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Cunapom IHepeméBCKoro —
Tepuepa

XPOMOCOMHAas OOAE3HB,
)IIPOBOKAAFOIIIAACH XAPAKTEPHBIMI
AHOMAAUAMH (PU3ITIECKOTO
PA3BUTHA, HU3KOPOCAOCTBIO 1
ITOAOBBIM HH(PAHTHAU3MOM.




YacroTa BCcTpeuaemocTu

s Yacrora BcTpewaemoctu
cuaapoma Llleperresckoro-

TepHepa cpeAr KEHITIIH paBHA 1:

3000, a mpu pocTe B3POCABIX
xeHrnuH 130-145 cm 12 gacrora
BO3pacraeT A0 1:14.

= MoHOCOMHA KOPOTKOTO ITACYA X
XpPOMOCOMBI, KapuoTuil 45 XO
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NMCTOPUAL.

s Brrepsbie 912 OOAE3HB KaK HACAEACTBEHHAS ObIAA OIINCAHA B
1925 r. H. A. IllepenreBcKkuM, KOTOPBIM CIUTAA, YTO OHA
OOYCAOBAEHA HEAOPA3BUTHEM ITOAOBBIX KEAE3 U IIEPEAHEH AOAH
ruou3a ¥ COYETAETCH C BPOKACHHBIMU IIOPOKAMU
BHyTpeHHETO passutusA. B 1938 r. Tépuep BriaAcAnA
XAPAKTEPHYIO AAfl 9TOTO CUMIITOMOKOMITAEKCA TPHAAY
CHMIITOMOB: IIOAOBOM MH(AHTUAU3M, KOKHBIE KPBIAOBUAHBIE
CKAQAKH Ha OOKOBBIX ITOBEPXHOCTSX ITIEN U A€(DOPMAITHIO
AOKTEBBIX CycTaBoB. B Poccun 31O0T CMHAPOM HIPUHATO HA3HIBATEH
cuaapoMoM lllepemesckoro — Tépuepa. DTHOAOTHA
3a00A€BaHUA (MOHOCOMHSA ITO X-XPOMOCOME) ObIA2 pacKkpeITa 4.
Dopaom B 1959 1.



I1arorenes

s B ocHOBe 3200A€BAHUA ACKUT AHOMAAUA
ITOAOBBIX XPOMOCOM, YTO B CBOIO OYEPEAD
IIPUBOAUT K BPOKACHHOI aHOMAAUH
ITOAOBOH AU(D(PEPEHITUPOBKH, 2 HEPEAKO
U K PA3AHNYIHBIM COMATHYIECKAM
aHoMaAuAM. Bmecro npucyrmux
KEHCKOMY OpraHu3My X X-IIOAOBBIX
XPOMOCOM YaIle BCErO HMEECTCH AHUIIIb
0AHA X-XpOMOCOMA. DTO IIPOUCXOAUT
BCACACTBHE IIOTEPH BTOPOU ITOAOBOH
XPOMOCOMEI B IIpoIiecce Mero3a. B caasn
C 9TUM BO3HUKAET HEITOAHBIN
XPOMOCOMHBII Ha0Op (kapmoTut 45X).
OAHAKO IIPH 3TOM 3200AEBAHUH MOTYT
OBITH PA3AWMYHBIEC BADHAHTEL MO3AUIIN3MA:

45X/ 46XX, 45X /46XY, 45X /47XXX n
AD.




OCHOBHBIE CBEACHUA. ..

YETKOIt CBA3M BOZHUKHOBEHUA CHHAPOMa TEpHEpa ¢ BO3PACTOM H KAKUMH-AUOO 3a00ACBAHUAMU POAUTEACH HE BBIABACHO.
OAHAKO OEPEMEHHOCTH OOBIYHO OCAOKHAFOTCA TOKCHKO30M, YIPO30M BBIKHABIIIA, 2 POABI YaCTO OBIBAFOT ITPEHKACBPEMEHHBIMU 1
rmatororudeckumMu. OCoOEHHOCTH OEPEMEHHOCTEH U POAOB, 3aKAHYUBAIOIINXCA POKACHHEM peOEHKa ¢ cHHApOMOM TépHuepa, —
CAEACTBHE XPOMOCOMHOM IATOAOTUH ITAOAA. Hapyrrenne dpopmupoBanmsa mOAOBBIX KeAE3 Ipu cHHApOMe TépHepa
OOYCAOBAEHO OTCYTCTBHEM MAH CTPYKTYPHBIMHU A(DEKTAMU OAHOM ITOAOBOMH XPOMOCOMBI (X-XPOMOCOMEL).

V sMOproHa IIepBUYHBIC IIOAOBBIE KACTKHU 3aKAAABIBAIOTCA ITOYTH B HOPMAABHOM KOAUYECTBE, HO BO BTOPOM ITOAOBUHE
OEpPEMEHHOCTH IIPOUCXOAUT UX OBICTPAs HHBOAIOIUA (OOPATHOE PAa3BUTHE), K K MOMEHTY POKACHUA PEOEHKA KOATIECTBO
(POAAHKYAOB B AMIHUKE ITO CPABHEHUIO C HOPMOM PE3KO YMEHBIIIECHO HAU OHU IIOAHOCTBIO OTCYTCTBYIOT. DTO IPUBOAHUT K
BBIPAKCHHOM HEAOCTATOYHOCTH *KEHCKUX IIOAOBBIX TOPMOHOB, ITOAOBOMY HEAOPA3BHTHUIO, Y OOABIIIHHCTBA OOABHBIX — K
IIEPBUYHON aMeHOpee (OTCYTCTBUIO MEHCTPYALIHIT) 1 OeCIIAOAMIO. BO3HMKIIIHE XpPOMOCOMHBIE HAPYITICHUSA ABAAIOTCA IIPUIHHON
BO3HHKHOBEHHA IIOPOKOB Pa3BUTHA. BO3MOKHO TakKe, 9TO COIyTCTBYIOIINE ayTOCOMHBIC MYTALIIH UIPAIOT OIIPEACAEHHYIO POAD
B IIOABACHUH IIOPOKOB PA3BUTHUA, IIOCKOABKY CYITIECTBYIOT COCTOSIHISA, CXOAHBIE C CHHAPOMOM TépHepa, HO Oe3 BUANMOIL
XPOMOCOMHO ITATOAOTUH H ITOAOBOTO HEAOPA3BUTHA.

[Ipu cuaapome TépHepa ITOAOBBIE KEAE3BI OOBIMHO IIPEACTABAAIOT COOOI HeAnddEepEeHIINPOBAHHbBIE COCAMHUTEABHOTKAHHBIC
TAXKU, HE COACPIKAIIIIE 9ACMEHTOB roHaA. Peke BCTpedaroTcs pyAUMEHTHI AMYHUKOB U 9ACMEHTHI AIMYCK, 4 TAKKE PYAUIMCHTHI
CEMABBIHOCAIIIETO ITPOTOKA. APYTHE IIATOAOIMIECCKAE AAHHBIE COOTBETCTBYIOT OCOOCHHOCTAM KAMHIYECKHX ITPOABACHUI.
HauboAee BaKHBI H3MEHEHHUA KOCTHO-CYCTABHOH CHCTEMBI — YKOPOYCHHUE IIACTHBIX U IIAIOCHEBBIX KOCTEH, altAa3us (OTCyTCTBHE)
dparanr maabIes, AePOPMAIIHA AYIE3AIACTHOIO CYCTAaBa, OCTEOIIOPO3 ITO3BOHKOB. PeHTreHoAOrmaecku npu cuaapome Téprepa
TYPEIKOE CEAAO B KOCTH CBOAQ Yeperra OOBMHO He n3MeHEHbl. OTMEYaroTCs IIOPOKH CEPAIIA U KPYITHBIX COCYAOB (KOAPKTAIInsA
A0PTHI, He3apaIlleHIEe OOTAAAOBA IIPOTOKA, HE3APAIIICHUE MEHKKEAYAOIKOBOI IIEPETOPOAKH, CY?KEHHUE YCThA A0PTHL), TOPOKH
pasBuTHA OYCeK. [IpOABAAIOTCA PEIleCCHBHBIC T€HBI AAABTOHH3MA 1 APYTHX 3a00ACBAHMIIA.



KAauHuKka
Hmeerca 3 rpyibl OTKAOHEHUM

m THIIOTOHAAU3M (IIOAOBOI MH(PAHTHAU3M) BBIABAAETCA B IIyOEPTATHOM IIEPHOAE,
amenopes B 96%, becriaoame - boaee 96-99%.

m  BPOKACHHBIE COMATHYECKUE IIOPOKH PA3BUTHA:

- AHOMAAHH MOYEBOM CHCTEMBI (IIOAKOBOOOPA3Has IIOYKA, YABOCHHE IIOYEK U
MOYEBBIBOAAIINX 1TyTeN) - 43-60%0

- yMCTBEHHAsA OTCTAAOCTB - 18-50%0

- AHOMAAUH CEPAEIHO-cocyaucToit cucremer (BIIP - koapxramus) - 43%

- HapymreHue cAyxa - 40-53%

- HapymreHue 3peaus - 22%

m  HU3KHU POCT, IPU 3TOM: KOPOTKOE TyAoBHIre - 97%, koporkas 1mred - /1%,
KPBIAOBHUAHAA CKAQAKA Ha I11ee (IIrepuruym) - 53%, HU3KUM POCT BOAOC HA
3aTbIAKe - 73%.



Pusnueckoe pasBUTHE.

OTcraBaHme OOABHBIX C CHHAPOMOM TépHepa B PU3NIECKOM Pa3BUTHI
3aMETHO Ve ¢ poxaeHud. [Ipumepro y 15 % OoABHBIX 3aAepiKKa
HAOAFOAAETCH B IIEPHUOA ITIOAOBOTO CO3peBAHHA. AAA AOHOIIIEHHBIX
HOBOPOKACHHBIX XapaKkTepHa MaAad AAuHA (42—48 cM) u macca Teaa
(2500—2800 r 1 menee). XapakTepHBIMI IIPU3HAKAMH CHHApOMa TEépHepa
IIPA POKACHHUU ABAAFOTCA U3OBITOK KOKI Ha ITIEE U APYTHE ITIOPOKHA PA3BUTHI,
OCOOEHHO KOCTHO-CYCTABHOHM U CEPACTHOCOCYAUCTOM CHCTEM, KAUIIO
ccpurKkca», AMMPOCTA3 (3aCTOU AUMPBI, KAMHIYECKHA ITPOABAAFOIITIACH
KPYITHBEIMH OTEKAMH). AAS HOBOPOKAEHHOTO XapaKTEPHBI OOIIee
OECIOKOIICTBO, HAPYIIEHUE COCATEABHOTO pedPAEKCa, CPHITHBAHUE
donTanom, psora. B parHeM Bo3pacTe y 9acTH OOABHBEIX OTMEYAFOT 3aACPKKY
IICHXIYECKOIO U PEYEBOTO PAa3BUTHA, YTO CBHAECTEABCTBYET O ITATOAOTHH
pasBATHA HEPBHOU cHCcTeMbl. Hamboaee xapakTepHBIM IIPH3HAKOM ABAACTCA
HHI3KOPOCAOCTh. PocT 6oAbHBIX He mpesrmraeT 135—145 cm, macca teaa
YaCTO M3OBITOYHA.



IloaoBoe paszBuTHE.

[ToaoBOE HEAOpPA3BUTHE IIPU CHHAPOME TepHepa OTANYAETCA OIPEACAEHHBIM
cBoeoOpasuem. HepeAknmu nmpusHakamMu ABASFOTCA TEPOAEPMUs
(maToAormaeckas aTpodUs KOKH, HAITOMUHAIOIIASA CTAPYECKYIO) 1
MOIIIOHKOOOPA3HBII BHA OOABIIIHX ITOAOBBIX I'yO, BEICOKAS IIPOMEKHOCTD,
HEAOPA3BUTHE MAABIX ITOAOBBIX I'yO, ACBCTBEHHOM ITAEBBI M KAUTOPA,
BOPOHKOOOPA3HBIM BXOA BO BAaraAuiie. MOAOYHEIE :KEAE3H § OOABIITHHCTBA
OOABHBIX HE Pa3BUTHI, COCKH HU3KO PaCIIOAOKEHEL. Bropmanoe oBoArocerme
ITOABASIETCS CITOHTAHHO U OBIBA€T CKYAHBIM. MaTka HepopassuTa. [ToaoBeIe
’KEAE3BI HE Pa3BUTHI U IIPEACTABACHBI OOBIYHO COCAMHUTEABHOU TKAHBIO.
[Tpu curpapome TépHEpa OTMEUAETCA CKAOHHOCTD K ITOBBIIIIEHUIO
APTEPUAABHOTIO AABACHHUSA § AHII MOAOAOTO BO3PACTaA B K OXKUPEHHIO C
HAPYILIEHUEM ITUTAHUA TKAHEMU.



HNuaTesekr.

HTEAAEKT Y OOABIIIMHCTBA OOABHBIX C CHHAPOMOM T €pHepa IPaKTHIEeCKH
COXPaHEH, OAHAKO 9aCTOTa OAUTOMPEHNH BCE ke BHIIIIE. B mcuxmaeckom
CTaTyCce OOABHBIX C CHHAPOMOM T€pHepa TAaBHYIO POAb HTPAET
CBOCOOPA3HBIN IICHXUYIECKUN HH(MAHTHAU3M C 3UPOPUEH IIPU XOPOIIIEH
IIPAKTHYECKON IIPHUCIIOCOOASEMOCTH U COITMAABHOM AAAIITAITHH.

Awnaraos cuaApoMa TEépHepa OCHOBBIBACTCA HA XaPAKTEPHBIX KAMHIYECKUX
OCOOEHHOCTSX, OIIPEAEACHIH ITOAOBOTO XPOMATHHA (BEIIECTBA KACTOYHOTO
AAPA) ¥ ICCAEAOBAHHH KAPHOTHUIIA (XPOMOCOMHOIO HAOOPA).

AnddepeHnmaspHbIT AMATHO3 IPOBOAUTCS ¢ HAHU3MOM (KapAHKOBOCTBIO),
AASL ICKATOYEHHA KOTOPOTO IIPOBOAUTCH OIIPEACACHHE COACPKAHUISA
TOPMOHOB THII0OHU32 B KPOBH, OCOOEHHO TOHAAOTPOIIHHOB.
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Pucynox 16. Bonsxaa 13 ner. Curpgpom lle-
pemresckoro-TepHepa. Hu3kuu pocr, orcyr-
CTBUE BTOPWUYHBIX MONOBBLIX NMPU3IHAKOB

[loAoBEBIE KEAE3HI HE PA3BUATHL U
IIPEACTABAEHBI OOBITHO
COEAUHUTEABHOU TKAHBIO UYTO
IIPUBOAUT K OECIIAOAHOCTH

OrcraBanne u AePEKTEI
dpusmIecKoro pa3BuUTHA:

POCT MaAE€HBbKAU
MAACHbKAA HUKHAA YEAFOCTD
OTTOIIBIPEHHBIE YIIIN

IIMUPOKAA IPYAHAS KAETKA C AAAEKO
PACCTAaBAEHHBIMHA COCKAMH

COCKH BTAHYTHI

9aCTO UCKPUBACHHUE PYK B OOAACTH
AOKTEBBIX CYCTaBOB

BBIITYKABIE HOI'TH HA KOPOTKUX
ITAABIIAX PYK.



MeToABI AMATHOCTUKHU

OIIPEACACHHUU IIOAOBOTO XPOMATHHA p
(BemecTBa KAETOYHOTIO AAPA) — \ \ |
HAOAFOAQETCS €TI0 OTCYTCTBHE

HMCCACAOBAHUN KAPHUOTHUIIA ’;
(xpomocomuoOro Habopa) - 45X0; , ) | i : i

45X0/46XX; 45,X/46,XY; 46,X iso
(Xq)

B xpoBu CHIKEHO KOAHMYIECTBO
5CTPOTEHOB, HO IOBBIIIIEHO KOATYECTBO
TOPMOHOB I'HITO(PHU3a, OCOOEHHO
doaruTporIHIHA
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[Tpu yABTPa3ByKOBOM MCCACAOBAHUU HE
HAXOAAT ANYHUKOB, MATKAa HEAOPA3BHATA
[Ipu peHTreHOBCKOM OOCAEAOBAHUN

HAXOAAT OCTEOIIOPO3 (paspexeHne .‘ 4 .' i
KOCTHOU TKAHU) U PA3AHYHBIC "
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Aeuenue

Ha mepBomM aTarre Teparus 3aKAFOYAETCA B CTUMYAALIIH POCTA TEAQ AHAOOAMIECKUMU
CTEPOMAAMHI U APYTUMHU aHAOOAMYECKUMH IIPEIapaTaMu. /\edeHne CACAYET IIPOBOAHUTH
MUHHMAABHBIMA 9D EKTUBHBIMUA AO3AMH aHAOOAWYECKUX CTEPOUAOB C IIEPEPHIBAMHU IIPHU
PETYAAPHOM THHEKOAOTMYECKOM KOHTPOAE. ['AaBHBIM BUAOM Te€pauy OOABHBIX ABAAETCA
3CTPOreHU3asA (HA3HAYCHHUE JKEHCKUX IIOAOBBIX TOPMOHOB), KOTOPYIO CAEAYET IIPOBOAUTE C
14—16 aer. AegeHme IpUBOAUT K (DEMUHHU3AIINH TEAOCAOKECHUSA, PA3BUTHIO KEHCKHUX
BTOPHYHBIX IIOAOBBIX IIPU3HAKOB, YAyUIIAeT TPOMUKY (IUTAHUE) IIOAOBEIX IIyTEH, YMEHbBIIIACT
ITOBBIIIICHHYIO AKTUBHOCTD THIIOTAAAMO-TUIIO(DHU3APHOI CUCTEMBL. /\€YEHHUE CACAYET IIPOBOAUTH
B TEYEHHE BCEI'O ACTOPOAHOTO BO3PacTa OOABHBIX.

EcAnu ¢ HOMOIIBIO TOPMOHAABHOM TEPAITHHU YAAETCHA BEIPACTUTD AO HOPMAABHBIX Pa3MEPOB MATKY,
TO OEPEMEHHOCTD V¥ TAKHX OOABHBIX BO3MOKHA € ITOMOIIbI0 DKO ¢ AOHOPCKOIT ANIIEKAETKOM.
CAy4gan, TA€ COXpAaHUAUCH CBOU ANIIEKACTKH, CAMHITIHBI.

B ITIOCAEAHEE BpCMH AASL YBEATICHIA ITOKA3ATEACH OKOHYATEABHOTIO pOCTa HpOBOAI/ITCH Tepannﬂ
COMaTOTpOHI/IHOM.



OcHoBHBIE 3TAIIbI ACUECHUA.

[ Tpumenserca ropMoH pocTa (COMATOTPOIINH
YEAOBEKA)

[Tocae poctmxenus Bozpacta 12-13 Aet HaunHaroT
3aMECTUTEABHYIO TEPAIIUIO 3CTPOreHAMU

[Topoku Apyrux OpraHoB U CHCTEM, OCOOEHHO
CEPACYHO-COCYAUCTON YACTO TPEOYIOT
XUPYPrAYECKOTO ACYCHUSA

HCHXOTepaHHﬂ



IIpenaTaspHaA AMArHOCTHUKA

V33U — maauuue IIOPOKOB
pa3sBUTHA

XOPI/IOH6I/IOHCI/I}I |
HEAECAA - XpOMOCOMHbeI
AHAAN3

AMHBETOIIEHTES 15-17
HEACASA - XpOMOCOMHbeI
AHAAN3

Kopaonenres 18-22
HEAEAA - XPOMOCOMHBIU
AHAAU3




IIporuos

s [IporHos aaf :xKU3HU pU
cuaapome Teprepa
OAAQTOIIPUATHBIN, NCKAIOYCHIE
COCTABAAIOT OOABHBIE C
TSKEABIMU BPOKACHHBIMI
ITOPOKAMHU CEPAIIA U KPYITHBIX
COCYAOB H IIOYEYHOMN
rurepTeHsuei. AeueHme
FKEHCKUMU ITOAOBBIMU
TOPMOHAMH ACAAET OOABHBIX
CIIOCOOHBIMU K CEMEMHOU
YKH3HH, OAHAKO A0COATOTHOE
OOABITIMHCTBO U3 HUX OCTAFOTCA
OECIIAOAHBIMU.

M sce npo Hno
PRONLO.NET



Croacu0o 32 BHUMAHUE.



