakKTEepHbl BbIPAXKEHHBIEC MOCTHATAJIbHBIE TUIOTJIMKEMUH, CBS3aHHBIC
c conytctBytomum nepunnrom AKTI u pa3BuTHeM runmokopTULn3Ma;

— CKOpOCTb pOCTa pe3Ko 3aMe/JieHa, B 1-2 roaa xu3HU peOeHKAa POCT HU-
K€ —5 CTaHJAPTHBIX OTKJIOHEHWUN;

— I'P B chIBOpPOTKE HE OmNpenensieTcs, CTUMYJISIIIMOHHBIE TECThl OTpHIla-
TEJbHBIC;

— 3HayuTenbHO cHIKeH UDP-1;

— 3amecturenbHasa tepanusa ['P spdexTrBHa TOTBKO B T€UEHHE HECKOJIb-
KHX MECAILEB, B JAJbHEHIIEM Pa3BUBACTCA PE3UCTEHTHOCTh K JICUEHUIO BCIEM-
CTBHUE BBIPAOOTKU OJIOKUPYIOIINX aHTUTEI MPOTUB dKk30reHHOoro ['P.

OcobenHocmu  KIUHUYECKOU KApmuHvl NpU  aymocOMHO-00MUHAHIMHBIX
¢opmax UHI'P:

— HaHU3M MEHEE TSKEIbIM;

— YpOBEHb CbIBOPpOTOUYHOTO I'P onpenensiercsi, HO OUEHb HU3KU;

— CTUMYJISIIUOHHBIE TPOOBI eUITUTAPHBIC;

— OTCyTCTBHE 00pa30BaHMs aHTUTEI MPU 3aMECTUTEILHON Teparuu HK30-
reHHbIM ['P, ieduenue 3¢ HexTuBHO.

Ocobennocmu Knunuyeckou kapmutvl npu namonoeuu PIT-1:
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— BBIPQXCHHBIA HAHU3M,;

— TUIOTHUPEO3.

Ocobennocmu KnuHu4eckol kapmunsl npu namono2uu Prop-1:

— TSDKEJIoe TeUeHHe 3a00JIeBaHus;

— HEJOCTAaTOYHOCTh BCEX TPOIMHBIX TOPMOHOB TMNO(PU3Aa U AHTUINYPETH-
4ECKOT0 TOPMOHA.

Ocobennocmu KIUHUYECKOU KapmuHsl NPU 8POACOEHHBIX HOPOKAX 2UNOMA-
JIamMOo-2unoQuU3apHoLl CUCTEMb.:

— HOBOPOXJICHHBIE C HOPMAJIbLHBIM POCTOM,;

— YacTO IPH POXKIECHUH TMITOTJIMKEMMUS;

— BBIPAKEHHAs KENTyXa;

— PpOCT 3aMETHO 3aMeJJIAeTCs, HaUYnMHas ¢ 2—3-X JIeT )KU3HHU, COMPOBOXKIa-
€TCSI MHO>KECTBEHHBIMHM YEJIIOCTHO-JIULIEBBIMA AHOMAJUSIMHU, KOTOpPHIE Xapak-
TEpHBI U1 JTaHHOU (hopmbl atosioruu (cpeaunHoi nuuun [[HC);

— HU3KOPOCJIOCTh YacTO COYETAETCS C APYTMMH KIMHUYECKUMU IPOSBIIC-
HUSIMU BPO>KJIEHHOT'O TUIIONUTYUTAPU3MA.

Naunonaruvyeckuun nepumur I'P

60—70 % nonubix neguuutoB ['P Ha ceroAHSIIHUN AEHb OTHOCST K UIAUO-
naruyeckuM. 1o JaHHBIM OAHOTO M3 MOCHEAHUX SMUIAEMHOJOTHYECKUX HCCIIE-
JnoBaHui, nomnynaiuonHas yactora MT'P mocturaer 1 cinyuait ma 4000. Ipu
TOM HEAOCTATOYHOCTh ['P MOXeT ObITh M30JIMPOBAHHOW, JTUOO B COUYETAHUU
¢ nedunurom apyrux runoduzapusix ropmoros (TTI, AKTI u ap.). Ot 40 no
77 % 6onbubix ¢ UII'P umeroT runoraiaMu4eckyto GopMy HEJOCTATOYHOCTU
I'P. He uckmroueno, uto B psae ciaydaeB aedunut ['P moxxeT ObITh 00yCIOBIICH
u auchyHkimen Beimenexanmx oraenoB [IHC, Ho B HacTOSAINIE MOMEHT IPO-
BECTU TOMMYECKYIO BepU(DUKAIUIO TAKOTO MPOoIecca HEBO3MOXKHO.

NP siBnsieTcss 9THONOTHYECKH PA3HOPOIHOM TPyNoi 3a00IeBaHMiA, CBSI-
3aHHBIX, Yallle BCETO, C MEPUHATATLHBIM MOBPEXKICHUEM THIIOTAIaMO-TUTIO(DH-
3apHoi obnactu. K akropam pucka pogoBoil TpaBMbI y TAaKUX JETEH OTHOCSATCSA
OTHOCHUTEJIBHO BBICOKAsI 4aCTOTA HOYKHOTO WJIM SITOJIMYHOTO MPEAJICKAHUS B PO-
nax, 0ojee HU3KUM pOCT MaTepH.

Huarno3 momnoro WMJ/II'P BeicTaBisieTcs Ha OCHOBAaHUM CIELYIOIIMX
KPUTEPUEB:

— OTCTaBaHMUE B POCTE HE MEHEE YEM —2 CTAHIAPTHBIX OTKIOHEHHUS;

— CKOpOCTb pOCTa Mmocje 2-JETHEro Bo3pacra pebeHKa JO0JKHA ObITh Me-
Hee —1,0 cTaHAapTHBIX OTKJIIOHEHUS ISl XPOHOJIOTMYECKOro Bo3pacTa (T. €. HE U
oonee 5 cM /ron);

— ypoBeHb ['P B CHIBOPOTKE KpOBU MEHBIIE 5 HI/MII TIOCIIE MUHUMYM 2
CTUMYJISILUOHHBIX TECTOB;

— omnpeAeseHue HU3KOM crioHTaHHOU cexkpeuuu ['P B Teuenue Houu (25 %
JIeTell UMEIOT HU3KUK ypoBeHb [ P).
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Iepudepuyeckass He4yBCTBUTEIBHOCTD K I'P
[lepudepuyeckass HeUyBCTBUTENBHOCTh K I'P 00ycioBneHa HapymeHusMu
CBSI3BIBAHUSI MOJIEKYJIBI COMATOTPOIMHOIO TOPMOHA C pPELENnTOpamMu W/Wiu MO-
CIIeIyIoUIEed AUMepU3allii BHYTPUKIETOYHBIX ()pPAarMEHTOB PELENTOPOB.

Cunpgpowm Jlapona

CHUHAPOM PE3UCTEHTHOCTU K COMATOTPOIIHOMY T'OPMOHY BCIIEJCTBHE MY-
tauuu ['P-penientopHoro reHa. B Hacrosiiee Bpemsi TMarHOCTUPOBAHO Oosiee
200 6onbHBIX ¢ cuHapoMoM JlapoHa. BoNbIIMHCTBO CiyyaeB BBISIBIEHO B CTpa-
Hax bmmxnaero Boctoka n CpennsemHoMopss. Kak npu ceMenHBIX, TaK U OpH
CHOpAJUYECKUX CIydasx 3a00JIeBaHMs UMEIOTCSl YKa3aHUs Ha HaJuuue OJU3KO-
POJICTBEHHBIX OPaKOB.

Knunnueckue nposBiIEHUs] CXOIHBI C TAKOBBIMU IPU TSKEIBIX BPOXKICH-
HeIX (opmax wuzomupoBaHHoro nedummra ['P. J[nuna Tema mpu poxaeHUH
MEHbIIIE —2 CTAHIAPTHBIX OTKJIOHEHUS OT CpPEJHE MOMYJISIIUOHHBIX MOKa3aTe-
ned. C mepBbIX MECSAIEB KU3HU OTMEYAECTCS BBIPAXKEHHAS NMPONOPIMOHAIIbHAS
HU3KOPOCJIOCTh, B CTAPIIEM BO3pacTe OTCTABAHHUE B pocTe cocTasiseT ot 4,0 1o
11,5 cranmapTHBIX OTKIOHEHMH. XapakTepHa akpomukpus. Koxka ncToHueHa,
BBIpaXXEHA IMOJKOXKHAS BEHO3HAsl CETh, PEAKUN POCT BOJIOC, TOyOble CKIIEpHI.
KocTHbIli BO3pacT 3HAYMUTENIBHO OTCTAE€T OT XpOHOJOrmyeckoro. Ormeuaercs
MO3/JHEE MPOPE3bIBAHUE U HEMPABUIIBHBIN POCT 3y0OB. Y MOJIOBUHBI OOJIBHBIX
Ha0JII01aeTCs 3aJ€pAKKa MOJIOBOTO Pa3BUTHSA, Y MaJIbUUKOB — MHUKPOT€HUTAIU3M.
Nurtemnekt coxpaHeH. Poct HenedeHHbIX Myx4uH 118-124 cM, xeHIIMH —
111,5-119 cm.

['opMoHaJIbHO OTMEYaeTCss HOPMAJbHBIA WM TOBBIIIEHHBIN Oa3albHbIN
ypoBeHb ['P, Huszkue nokazarenu UOP-1 u UOPCB-3, xapakTrepHO 3HAYUTENb-
HOE ITOBBIIICHUE CEKPELUH COMATOTPOIIHOIO TOPMOHA IIPU MPOBEACHUU CTUMY-
JASUUMOHHBIX TIpo0. g nuarHoctuku wucnonb3yior UDP-1 ctumymupytronuit
TecT: BBOIAT pekoMOuHaHTHbBIN [P B mo3e 0,1 EJI/kr/cyT monkoxHO B TeueHue
4-x nueit. Onpenensitor ypoBHu UDP-1 u UOPCB-3 510 u nocie okoHYaHUS
npoObl. IIpu cungpome Jlapona B otinune oT aedunura I'P, HeT moBbleHUs
ypoBHeit UOP-1 u UOPCH-3 na pone crumynsiunu pekoMOnHaHnTHBIM [P, Dh-
(EeKTUBHO JIeYeHUE TOJIbKO pekoMOMHaHTHBIM DP-1.

ITPUOBPETEHHBIN JE®@UIUT PI'

Onyxo/1¥ rUNOTAIAMO-TUNIO(U3APHOI CHCTEMBI

Kinunuka npuoGperenHoit HemoctatouHoctu [P anamormyna TakoBoul y
JeTell ¢ BpOoXkACHHBIMU (hopmamu 3a00JieBaHMs, OJHAKO JJIsi HEE XapaKTEepPHBI
HEKOTOPbIE OCOOEHHOCTH.

OTCyTCTBYIOT MpHU3HAKH, OOYCJIOBJICHHBIE MEPUHATAIBHBIM JEPUIUTOM
I'P: Henopa3BUTHE KOCTEN JIMLIEBOIO CKEJIETA, aKPOMUKPUSL, MUKPOTCHUTAIU3M.
Her rumornukeMu4eckux peakiuii. XapakTepHO OCTpOE Hayauo 3a0oJieBaHMS,
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T. €. PE3KOM 3a/IEp’KKHU POCTa, IPU OTCYTCTBUU KAKUX-IHMOO MPOTPECCUPYIOLIUX
OTKJIOHEHUH pOCTa OT MEPLEHTWIBHOU KpUBOU ¢ poxaeHusa. Kak npasuio, poct
pebeHKa JJIUTEIbHOE BPEMSI COOTBETCTBYET T'€HETHUECKOMY POCTOBOMY KOpHU-
JI0OpY U TOJbKO Ha (poHE MaHU]ecTalru OCHOBHOTO 3a00JIEBaHUSI MPOUCXOIUT
€ro 3ameyieHue. B penkux ciyyasx mpu paHHEM WA BPOKIEHHOM OITyXOJIEBOM
HOBPEXACHUN TUIIOTATIAMO-TUIO(U3apHON CUCTEMBI COMAaTOrpaMMa HarlOMUHa-
€T TaKOBYIO IIpU BPOKIAEHHOM Aeduuure ['P.

IIpu pa3zButun HenocrarouHoctu ['P mocne 3aBepiieHHsl MyOepTaTHOTO
CKayKa pocTa HU3KOPOCJIOCTh OTCYTCTBYET, KIIMHUYECKasi CUMIITOMAaTHKa 00y-
CJIOBJIEHa METa0O0JIMYECKUMHU HApYLICHUSIMH TaKUMH, KaK 0)KHUpPEHUE, yMEHbIIIe-
HUE€ MBIIIEYHON MAacChl, CHUI)KEHUE MUHEPAIBHON INIOTHOCTU KOCTHOW TKaHU M
3aMeJIeHne 0cTe0(OPMUPOBAHUS, HHCYJIUHOPE3UCTEHTHOCTb.

Kpanuodapuuruoma — ofHa U3 4acThIX NPUYUH MPUOOPETEHHOTO Je-
¢urmura I'P B merckom Bozpacte. JloOpokauecTBEeHHAsE OMYyXOJb, MOXKET OBITH
JoKalbHO WHBa3uBHA. Yamie auarnoctupyercs B Bo3pacte 5—10 net. B 3040 %
CJIydaeB OMyXoJb UMeeT runoduzapHoe npoucxoxaenue, B 60—70 % — cynpa-
cesusipHoe. Pa3zmepsl o0beMHOr0 06pazoBanus BapeupytoT oT 0,5 cM g0 10 cMm.
XapaKTEpHbIMHU KIIMHUYECKUMHU MPOSBICHUSMH SIBISIOTCS:

— 3aMelUICHUE POCTa;

— 3aJiep>KKa I0JIOBOTO PA3BUTHS;

— 4acThle rOJIOBHbIE O0H;

— CYyXKEHUE I0JIEN 3pEHHUs], OCTPOTA 3PEHUS] HE U3MEHEHA,

— aTtpodust 3pUTEIBHOTO HEPBA;

— TUIWYHBIA PEHTT€HOJIOTUYECKNI TPU3HAK — HAJIMYNE KAJIBLIUHATOB;

— OTCYTCTBYET IIOBBILIEHHOE BHYTPUYEPEIIHOE JNABJICHUE.

IlepBooyepenHbIM JUArHOCTUYECKAM MEPOIIPUATHEM IPU MOJO3PEHUM HA
npuobpereHHsiii nepunut ['P BciencTBue o6beMHOr0 o0Opa3oBaHHs TUIIOTasIa-
mMu-runodpuzapaon odnactu seusercs BeimonHenue KT/MPT ronosHoro mosra,
HE 0’KMJasi IOJYYEHHUsI pe3yJIbTaTOB TOPMOHAJIBHOI'O MCCIIEIOBAHUSI.

AOunarHoctnyeckunn nouck gecduuurta NP

1-91 cTyneHb — omnpeieieHUe PUCKA Je(pUIUTA
I'P/UDP-1 u UO®PCB-3

1. ®axkTopsbI pUcKa:

— B aHAMHE3€ — OILyXO0JIb, KPaHUAJIbHbIE BO3JICUCTBUS WU APYrUe opra-
HUYECKHE MOPAKEHUS TUNopu3a;

— MPT-npu3naku nopaxenus runodusa.

2. Knnauveckoe o0c/ieioBanme (AHTPONIOMETPHS):

— BBIPAXEHHAsI HU3KOPOCIOCTh (POCT HHMXKE 3 CTaH/IapTHBIX OTKIOHEHUN);

— BBIPAXXEHHOE CHUXKEHHE CKOPOCTU pocTa Oosiee —2 CTaHAAPTHBIX OT-
KJIOHEHUS Ha MPOTSHKEHUU 12 mecsnes;
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— POCT HMXKE€ 2 CTaHIAPTHBIX OTKJIOHEHWHW M CKOPOCTb pocTa MeHee 1
CTAaHJAPTHOTO OTKJIOHEHHUs Ha NPOTKEHUH 12 Mecsues;

— pocT HMXKe 1,5 cTaHAapTHBIX OTKJIOHEHUN M CKOPOCTh pocTa MeHee 1,5
CTaHJAPTHOTO OTKJIOHEHHUS Ha MPOTSHKEHUU 2 JIET.

2-11 ctynenb — cKpuHUHT Aepunuta 'P/UDP-1 u UOPCB-3

1. JlaGopaTopHbIe UCCIeI0BAHUSA:

— R-rpamma 51€Boi1 KUCTH U JIy4E€3aMSICTHOTO CYCTaBa;

— KT/MPT ronosHoro Mo3ra;

— tupeougnas ynkuus (TTT, T4 cB);

— koptuzois, AKTT

— KapuoTuM (JI€BOYKH).

2. Onpenenenne UPP-1 u UOPCH-3:

— HNOP-1/MOPCB3 < —1 craHgapTHOTO OTKJIOHCHHUS, PEKOMEHIYETCS
KJIIMHUYECKOE HAO0JIIOIEHUE U BO3BPAT K |- CTyneHH yepe3 6 MecsLEB;

— UOP-1/MOPCB3 < —2 cTaHmapTHBIX OTKIOHEHMS, TO MEPEXOIUM Ha
crynenb 4; eciii Ha KT/MPT ronoBHoro Mo3ra BbISIBII€HA NaTOJOTUA, TO ITPOBE-
nenue ['P-ctuMynsiuuoHHBIX TECTOB ABisieTCsl QpakynbTaTUBHBIM. [Ipu oTcyTcT-
BuM natosioruu Ha KT/MPT ronoBHoro mosra rnepexoaum Ha CTyIeHb 3.

3-51 cTyneHb — onpeaesaenue cekpeuuun I'P:

— OJIHOKpaTHOe u3MepeHue 6azanbHoro ypoBHs ['P B chIBOpoTKE KpOBU HE
MMEET IMAarHOCTUYECKOTO 3HAYCHUS;

— 00s3aTeNbHO TMPOBOJAT 2 U3 CIEAYIONIUX CTUMYJISIITUOHHBIX TECTOB (C
KJ10eTMHOM, apTUHUHOM, WHCYJIMHOM, TJIFOKaroHOM, JIEBOJIOION);

— JIMarHOCTUYECKMUA ypoBeHb nuka [P B KpoBM cocTaBiseT MeHee
10 ur/mi; TotaneHbId aedunut ['P — mo 7 vr/mir; yactuunbiit aedunur I'P —
7—10 ar/mi;

— ecnu I'P B 2 Tectax <10 HI/MJ, TO IEPEXOAUM K CTYICHH 5;

— TIpU BBIABICHUH B MEpBOH npobe nuka BeiOpoca I'P > 10 ur/miu, BTOopas
npo0a He MPOBOAUTCS U Auarno3 aeduuurta I'P uckmrouaercs.

4-51 cTynneHb — 00cJieloBaHue runopusa:
— MPT;
— TIpU HEOOXOIMMOCTH TE€CThI MCCIICIOBAHMS THIOTAIaMO-TUIIO(DU3apHOM
CHCTEMBI.

5-11 crynenb — Jjieuenue nepuuura I'P
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