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CnoBapuk

XpOMOCOMHble 00JI€3HII — HACHENCTBEHHbIE 3a001€BaHIA, 00y CITOBIIEHHbIE
IT3MEHEHHEM YHCIa HIH CTPYKTYPbI XpomocoM. HactoTa XpoMOCOMHBIX O0Ne3Hell ¢p e
HOBOP 0ZKIEHHBIX JeTell okomo 1%. MHore I13MeHeHI A Xp OMOCOM HECOBMECTIIMBI ¢ KIH3HBIO
H ABIAKTCA YacTOH NPHYHHOH CIIOHTAHHBIX a00pPTOB H MepTBOP 0k eHHIT TIpH CrTIOHTAaHHBIX
abopTax 0OHapyKEeHO 0K00 20°% 35MOPHOHOB ¢ aHOMAIbHBIMH KapHOTHITAMH
(xpomocoMHBIMII Habopanit). IT3MeHeHIie 4ica XpoMOCOM P OHCXOHT B pe3yabTaTe
HEPaCXO/KAeHIA IIX B MEHO03€ HIH MPH JeleHHH KIeTOK Ha paHHeil cTagiH pa3BHTHA
OILTOAOTROP EHHOTO sAliia. HepacxoKaeHHIO XpOoMOCOM IIPH MeP BBIX JIETEHIAX
OIUIOAOTBOPEHHOTO AMLIA CIIOCOOCTBY €T, HarpHMepP, BbICOKHIT BO3PAcT MaTepIL
XPOMOCOMHBIE adepparpii 00y CTOBIHBAKTCA (PIB3HUECKHMI (HOHIBHPY 0IIee M3y YeHHe) H
XHMHUECKIMIT (HarprmMep, JTeKap cCTBeHHbIE TTperapaThl ¢ My TareHHbIM 3¢ dexTom)
(haKTOpaMIL, BHPY caMH (KpPacHYXH, BHPYCHOTO TeIaTHTa, BETPAHOIT OCIBI H JIp. ). aHTHTEIaMIH
H Pa3IHYHBIMI PaccTp oricTBaMI MeTadoJIBMa. X OMOCOMHBIE O0JIE3HH MOTY T ObITh CBA3aHBI
€ I3IHIIKOM T€HETHYECKOro MaTepHamna (TOaHCeMHA - HaTHYHe OJIHOI HITH HECKOIbKIX
N00aBOYHBIX XP OMOCOM, TTOTHITTOHIIA, AYTUTHKALIA), ¢ VTPATOI YacTH FeHeTHIECKOTo
MaTepHana (HyLTHCOMHA, MOHOCOMIA, JENeLia), ¢ XPOMOCOMHBIMH [1EP €CTP OHKaMI
(TpaHCTOKALIA, Pa3IHYHbIE TI€P €CTAHOBKH Y YACTKOB XPOMOCOM). Pa3snHYaT TaK/Ke TPYImIbI
X. 6., 00y C7TOBIEHHBIX H3MEHEHHAMH TMOJIOBBIX H HEMOMIOBBIX XPOMOCOM.

Tpucomus (ot rpeu. tri-, B CIOKHBIX CITOBaX - TPH H S0 - TENO) — HANHYIE B

X OMOCOMHOM Habop € AHILTOHIHOTO OpTaHH3Ma OJTHOI HIH HECKOJBKIIX JTHITHIX XPOMOCOM,
He TOMOJIOTHYHBIX APYT ApyTy. OpraHisMel (1TH KIETKH), V KOTOPBIX OJIHA, ABE Ml
OoJpIee YHCI0 XPOMOCOM Ip eAcTaBIeHbI TPEMA FOMOJIOTaMI, Ha3bIBAKOTCA I OCTHIMIL
OBOIMHBIMIT 1 T.Jl. TPHCOMHKAMIL T. - pe3yJIbTaT HEPACK OAKACHHA XPOMOCOM MPH AeneHHH
KieTkiL. T. 1Mo oTAenbHBIM Xp OMOCOMaM MPHBOIHT K TAKENBIM 3a001€BaHIAM.



MoHOCOMHES = OTCYTCTBHE B X]) OMOCOMHOMHAG0P € JHITTOHIHOTO OPTaHH3MAa 0, JHOH X]) OMOCOMBL
Knerky HITH OpTaHH3M, Y KOTOPBIX Ta HITH HHAA FOMOIOTIHHAA XPOMOCOMa ITp € CTaBIIEHA B € JHHCTBEHHOM
YHCTe, HA3BIBAKT MOHOCOMHKOM. MOHOCOMIA - P €3VIIbTaT HaPYLLIEHHIT ITPH P a CXOKTeHHH T'OMOIOTHYHBIX
X]P OMOCOM, ITO YAl e TP OHCXOAHT B IMOJIOBBIX KIETKaX (ITPH Mef03€e), HO BO3MOKHO HB KIeTKaX Tela -
COMATHYEeCKIX (MpH MHTO3€). Hanpamep. 0onbHbIe cHHAP oMoM Il ep eneB ckoro-TepHepa - MOHO COMHKH
I10 ITOJI0B OH X -X] OMOCOMeE.

Jdemenusi (ot mat. delefio - VHIFITOKeHIE) — MOTeP S yIaCTKa X OMOCOMBL JIeTelns MOKeT ObITh
CIIeJCTBHEM Pa3phEa XPOMOCOMBIHIIH P €3YJITaTOM Hep aBHOT 0 KP OCCHHT OB €pa. [l enerni

10 J) a3 J&AH0TCSA Ha HHTEp CTHLHATIBHBIE (TTI0Tep A BHY TP €HHer 0 y4a cTKa ) H Tep MHHAIbHBIE (TToTep
KOHLIEBOT O YIaCTKa).

Hywnmcomus (ot nat. nullus - HUKaKOH, HECYIIeCTBYIOIIHITH I €. $0111a - TelI0) — THIT T€HOMHOH
MY TALIHH, 2K AIOIHIICA B OTCY TCTBHH B KITeTKaX 0P TaHH3Ma KaKOH-THO 0 ITapbI XP OMO COM, B HOP Me
APHCYIIEH JaHHOMY BHIY. OpraHH3MbI ¢ HYJUTHCOMHEH Ha 3bIBaKTCA HYJUTHCO MHKAMH. HyITHCOMIS, B
o’éoﬁem{ocn-ly BBICIIHX JKIBOTHBIX, 00BIMHO BEJET K THOETH 0 TaHH3Ma.

TpaHCIIORALIHSA — B reHeTHKe THIT X 0MOCOMHOM I1ep eCTp OFKH (MY TAL[HH), 3aKTIOMAKIIEHcsa B 06MeHe
V9 CTKa MH X]) OMOCOM, ¥a CTO IMPHBOJHT K CHILKEHHIO IO JOBHTOCTH KHB OTHBIX H ) A CTeHHIL

IMomuMMIOMIMSA - HaCTeICTBeHHOE H3MeHeHHe, CBA3aHHOE ¢ K] A THBIM VB eI éHHeM 0 CHOBHOT O HHCTA
XPOMOCOM B KIIeTKaxX op raHH3Ma. IToMHITToqHA LHpP OKO PacIpocTpaHeHa ¥ pacTeHHil. OObIHOY
TOJTHITTOHJHBIX P acTeHHII § 0J1ee KPYIHBIE P a3MephL MOBLIIIEHHO e CO1ep KaHHe P1a BellleCTB, Ty iias

Y CTOITMHB OCTh K HeOMa T oI HATHBIM Y CJTOBHAM BHEIIHEH cp ebI H T.11. Pa3/IHIA0T JBa THIIA MOMHITIOHI0B:
Ay TOITOJTHITTIOHIBI H aTLT OTIONTHITTOHIbL

JAVIUIHKALHA - pa3HOBHIHOCTE XPOMOCOMHBIX ITE] €CTP 0€K, P H KOTOPBIX KAKOH-THO0 V14 CTOK
X]P OMOCOMBIB IAITOHIHOM HaGope OKa3bIBaeTcs ITp eACTaBIeHHBIM ABA P a3a. I'eTep 03HIOTHBIE [0
JYTUTHKALIHH 0 COGH HECY T JIB € J03bI TYIITHLH] OBAHHBIX I'€HOB, TOMO3HI OTHBIE - MeThIp €. Pasmiriaior
BHY T HX]) 0 MO COMHYFO H MESKX]) OMOCOMHYI0 TV TITHKALIHIH



Tuvnbl HACNEeACTBEHHOCTU

1. AYT0COMHO-TOMHHAHTHB I THIT HA (16 0B AHHA
— a.IIpH 30CcTaTOMHOM YHCTE IOTOMKOR NP H2HAK 0 OHAPY/AHBAETCA B KA K0 M ITOKOI eHHH
— 0. Pegxini pH3HAK Ha Cley €TesA NP HMEPHO IT0TIOBHHOH JeTefl
—  B. IIOTOMKH MY KCKOTO H KEHCKOT 0 IT0J1a HACTEIVIOT 3TOT MPH3HAK 0 JHHAKOBO
— 1. O0a poaHTensaB PABHOH Mep eTIep eJaloT 5TOT IIPH3HAK JeTAM
2. AYTOCOMHO-P elleCCHBHB I THIT HACTIeI0B AHIA:
—  a. IIpH3HAK MOZKET [P eNABATE CA M €pe3 [TOKOIeHHE JazKe [TPH J0CTaTOYHOM YHCTe TIOTOMKOR
— 0. IIpH3HAK MOKET I OABHTL CAY JETEH B OTCYTCTRHE €ro Yy poJauTened. OGHapYAIBaeTcATOIa B 25%
CITy4vaeB y JeTeH
— B IIpH3HaAKHACIETY €TCcsa BCeMH JeTbMH, eClTH 00a p 0JHTeNA 0 0JTbHBI
— I IIpu3HaKe 50% pa3BHBaeTcAY JeTel, ecTH 0JHH H3 P oJHTeNeH 5071eH
— . ITOTOMKH MYZKCKOT0 H KEHCKOT 0 I10J1a Ha CTTeIVIOT 3TOT IMPH3HAK 0JHHAKOBO
3. HacneqoBaHue, CHereHHoe ¢ X X 0MO0COMOIL, eI T eH, KOHT] 0IHp YIOIHIT T 0ABTICHIA NP H3HAK A, -
P €1eCCHBHBIT
— @ MyarHHBIHaCIeqyIoT Yallle, YeM KeHIITHHbI
— 0. HacneayroT TakoH IPH3HAK J€BOYKH TOJIBKO OT OTLIA
— B. B Opakax, rae o0Ga cymnpyra 310POBBL, MOTYT P OJHTECS J€TH, HMEIOLIHE ero, IPH 3TOM OH Ha ey erca
50% cemHOBEH H 10020 370 OBBIX J04eper
— 1. IIpocnesrBaercddep eJoBaHHe §OJIBHBIX My KMHH B [TOKOJI€HIAX: Ie HX GoJblle, [J1e - MeHbIIe
4. HacaeqoBaHe, CIEITeHHO e ¢ X X 0MOCOMOIL, €CIIH T eH, KOHT] 0JIH] YOI I} 0AB TIeHIA NP H3HAKA, -
JOMHHAHTHBIT
—  a. My AMHHBIHA CTeaYIOT P eKe, YeM JKeHIITHHB]
— 0. EIHNIPH3HAK TOJIBKO Y CYTIPYTH, TO HACTIEAVEOT €ro Bee JeTH (MaTh TOMO3ZHIOTHAA), HITH ITOJIOBHHA
JeTeH (MaTh reTep 03HroTHasA)

— B. ECQTH TONBKO Y CYNPYTa, TO HACTEAYVIOT BCE JIHILIA JKEHCKOTO IT071a
5. HaclieqoBaHHe, CIEIUIEHHO € ¢ Y X OMO COMOIT:
— a. CTpaJarT TONBKO CBIHOBB, B KaKT0M ITOKOJIEHHH NP 0ABTIAETCA, €CIH 0Tel] H0/1eH.
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CuHapom LleplieBCKoro-TepHepa

*  H3BecTHO, YTO IO /K eHIHHBI H MY/R“IHHBI OII] € 1e/IAeT A HAMIEeM JBY X IT0I0BBIX X OMOCOM: ¥
AReHIMHHBI - XX, ¥ MyR'YHHBI- XY XpoMocoM. ITo/10Badg My R CKaA Y -X]P 0MO COMAHAH 01ee
IYBCTBHTE/IbHA K BIIHAHHAM ORP YR AL eI CP e1b1, ABIAACH «II]) 0B 0, THIK OM 7K 0JI0THI€ CK 011
HH () OpMALI B I ¢HOMY. B0o31eHICTBHE P eHIT €HOB (KHX H YL TP AQH01eTOBBIX Iy el BbI3bIB AKT
MY TALIAI H JeT1eIH (VIaXeHHnsd) reHoB. I1o JaHHEIM P AIa HCCTIeJ0BATeTeH Y COBP eMeHHBIX MY /K THH
Y-Xp oMo coMa 3HAYHTEILHO MeHb LI e X-XP 0MO COMBI H IIOX 02K A HA MAIEHBKYI0 OYKBY “v”. Ecm X-
X OMO COMA COTEPRUT 0K 0710 3000-4000 reHOB, TO MYKCKAA IT0JIOBAA Y -XP OMOCOMA COCTOMT BCEr 0 H3
26-33 reHOB (H3HAYIATILHO 0HA coJepRaTa 0oJ1ee 1500 reHon). IIp oJo TR aroL eecs YMeHB I eHITe Y -

XP OMOCOMBI, A 3aTeM H €€ IT0JIHOE P A3P VLU eHIe MOK T IMPHBeCTH K CITHHOH MO TH (PIHK AN
MYZRCKOT 0 IT0JIA H IIOABICHIE0 CHA'IAJIA B 00161 0M K OJI'IECTB € I 0MO CeR CY A CTOR, 0€CILT0 JHBIX
MY ZRIHH H MY/R*IHH C K eHCKHM THIIOM IT0B¢¢HIA, B (BA3H ¢ JOMHHH] 0BAaHHeM X-X] OMOCOMBL 2
3aTeM HEJOP A3BHTHIX K eHOINMOJOOHLIX CYIeCTE, KOTOPbIe He (II0COOHBIK P 0JaM, T. €. JIK0XeH ¢ 0 JHOH
X-xpontocomoii (X O). TereHep amps Y-Xp oM0OCOMbI 0bLTIA BBIABIIeHA Y 5-15%0 0 €110 JHBIX MY K “INH.
ITo3TOMY JaK € MHKP 0 CTP YKTYPHBIe H3MeHeHIA B IOJI0OBBIX XP 0MOCOMAX MOT'YT NPHBeCTHK

0 e CILT0,THTEO. JIxoam 0,THOI XX 0MOCOMOITY/Re eCTh: HT0 JIEOIH C cmmp omMoM IIepineBcroro-
TepHepa, KOTOPLII BCTP €IAeTCAKAK Y MY/RIHH, TAK H ¥ ‘ReHINHH. Y X0 XeH ¢ YTHM CHHIP 0MOM

Bep XHAA TACTH TYTOBHINA TAKAA K e, KAK Y MY/KR'IHH, HIDRHAA — KAR Y KeHIIHH. B HACTOSI ¢¢ B] eMA
ITOT CHHIP OMBCTp edaeTcay 1 m3 3000 myRmH. TakRe eCTh OIIaCeHIA, “ITO H3-32 [0 CTeNeHHOT 0

P a3p yIIeHHA Y -XP OMOCOMBI H HAD YIU €HHA CIIEPMATOr €He3 A, P €3K 0 CHIHTCA I OLIEHT P 0K XeHIA
MATEYHKOB. A B KOHETHOM C'1eTe MAILIKH HBOEBCE ITeP eCTAHYT P 0K IATh CH.

*  H3MeHeHHA B II0JIOBBIX XP OMOCOMAX HAD/IOJACTCA H Y ‘ReHINIH. Hed1ar onpHATHLIE
AHTP OIIOT eHHBIE (PARTOPBIMOIYT IP HBECTH K OBICTP OMY P A3 VI €HIE0, A IIOTOM H HC'I€3HOE €HHIO
0JHOI H3 X-XP 0M0COMH K IOABICHII0 (HAYIAIA B 0 0JIHII0M KOJI'IECTB ¢ JIeCOMAHOR, 0 eCILI0 JHBIX 1
MY/K €110,10 0HBIX ‘K eHIHH K AK P e3YILTAT P A3 VI eHIIA T eHOB B X-X]P 0MOCOME, 2 3aTeMBCE TeX ‘Ke
HeJ0P A3BHTBIX ‘K eHIUIH, T. €. JIF0Jeil ¢ 0JH0H X-Xp omocoMoi (ciHap oM [lepiuneBckoro-TepHepa:
XO). IIpouecc pasp yIIeHHIA T ¢HOB B IIOJIOBBIX X OMOCOMAX Y /K eHINHH FIeT MeIJIeHHee, “1eM ¥
MY/K*IH. KOJIIeCTB 0 MY TAINII T €HOB Y “REHC(KIX 000l KAK “1e/I0BeRA, TAK H ‘RIBOTHBIX
IIP OMCXO0JHUT B 4-6 pa3 MeHbII e, “TeM ¥V MY/RCKHX. OJHA 13 NP HIIH 0 0J1ee MeJTIeHHOI Ter eHe] AL,
BO03MOKHO, (BA3AHA ¢ HATIIHeM JBYX X-XP 0MOCOM, KOTOPBIe Y OJIHMPYIOT AP VT APYTa. Y MYyKINH
O OBIE H3MEHEHHA B Y -X]P 0MO COMeE I OABIATCA B CJI6 XYL €M ITOK 0JIEHITH MAILTHK 0B.



CuHapom LepLieBCcKOro-
TepHepa
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Berpeuaerca mpruMepHO B OTHOM cIIyuae Ha 25 TBIC. ZKHBOPOKIEeHHEIX JeTell. Prick
VBEIITUIBAET s ITPOMOPITIOHATEHO BO3pacTy OepeMeHHOIT JKeHIIHHEL B 75%
ciyuaeB ciHapoM [laTay Bo3HIIKaeT, KOrga IUIOJ TTOJIyuaeT TPH 13- XPOMOCOMEL
BMecTO IByX. Okomo 20% ciyuaep cBS3aHBI ¢ TPAaHCIOKALIe T T3 OBIT OUHOTT
XPOMOCOMBEL YHacIIedOBaHHAA TPAHCIOKAIILI VBEIITUIBAET BePOATHOCTE
TTOBTOPEHILI CHHAPOMA B CIEAVIOIIeM ITOKOIEeHITT. XPOMOCOMEI 000X POIHTENTe T
HeOoOXOIIIMO HCCIIeT0BATh, UTOOBL VCTAHOBHTE, ABTIAETCA I TPAHCIIOKALILT
VHAaCIIeOBaHHOIL.

CIIMITTOMEI. et ¢ cuaapomom [laTay MeroT cXogHEIE (PIT3ITUeCKIIe
0CO0eHHOCTH: MalIeHBKas TOJI0BA, TTIOKATEIT ITPopIUIb, MaleHBEKIIE TT1a3a,
IMOPazKeHII KOJKI I JIBICHHEI Ha TOTIOBe, HEHOPMAalIbHEIE VIIIH, paclleTUIeHHEIE
BePXHAA I'yOa M HEDO, JIHIITHIE ITATBIELI Ha PYKaX I HOTaX (ITOTOTaKTIIIL ).
MHorme et ¢ cuHgpomoM [latay HMeroT BpoKIeHHBIE IIOPOKI cepaLia I
MOUYETIOIOBOIT CHCTEMEL

BombiiHeTBO geTell yMIIpaeT B TeUeHIle IIePBOro roja IT3HIL, HeKOTOPEIe
TOKHBAIOT IO OIBYX JIeT. BEUKIIBIIIIE OTCTAOT B YMCTBEHHOM I (PIT3ITUeCKOM
PA3BHTIIL I YaCTO CTPAZar0T SIOUIEIITIUECKIIMIL PACCTPOIICTRaMIL.

JIEUEHIIE. IcripaBHTE XpOMOCOMHBIE HaPVIIIEHIA HEBO3MOKHO. KoMITTekcHasA
padoTa rPYINIEL Pa3ITIHEIX CITEIHAIICT OB 3aKIF0UaeTCA B ITOCT OSTHHOM KOHTPOJIe
34 COCTOAHIIEM 3OPOBEA OOIBEHOTO I MTOJIEPKKE CeMBIL



Cunopom Ilamay




Cunopom I0sapoca
(cunopom 18-mpucomuu)

Berpeuaercsa B oqHOM ciayuae Ha 6600 KuBop 0KTeHHBIX, MOUTH 80% mop a’KeHHbIX —
JeBOUKH. PHCK ero nosiB/ieHHsI VBeJIHYHBAETCS NMPONOPHHOHAJIBHO BO3PACTY
OepeMeHHOI KeHITHHBL. B 95% ciyyaeB CHHAPOM DIBap/Aca NOSBJISAETCS, €CJIH BMeCTO
ABYX 18-X XpomMocoM pedeHKOM YHACTIeTOBAHO TPH. B ocTabHBIX 5% ciIyuaeB CHHAPOM
SaBapAca BbIBBAH TPAHCJIOKAIHeH, B KOTOp of H30bITOUuHAsA 18-51 XpomMocoma
NpHCOeTHHSIeTCS K APYr ol XpomocoMe. B ciryuae VHACTIETOBAHHOH TP AHCIIOKAIHH PHCK
MOBTOP eHHSI CHHAPOMA JABapAca B CJeJVIoIeM MOKOJIeHHH J0CTATOYHO BeJInK. /s
TOT'0 YTOOBI ONP eJeJIHTh, SIBJISAeTCS JIH TPAHCJIOKALHS YHACTIeJOBAHHOM, He00X0JHMO
HCCJIeTOBATH XPOMOCOMBI 000HX P OJTHTeJIeil.

CHMITTOMBI. TeTrH ¢ CHHAPOMOM DJBapAca 00bIMHO POKIAKTCS Nep eHolleHHbIMHE,
HO ¢ 3HAYHTEeJIbHBIM OTCTABAHHEM B PASBHTHH H MAJIEHBKHMH OTHOCHTEJIbHO BO3PACTa
mioga. PusHUYecKHe NP OSABJIEHHSI CHHIPOMA DIBAPACA BKIOYAKT VIJIHHEHHYIO I'0JIOBY
CO SHAYHTEIbHBIM BBINAYHBAHHEM Yepena Y OCHOBAHHS, MAJIeHbKHe HIHDP OKO
paccTaBJIeHHbIe I'JIa3a, MaJleHbKHe POT H M0J00P 00K, HH3KO0 PACHOJI0/KeHHbIe H
JedopMHp OBAHHBIE YIIH, KOPOTKYIO IpyAHHY. Handouiee xapakTep Hasi yepTa
CKATBIH KVJIAK € YKA3ATeJIbHBIM NAJbIeM, Iep eKPbIBAIIHM JpYyrue NaJbubl;
00JILIOH MAJIel] YACTO HeJOPA3BHT HJIH OTCYTCTBYeT, HOITH HA PYKAX H HOTaX TaK/Ke
OBIBAKOT HeJOopA3BHTHIMH. IIpH cHHApoMe DaBapca HepeJKO BCTPeYAKTCa MOpOKH
cepaUa H MOYeK, JIerKHX H JHA(ParMel, a TAaK/Ke IPbLKH.

OOBbIMHA CHIIbHASI YMCTBEHHASI OTCTAJIOCTh. 3HAYHTE/TbHOE YHCJIO JeTell ;KHBeT He DoJiee
HeCKOJIbKHX MecsilieB, A 0OJIbIIHHCTBO — He 0oJbiie roga. HemHorue Jo/KHBAKT 10
MOJP OCTKOBOT'0 BO3PACTA.

JIEUEHIIE. Cniocoba HCIpaBHTH XPOMOCOMHbIe HAPVIIeHHS HeT. PadoTa rpynnbI

PAJIHYHBIX CIIEHHAJTHCTOB HaINlpaBJIeHA Ha TO, YTO0ObI 00eCIeYHTh MOCTOSHHBIN
KOHTP OJIb 34 COCTOAHHEM 310D OBbA P e0eHKA H NoaaepArRyY CeMbH.




Cunopom 30eapoca




Cunopom /layua
(cunopom 21-mpucomuu)

BcerpedaercsaB 0JHOM cTyvdaeHa 7—10 ThIC. AKHBOP 0K €HHbIX JeTel 05 0HX IT0JIOB BO BCeM MHp €.

B ep 0ATHOCTE €0 MOABTIEHHA VB E&THIHBAETCA B 3aBHCHMOCTH OT BO3pPacTa 0ep eMeHHOH-KeHIIHHBL a
HHOTJa H oTua. CHHAp oM JJayHa — HaHO0l1ee P acrpocIpaHeHHOoe FeHeTHI ecKoe 3a00l1eBaHHe,
BBI3BIBAIOII €€ Y MCTBEHHYIO OTCTan0CTh. ITpH cHHap ome [TayHa ITToJHa ClIeayeT TPH 21 -e Xp 0MOCOMBI
BMECTO JBYX. DT0 Ha3bIBaeTcsa TPHcOMHeH-21. 95% Bcex Mo gefl ¢ CHHAP OMOM [TayHa HMET

KJ1a CCHY ECKYI0 TPHCOMHIO, T. €. KaKJas KIIeTKa Tefla coqep AHT TpH 21 -eXpomocomMbl IIprmepHO 4%0Beex
Tr0JeH ¢ cHHAP oMoM [TayHa HMEIT TP AaHCTOKALHH. 3T0 03Ha4aeT, YTo H30bITOMHAA 2 1 -4 Xp OMOCcOMa
IPHCOeIHHEeHA K KAKOH-THO0 JpyTrod xpoMocome. HeKoTopbIe T IH ¢ CHHAP 0MOM [TayHa HMET

MO73aHYHBITHA G 0P XPOMOCOM, T. €. YaCTh KIeTOK coJIep KaT HOP MATbHO e YHCII0 XPOMocoM — 46, a ApyTHe
—47. EcH Tp aHCTOLHP OB AHHAA XPOMOCOMA HITH KO MOHHALIHA XP OMOCOM YHA CTTEJ0OBAHA OT OJHOTO H3
P OJHTETIEH, Bep 0ATHO CTh ITIOBTOPHOTO ITOABIEHHA TP AHWTOKALIHH B CTT€ YOI €M ITOKOJIEHHH KOJ1e01eTCs OT
3 10 15%. [I7is orp eJeneHHs YHA CT1e10BaHHOH TP AHCTOKALIHH Heo 60X 0JHMO HCCTIeJ0BATh XPOMO COMbI
00 0HX poquTere. B ep 0ATHOCTE ITOBTOP €HHA KI1a CCHY eCKOH TP HCOMHH cOCTaBiIsgeT 1 —2%.
CHMIITOMBIL: ITnockoeTHLIO, MOHT OJIOHIHBI P a3pes I11a3, OTKPBITHIH P 0T, KOP OTKHII HOC, ITTOCKA s
I1€p EHOCHLIA, KOCOIIA 3He, [THI MEHTHBIE ITATHA I10 KP ak0 P a TV KKH, VB E&THY €HHE ITOTIEP €HOr 0 P azMepa
TOJIOBBIIPH OTHOCHTETHEHOM Y MEHBIL EHHH ITP 0 J0JILHOT 0 P a3Mepa; ITT0 CKHI 3aTBITOK: e op MHp OB aHHbIE
HH3KO I10Ca KeHHbIE VIIH; apKooOpa3zHoe HeG 0, 3y GHbIe aHOMAIIHH, 00 0314aThI A3bIK, KO OTKas LIHP OKast
11eA, KOKHAA CKITaJKa Ha I1ee Y HOBOP 0ZKJeHHBIX, KOP OTKHE KOHEYHO CTH, ITOBBIII €HHA A ITOABILKHOCTD
CYCTaBOB: Je(op MaLHA [Py JHOH KITeTKH (KHITeBHIHA 1 HITH BOP OHKO0 00Pa3Has, MbIIIeYHAas
C11a00CTh; BP 0KJEHHBIE 10 OKH cep ALIa; IToTIep e4HasA1a J0HHA A CKITaJKa, Y MCTBEHHAA 0TCTAI0CTh.
VMCIBEHHAA 0TCTAI0CTh MO KeT ObITE BbIP ajKeHa B Pa3HOI cTereHH. IToBeTeHHe H IICHXHYeCKOe P a3BHTHE
TaKKe BapbHPYIOT. JIF0IH ¢ CHHAP 0MOoM [TayHa CKITOHHBIK 00I€3HAM 0P TaHOB CITyXa H AbIXaTelbHbIX
mnyTerl. KpoMmetoro, y HHX B 20 pa3 Janje, 4eM 0 ObIMHO, P A3BHBa €TCs JTEHKEMHS.

JIEUYEHHE. Xp oMocoOMHBIE Hap VILIEHHA Y CTPaHHTL HeB 03M0KHO. Ha 0o ] eHie I YIIIb] CIIelTHATHCTOB,
XHPYPTHYECKO e BMEIIATENbCTBO € LIENBI HCITP aBHTH B 02K €HHbIE IT0P OKH H AaHTHOHOTHKH C LIETTBH)
J1eveHHA HH() eKLIHOHHBIX 3a00J1eBaHHI MOTYT CyIIeCTBEeHHO ITP OJTHTH JKH3HB JIF0 el ¢ CHHAp oMoM [TayHa.
PaHHee BMeIIATETLCTBO H ITOCTOAHHASA 3a00Ta 0 370 OBbE, a TAKJKE CIIELIHATIbHO € BO CIIHTaHHE 0YeHb
BaZKHBI, YTOOBIIIOMOYE 0 OJBHBIM K IAM HAaHO 0J1€€ ITOTHO P a3BHTEL CBOH CI10COOHOCTH.



Cunopom /layna




Hanporue, noJuas
BOIHHMKHOBECHHH
HeBCIMKA.

Takum oGpasom, INPpHM3HnaKkKM, OTJIMYA -
IOUIHECsT BBLICOKMM  YPOBHEM KOHKOpP-
JAAHTHOCTH, B 3HAUMTEJIBHOM HJHM pe-
oG/sianAalie CTelneHM JeTepMHHHPY-
IOTCH IN'eHeTHHUECCKHMMHMU (PAKTOPpAaAMM H MA-
L JIO MOBEPIKE H BT BJHMAHMIO YCJHAOBHHA
cpenst. I'IlpUMadakH, XapakKrepHu3yioLiHue-
Csl BBICOKOM JIMCKOPAAHTHOCTLIO, HAINIPO-
THB, B OCHOBHOM OIPEISJIHIOTCH BJIHA-
HHMEeM Cpeabl.

He cuanienyer naymMmaTh, H9TO MOHO3M-
FrOTHLIC GJIH3HEeILbl BCeriaa NOJ>KHbI ObLITI
AGCONIOTHO NOAOGHLI APYI! JPpYyry
KadecrBeHHbIM npuasHaxkam. [Ipiag
OTJIHYUHE MOTryT ObLITI MYTAILLMM C
UECKHX KJICTOK H BAPHAILMHM B 3
CHMHM reHoB HAa BCEX 3Tanax
BRKJAIOUASI CAMBIE PAHHHE.
NPHMEPAa MOJKHO [MpHBE
MOHO3HMIOTHbLIX cecTep
KAPHOTHITIOM, OJJHA M3
Jga remodr e, a
BHMIrOTHON HOCHTE,

HAacJIeJICTBEeHHOCTH B
KOCoJiailnnocrTH OYvuern

pakre
CH Heno
HHBIX 81O
Peayoec-pa
» POJLCTBEHH X
ICTHHCCKOE KO

MEeNMILMHA.
Y UE HBIM M

HMurepec,
BCero MHupa
TBCHHOCTH yeJiIoBeKa, e
CIIy s B nocaennMe  JleCsiTHIIETH S
venopecrBso TECHO CONMpHKaAcCaeTcs
C YUYIKALIMH  JIJISsT HEro XAMHUSCKHMH
Bpeinecrpsamm. ~YHucao rakMmx BelLlecTrTs,
MPHMEHAMOMBIX B OLITY, CEJIBCKOM XO351M-
crBe, NnMUULeBO, (PapMaKoJOrHdeckKkor,

npo
K i

23534

HMC

GCoO-
MEIKIY cCe-
HO, B CBsI3HM
e pasBuTH

JIM M
JICIH M.

OGe3 NPOoOsiBJACHMST T[IPH3HAKOR
JIHMCKOPAaAHTHOG
CTpamMHM BO3HHKJIIA, B
C TEM, YTO HA PAHE
HHAKTHBAILLMSA X
npoTrexkaaa rno-
Hlcrnnoneac

Il Y FIH X

PBOIro mMe-

TOAA NOITHE BLIBOJ,
qaTO JI1oG QM oro op-
raumns BHS Ire-

O
= OMNPeacamnre
e n hopmm-

P BeAYyTcst HAaONIoOne -
anosifiuennimu Gauae-
IMBIMM MEXHSAY CTpaffamMmn?

FLHTC TPYJAHOCTH B IpHMEee-
MOTONHA B FeHETHKE HesfoneKar?
TE TNPHUMEpPL HPHAHAKOR  HJTH
T OHPCACACHHLIX GAH3HECILOBBLIM METO-
o THKOe KOHKOPUAAHNTHOCT L ? Koraan
HOCMOULAYCTCs 9TOT NMOKAJZATCh B FCHOTHKE
mnmeKa?

HEKOTOPLIX HAacCHAe nCTrTeECH HbBIX

KOCMETHUICCKON TPOMBILLIJIEHHOCTH H B
APYrax oOaacTsx JAesITeJILBHOCTH JIIOMewn,
B HAaCTOsLUEee BpemMsi orpomMmHo. CpenaH
DTHX BCEILLECTB €CTh H TAKHMEe, KOoTOpble
BLIBLIBAIOT MYTAaILHMH.

Baaronapsi PA3IBHUTHIO ME LM LLH H bl
MOJIOBCK HAYHHJICS OCOPOTHLCST C© OYCHDL
MHOI''HMHM 3abonepadUusamvy. OH yCriemo
sauHaeT ceost OT OOJIBLUIHHCTEBA OYUCHb
OMNMACHBLIX HHMEEKILMOHHbIX 3Aa00OJICBAaAHHA:
OCIbLlI, HYMbI, XOJI€ephl, MAJISIDHHA ¥ JID.

Xapakrepumcrmka MYTANMOHHOIroO
npounecca y uenosexa. Jacrora xpomo-
COMHBIX MYTALLMHA Yy 4YCG/NOBEKA BeEJIMKA
H sIBJISIeTCS MNMPpHYHMHON HapyiueHust (o
40924 ) ¥y HOBOPOXKACHHBbIX. Kpome yIiio-
MHHABLUIMXCH XpPOMOCOMHBLIX OGoJseaHen




CUHAOPOM «Kolaybero Kpuka»

s

* CHHIpOM KOIIaukero KpHKa (Sp-) o0yCcIoBIeH aenelnieii KOpoTKOTo Iuteyua S-it
XpomocoMel. [TommymaiioHHas yacToTa ciHapoMa -rprmnepHo 1:45 000.

» Jlma gaHHOTO CHHApPOMA HaHOOoJIee XapaKTepPHEI CTIel(Irue CKIt Irmay,
HATTOMIHAFOIIIIT KoIlIaube MAYKaHEE, IYHOOOpa3HOe IO, MBI eYHAd THITOT OHIL,
VMCTBEHHOE I (PIT3IUeCcKOe HeToPa3RUTIHE, MIKPOIe(aIi, HIT3KO
PacCTIOIOKeHHEIE, HHOTIA e opMIpOBaHHEIE VIIHEIE PAKOBHHEL, SITHKAHT,
AHTHMOHT OTTOITHEIT pa3pe3 ITa3HEIX Ieleit, Kocornasme. [ITHorga HabmomaroTes
aTpopILI 3PHTETEHOT0 HePBa I OUarTl eI MeHTaIlII ceTuaTKIL. Kak rpaprmio,
BBIIBILIFOT CA ITOPOKH cepiatia. Harbomee 1mMoCcT oAHHEIIT IIPIT3HAK CHHIPOMA -
"Kolraurii KpHK'" - 00y CIIOBIEH II3MeHEHILIMII TOPTAHI: CY KEeHIEM, MATKOCTBIO
XpsIIeit, 0TeUHOCTHIO ITH HeOOBIUHOIT CKIaIaTOCTRIO CIIT3HCT O 00 0IOUKIL,
VMEHBIIIeHIIeM HaJATOpTaHHIIKA. [I3MeHeHITI APYITIX OPraHOB H CHCTeM
He CITEIH(DITIHEL.

* IIpogonKNTeIbHOCTD KH3HIY OOJbHBIX € ’THM CHHAPOMOM 3HAYHTEIbHO
CHIDKeHA, TOJIbKO 0K010 14% 13 HUX nepe:xnBarT Bozpact 10 jger.



CUHAOPOM «KOWAYbero Kpuka»




CuHapom KnanHdenbTepa

CrHgp om KnafiHgensTepa BKIIOUYAET CITY YaH IOJHCOMHH TT0 MOJIOBBIM X OMOCOMaM, TIpH
KOTOPBIX HMEETCA He MeHee JIBYX X-X]POMOCOM H He MeHee ofHoI1 Y-xpomocomel. Harbonee
4acTO BCTPEYAKOIMIHIICA M THITHYHBII T10 KITHHHYECKOI Kap THHE CHHIPOM — 3T0 CHHIP OM
KnarfHpensTepa ¢ Hadopom 47 XXY. DTOT cHHIApPOM BeTpedaeTca ¢ qacToToil 1:500—1:750
HOBOP 0K E€HHBIX MaIbYHKOB. BapHaHTBI ITOTHCOMIH ¢ OOIBIIHM YHCTIOM X- H Y-XpPOMOCOM
BCTP €UAKOTCA peako. KNHHIUecKH OHH TakKe OTHOCATCA K cHHpoMmy KnafHpenbTepa.
[TpHcyTcTBHE Y-XpOMOCOMBI OMpenendeT (popMHp OBaHHE MY KCKOTro rofna. Jo neproaa
MOJIOBOTO CO3P €BaHHA MATbYHKIL Pa3BHBAKTCA IMOYTH HOPMAIbHO, THIIb ¢ HEOOIbIIHM
OTCTaBaHHEM B IMCHXHYECKOM pPa3sBHTHH I eHeTHUecKHIT aucOanaHc B CBA3H ¢ J00aBOYHOIT X-
XPOMOCOMOIH KTHHHYECKH TIP OABIAETCA B TIEPHOJ [TOJIOBOTO CO3pP €BaHIA B BHE

HEIOpP a3BHTIA AHYEK H BTOPHYHBIX MY KCKIX IMTOJOBBIX IMPIH3HAKOB. CéMeHHbIE€ KaHalbLbl
qacTo aTpOpHPY KOTCA, a CIIEPMATO30HAbI HE BbIPaOaThIBAKOTCA, UTO ABIAETCA MPHYHHOI
CTEPIJIBHOCTIL. Y MY’KYHH ¢ cHHApoMoM KnalHdgenbTepa perucTpHpy eTcA IMOBbIIIEHHbIIT
YPOBeHb Xap aKTEPHOTO I KeHIHH ()OJITHKY T0CTHMY THPY IOIEro ropMoHa, KOTOPbIIT
BBIJIETAETCA ¢ MOYOIT, MOJIOUHBIE JKE€e3bl VBEIHYEHb], OJIHAKO K JaKTaLMH OHH He CTI0CO0HDI,
TaK KaK COCTOAT H3 IUTOTHOI COEMHHHTENbHOI TKaHH. B nporiecce Bo3My:KaHHA yV O0JbHBIX C
3THM CHHZP OMOM CKJIaZIbIBA€TCA €BHY XOHHBII THIT CTPOEHHA Tela: V3KHE IUIeYH H rpyaHasd
KJIeTKa, IMIHPOKHIT Ta3, ¢J1ad0 pa3BHTbIE MY CKYJIaTypa H BOJIOCAHOI ITOKP OB Ha JT00Ke,
MOJIMBIIIKAMI, cla0oe OBOJIOCeHHe MHL[a. BonbHbIE 00BIYHO HMEIOT BBICOKHIT pocT. JIroaH ¢
cunap omom KnafHdgensTepa 0O0bIYHO Ge3BIHMLIMATHBHBI H PEIKO CrIocOOHBI K TBOP YECKOIT
JeaTenbHOCTH. OHH JIETKO IMOAMaTCA BHY LEHHKD H 3MOLIHOHATBHO HEY CTOHYHBBIL.
IHTENnmeKT HEP KO TPH 3TOM HE CTPafaeT, XOTA B HEKOTOPBIX CITy Yaeax oTMeyaeTcA

3a71ep KKa YMCTBEHHOTO Pa3BUTIEA, MOP O NpHBOAANAA K AedinbHOCTH. [TouTH Beeryia
YMCTBEHHAA OTCTANOCTh BBIABIAETCA Y OOJBHBIX ¢ XpOMOCOMHBIM HadopoM XXXY HIH Jaxke
¢ XXXXY. BHemHe Takix T10J1ei MOKHO Y€TKO HAEeHTH(HLIHP 0BaTh KaK MY KYHH, OJJHAKO
OHH CTEPHIbHBI H 00J1aJ1al0T BHEIHOCTLED €BHYX0B. HEeCKONBKO CriIaiHTh [P OABIEHHE

cuHp oma KnafiHdenbTepa MOKHO € TIOMOIIBIO HHBEKLIIT aHAIora My KCKOT0 TMOJIOBOTO
rOpMOHa METIJITECTOCTEP OHA, KOTOPBIE Bpa4yH peKOMEHY 0T HauHHATh JienaTh B Bo3pacte 10
— 11 net. ITosToMy OYeHb Ba’KHO BOBpPe€MA HIEHTH(HLIP 0BaTh TaKHX OOJBHBIX, YTO MOKHO
cenaTh B pe3yJIbTaTe aHalH3a HX KIETOK.



CuHnpgpomMm KnanHdenbTepa




CuHapom oyonb-Y

CragpoMm XY Y xapakTepinzyercaKaprorrmoM 47, XY Y. OH BIIepBEIe OITICAaH B
1960 r. YacToTa ciHHIpoMa 10 CpeTHeCTATIICTIUEeCKIIM JaHHBIM COCTABIIAET CPeIIl
HOBOPOKIeHHBIX 0K0I10 1:1000. ITHorma mpreogaTca 3HaUITeIbHO O0mIee BEICOKIIe
nmagHeIe— 1:250.

Hamnbomee yacTEIM ITPIT3HAKOM SABTIIETCSA BEICOKIIT POCT, KOTOPEIT V B3POCIIBIX
OOJIBHBEIX COCTARILIET B cpegHeM 186 cM. OmHAKO STOT IPIT3HAK He BT
aOCONMFOTHEIM, TaK KaK B IIHTepaType HMEITCA OTIICAHIII MY KUIH ¢ KapHOTHIIOM
47, XYY cpegHero pocTa. Y YacTH OOIMBHEIX OTMEUAIOTCI HEPe3KO BEIPaKeHHEIE
€BHYXOITHEIEe UePTHI TeT0CIOKEeHIT H AICIUIacTITUe CKIle TIPIT3HAKIL HeIIPaRIUIbEHOE
CTpOeHIie 3yOOR, VBeIITUeHIIe HILKHeIT UeIFOCTIL, aHOMAIIBHEII IIPHKYC, JeBHALIA
KOJIEHHEIX 1 JIOKTEBBIX CYCTABOB, PAAIIOVIEHAPHBIT CHHOCTO3. Y HEKOTOPBIX
OOTMBHBEIX 0OHAPYAIBAeTCA ITOBLEOIIEHIIe VPORHA aHIPOTeHOB I
TMOTEHHIT3HpYIoIero ropmoHa. [lomopasa pyHKINLT He HapyineHa. Hamrurre
T00aBOUHOIT Y-XPOMOCOMEI MOJKET II HE COITPOBOKIATHCA KIIIMHITUE CKOIT
IMaTOJIOTTelT, HO, HECOMHEHHO, OHO KOppelmIpyeT KaK ¢ HHTeIITeKTYaTbHEIM
HeIOpa3BHTIHEM, TaK I C SMOLIIOHATIEHO-BOIEBEIMII HAP VIIIEHILAMIL.

[Tp11 IgITOTr e HETIIIE CKOM HCCIIeIOBAHIII ¢ TIOMOIIBEO TTFOMITHE CLIEHTHOIT
MITKPOCKOITHI B OVKKATBHBIX Ma3KaxX 0OHapy KIBaeTcd Y -XpoMaTHH. [Ipi aHamre

KapHOTIOIa BEABILICT CA JOITOIHIIT ETIbHAA vY-XPOI\-IOCOM?I.



Tpucomua X

HactoTa TprcoMIT-X COCTABIAET CPeIil HOBOPOKIEHHBIX JeBOUeK I KeHIIITH
1:1000, cpemu ymcTBeHHO OTCTABIX — 0,59 %. BOIBIIMHCTBO JeBoUeK I KeHIIIH
¢ TpricomIieii-X BEIIBIIEHEI CPeH OOMBHEIX TICHXIATPITUeCKIX OO0 HIIIL.

Tpricomrro-X HHOTA HA3EIBAKOT CHHIPOMOM TPIITTO-X, OTHAKO 9TO HE SRILIETCS
000CHOBAHHEIM: TPHCOMIEI-X He 00YCIOBIMIBAET UeTKOT'O ITOCT OSHHOT O

CHMITT OMOKOMITITEKCA.

KroHirue ckite mposApIe I BeCbMa ITOMMOP(HEL a Y YaCTH MAI[HEHTOR C
Tprcomieii-X Boo0Ie He 00HAPYAIBAETCI KaKIX-TTHO0 OTKIIOHEHIT B

(pIT31IUIe CKOM I ITCHXITUECKOM Pa3BHTIOL BMecTe ¢ TeM OHIIM IT3 YaCTHIX
TIPOSBTIEHTI TPHCOMIT-X ABIAETCS HETTIyOOKas YMCTBEHHAI OTCTaTOCTh, KOTOpas
orMeuaeTcay 75 % 0ompHEIX. Ocoboe BHIIMAHIIE TIPHBIEKAET YacTOTa
3a00JIeRaHTII I3 0 (ppeHTieil. Y MHOTTX OONMBHEIX ¢ TPHCOMITeTi-X HaOMOgar0TCsa
3ajiepIKKa (PIr3IuecKoro pa3pHTIL, HET Py ObIe AMCTITACTIIE CKITE TIPIT3HAKIL
STIHKAHT, BEICOKOE TBepaoe HeOo, KIMHOTAKTIUI MIT3HHIIEB. Peike BCTpeuaroTcs
OOBHEIE BEICOKOTO POCTa. Y HEKOTOPHIX ITAIIIEHTOB OTMeYaeTCsa OeCIUIoe,

00V CIOBIEHHOE HETOPA3BUTHEM (DOTIIIKYIIOR.

J1arHo3 cTaBAT TOIBKO IMIPH LT OT eHeTIUeCKOM HCCIIeJOBAHII: BELABILIFOT 47
XPOMOCOM I JABOITHOIT ITOIOBOIT XpoMaTiH. OIICcaHO TakkKe MHOTO CIIVUaeR TaK
Ha3BIBaeMoit momicomm-X: TeTpacomrrt (XXXX) i meHracomirt (XXXXX) ¢
COOTBETCTBYIOIIINM VBeITUeHIIeM KOJITuecTBa Telell ITI0TT0BOT0 XpoMaTiHa. B 511X
CIVUasAX CTelleHb IICHXITUeCKOT0 HeTOPa3BHTILI BEIpakeHa Ipyoee I KoppermipyeT ¢
KOIITUeCTBOM JOTIOTHIT €JIbHEIX X-XPOMOCOM.
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[ noKoLepedbpo3naosbl

Bonesnb I'omie — 3T0 HaHdOI€E YacTO

BCTP €UAKOMIAACA HacAeNcTBeHHAA O0Je3Hb
Hapy MIeHHA HAKOIUIEHHA, TPH KOTOP Ol
IMeeTca Je(pHLUT TH30COMHOTO
(pepMeHTa, pacUIETUIAKIEro

LIEP aMIHNTTOKO3Y , YTO MPHBOIHUT K
00pa30BaHHK) TaK HA3bIBAEMBIX KIIETOK
['ome.

KinHuvyecKass KADTHHA 00JIe3HH:
oTMeYUaeTcA Ip eodafaloliee yBelueHHe
I1ap EHXHMATO3HBIX OpPraHOB, 0COOEHHO
ceneseHku. [Ipu 3TOM CrineHoMeramnma
COIP OBOAKAAETCA THITOCIUIEHIT3MOM ¢
TPOMOOLITOTIEHHEH, aHEMHET 1
nefikorieHHeil. - Harbonee yacto

[OP /KA TCA JAUCTaIbHBIE YaCTI

TPy OuaThIX KOcTeil, 75% OONbHBIX HMEIOT
ocTeoropo3. KocTHbI€ KPIT3EI MOTY T

TP OTEKATh ¢ OCTPOil OOMBIO.

Bonesnbp adpu- Hacoeqy eTcsa
CLIETUIEHHO ¢ X-XpoMocoMoil [IprarHorn
3a00IeBaHIA ABIAETCA AehekT (epMeHTa
a-rajaKTosHgasbl A.

Oobpa3yomeca B pe3yabTaTe aedeKTa
(pepMeHTa TP OJTYKTHI (TPHIEKCO3IT- H

AU aTaKTO3HILIEP aMIT] ) HAKAIUTHBAKTCA B
MOYEYHBIX KaHaIBL[AX, B CepeuHOI
MBIIILIE, B CKETETHBIX MBILILIAX, B
HelIpOHaxX FOJOBHOTO MO3ra, B SHIOTEIHIT
BCEX COCYZI0B. B rmopakeHHbIX TKaHAX
00HAPY/KHBAKT IMEHHCThIE KIETKI U

Cy 1aHO(PIITBHBIE TP aHY JIbI.

HakoruieHiie riayKoairmaa BeI3bIBAeT
XapaKTepHbIE CHMITTOMBI: OBICTPY IO

Y TOMIAEMOCTh, CHILKEHHE OCTP OThI

3P €HI1A, MOBBIIIEHHE ap TePHATbHOTO
JlaBJIEHHA. Y JeTell BO3SHHKAKT IIPHCTYIIbI
THXOopazakil, 00JH B pyKax 1 HOTrax,

[P OTEHHY PILA, aHTHOKEP aTOMBI.
IIpopomkamuieecsa HaKOIUIEHHE TITIHAOB
MPHBOJMUT K [I0YE€YHOIT H CepPAeYHOIT
HENOCTAaTOYHOCTH B Bo3pacte 30-40 ner.



DEeHNNKETOHYPUS

DennixeroHypusi (PKY) - Tsikesioe HaciecTBeHHOe 3a00/1eBaHue,
HACTYyMalolllee BCIeJCTBIE BPOXKAEHHOro AedekTa pepMeHTa, OTBEYAIOLIIEro B
OpraHu3Me 4eJIOBEKa 32 HOPMAaJIbHbI 06MeH peHnsananuHa (0AHOM U3
He3aMeHHMMbIX aMMHOKHCJIOT, BXOASAIIMX B cocTaB OeJka).

IIpu 3a6071eBaHUM HAPYLLAKTCS 00MeHHBIE IMPOLIEeCCh], 0COOEHHO BaXKHbIE JIJIs1
pPa3BHUBAIOLIErocs Mo3ra pebeHka. B kpoBM U APyrux KMAKOCTSIX OpraHn3Ma
HAKAIJINBAETCHA B 00JIBIIOM KOJNYecTBe (PeHNIaJTaHUH M MOBBILIEHO 00pa3yloTcs
TaKHe BelleCTBa KaK (peHWIMUPOBUHOrpagHas, PeHNJIMOJ0YHANA U
(peHMITYKCYCHAS KMCJI0ThI, KOTOPbIE BhIIEJASIOTCSH B MOBBILIEHHBIX KOJNYECTBAX C
mouoii. CilieAICTBHEM HApPYLIIEHHOT0 00MeHa B MO3re SBJISAETCS TSKeJ0e
NcuXudeckoe Heopa3BuTHe. Eciiy He IpeANpUHATO CBOEBPEMEHHOE JeYeHUe, TO
0oJbHbIE HA BCIO JKM3Hb OCTAIOTCHA INTYOOKMMM MHBAJIWIAMU.

ITocTynaloimii B opranum (peHWJIaJIaHUH UAET HA NMOCTpoeHue DeJIKOBO Lienu
WM npeBpaujaeTcs B TUpo3uH. OTCyTCTBUE B NIeUeHU pepMeHTA
(peHUIATAaHUHTUAPOKCHUAA3BI IPENIATCTBYET HOPMAJbLHOMY IIpeBpallieHUI0
(peHnIaTaHuHa NUUM B TUPo3uH. [lo3TOMy deHMIaIaHUH UCTI0JIb3YeTCH JHUILb
IpM cuHTe3e Oesaka, a N30bITOK HAKATIUBAETCH B KJIeTKaX MeYeH! U NonajgaeT B
KPOBOTOK, I'/le KOJIN4YeCcTBO (peHUJIaJaHUHA ABJISETCS TOKCUYHBIM 15 KJIEeTOK
mo3ra. Ilouku He cipaBJsIOTCA ¢ ero peabcopOuueii, B pedyabTaTe Yero oH
BBIBOAUTCS € MOYO0ii. iMmeHHO HanmuyKe 3TOoro ¢peHnJIKeToHa B MOYe AaJ10
OCHOBaHMe Ha3BaTh COOTBETCTRYIOIIIEE MaTOJ0rM4ecKoe COCTOsIHUe
(peHUIKETOHYpPHUEIA.



3aborneranre HACIeAYETCS IT0 AYTOCOMHO-PEI[eCCHBHOMY THITY. YacToTa
roMorcTHHYpHH cocTarisieT 1:200 000 HoropoxIeHHEIX. B ocHOBE 3a001eRaHus
JIeXKHT OTCYTCTBHE WIH CHH KeHHEe aKTHBHOCTH (pepMeHTa IIHCTaTHOHHHCHHT €T a3, YTO
BeJleT K HapyIIIeHHIo 0OMeHa MeTHOHHHA. KodakTopeM IHEeTaTHOHCHHT €Ta3kI SIBJISIET CS
BUTaMHH B6..Jlo3ToMy HaOmogaeTcst ITHpHIOKEHHYYBCTBHT €JIbHAasT H
ITHPHAOKCHHPE3HUCTEHTHAs POPMEL Y PORHTesIel H POJCTBEHHHKORB O0IEHEIX YaCTO
O6HAPY KHBAKOT IMH30(PpeHHIO. PsioM aBTOPOB OTMEYAETCsI (PeHOTHITHYECKOE CXOACTBO
¢ 6onesHpro Mapdana. OqHaxo, IPH TOMOLHCTHHYPHH B OTJIHUHE 0T 60Ie3HH
Mapdana Ooiee BEIpaKeHEI H3MEHEHHS HEPRHOH CHCTEMBI;CHIDKSHHE HHT eIIEKTa H
CYXOPOKHEBII CHHIPOM.

dopmMbl 3a00/1eBaHUSA: KIIACCHUYESCKAST, CBA3aHHAsI C e(HIIHTOM YTHIH3AIHH BHTAMHHA
Bg: obycrorneHHas HapylieHHeM MeTabomrMa G oIIHeBoF KHCIIOTHL.

Kinrnryecks eTH, 60/bHEIE KiTacCHUECKOH (HopMOFH, TIPH POKIEHHH BBITTBIST
3TOPOBBIMH. B0O3MOMKHEI JIHIITE 33/TePrKKa POCTA H pa3BHTHSL. J[HarHo3 oOkIYHO
yeTaHaBIIMBAETCS HOCIIE 3-X JIeT, KOF/[a BEIABILIETCS HO/-BRIBHX XpycTaiika. OCHOBHOH

PEHTI€HOIOFHYECKHI ITPH3HAK - TeHepAJI3 0BaHHEIH ocTeoropos-: Tlpu
FOMOIIHCTHHYPHH HAOTIOIAeT Cs KITHHHYE CKHI ITOITHMOP(hH3IM:



[ UICTUANHEMUS

3adomepaHIe BO3HIKAET B Pe3VIbTAaTe OTCYTCTBIL IUTH He J0CTaTOUHOCTIH aKTIBHOCTI
(epmenTa ITICTHIA3EL. HacmeyeTca ayToCOMHO-PeIeCCHBHO. [T AeTell IepBOTo ToJa
JKIT3HI THCTIIIIH — He3aMeHNMAad aMITHOKIICTOoTa. [T I HeToCcTaTKe THCTI/IIHA B 3TOM
BO3pacTe OTMevaeTCcd HapyIeHIe PeTeHIII a30Ta, BELABILAETCA Je(pIOIIT MacCH Tela,
MOABITAROTCA e VIIeH e KOKI I 3K3eMaT03HbIe BEICHITAHILA. [1PI TTIC T ITHeMITT
IIPONCXOINT HApVIIeH e caMoro 3(peKTHBHOTO aKTIBHOTO ITY TI KaTad OIII3Ma —
IpeBpaleHie THCTIIHA B VPOKAHITHOBYIO KHCIOTY (3TIM ITyTeM B HOPMe

KaTad OMI3IPYeTCA OOTBIIAd YacTh TIICTH/IHA). B pe3yiIsTaTe MeTaboIImieckoro 6I1oka
IIPOIICXOIIT HAKOIUIeHIIe B KPOBI II MOUe TIICTIIIHA. Y BeTITUeHIle aKTIBHOCTI
TPAHCAMITHITPOBAHILA I Y CITT€HHEIT ITePeB 0] THCTIIIHA B IIMILTA30IIIHP OBHHOT PAIHY 0,
M0 30 IMOTOUHVE) I HMITO30TYVKCY CHVIO KIICTOTEL ABIA€TCA KOMITEHCATOPHO-
IIPIICIIOCOONTETHHOIT PeaKIell OpraHiI3Ma.

CHMOTOMBI: OT TKeTOI YMCTBEHHOI OTCTATOCTH JI0 TOTHOTO OTCYTC-TRIHA KaKIX-TTHO0
CHMITTOMOE . CHIDK€eHIIe HHTeeKTa BELARIAeTCA TIIIH V 50%0 GOMBHEIX JleTeil. BonpHEIe
THCTILIHeMIIell IIMeF0T CBeTIII IBET BOIIOC, TOIYOkIe IMa3a. Ha mepBrl IIaH y TaKIIX
TeTell BRICTYIIAaeT ITOPaKeHIle HEPBHOIT CIICTeMEBL: CHIDKeHIIe HMHTeINTeKTa, HapyIIeHIe Peull,
CYIOPOTI. Ay AeTell ¢ HOpMalhHBIM HHTeITeKTOM MOKHO BELIBITH 0COOEHHOCTI ITCIIXTIKIT
TP THCTHIHHEMITI: SMOIMOHATEHYI0 TaOITEHOCTh, arPeCCHBHOCTD.



Hapymenus oomeHa TpurnrtodaHa

Bonesus I'apTHenma. Ay TOCOMHO-P €LIECCHBHBIN THIT HacnegoBaHA. [IpH qaHHOM
3a00JIeBaHHH HAOMI0aeTcA TEeHETHUECKOe H3MEHEHE TPaHCIOPTHOI (PYHKLIH KIETOK
CIIIBHCTOI 000-TTOYKH KHIIEYHHKA H I OKCHMAaIbHBIX OTIEN0B [T0UYeUHBbIX KaHalbLeB. i
GomnesHi apTHena XapakTepHbl KOKHad (pOTOUY CTBHTENBHOCTD, TI€IIArp Oroq0 OHbII
JEePMaTHT, MO3/KEUKOBaA aTaKCHA ¢ BOBIIEYEHIEM B IMPOLIECC TP aMITIHBIX ITy TEH, Hapy LIeHHe
by HKLIHH 7K €Ty JOUYHO-KHIIEYHOT 0 TPaKTa. Y HEKOTOPBIX J€Tell BBIABIAETCA YMCTBEHHAA
OTCTANIOCTh.

Hugukanypus. B ocHoBe 3a00eBaHIA JIEKHT Hapy II€H€ BCAachbIBaHHA TpHIITO(aHa B
KHIIEYHHKE ¢ 00pa30oBaHHEM H30BITOUHOTO KOMHYECTBAa HH0JA, KOTOPBI BCachIBAETCA,
OKHCIIAETCA, CYIb(aTHpy €TcA H BBIJENAETCA B BHAE HHAHKAHA. [TocnemHHiT OKHCIAETCA 1o
BIIHAHHEM BO3JIyXa J10 TOJTy 60ro HHAHKAHA, OKPAIIHBAKOIIEro IMeleHKH B CHHIIT LIBET
(6onesHb "romy ObIx rieneHoK" ). IIpH HHAHKaHY pHH HaOM0daeTca THIIEPKaIbLIHEMIA,

He(p OKaNBbLIHO3, TEPHOIHIECKAA THITEP TEPMIIA.

Cungpom Taga. AyTocOMHO-P€LIECCHBHBIN THIT HacneqosaHA. [Ipu cuHapome Tama
HaOTI0TaeTCA HEMOCTAaTOK (pepMeHTa TPHITTO(aHITHP 01a3bl, KaTaTI3HPY IOIEro

Tp eBpaleHe TPHITTo(aHa B KHHYp eHHH. HapymeHHa cBA3aHbl ¢ YHAOTEHHBIM Ae(HLITOM
HHKOTHHOBOI KHCITOTBI H H30BITKOM HHIOJNBHBIX coeqrHeHHil. [Ipu cuHgpome Tama
OoTMe-vaeTcA Iy 00KaA YMCTBEHHAd OTCTATOCTh, HAHIT3M, MO3/KE€UKOBasd aTaKCHA.
Cunapom Ipaijica. I'eHemriueckiii Jed)eKT KHHY p eHHHITIp oKcHnasel. HaGmomaerca
I30BITOYHOE BBIFENEHHE ¢ MOYOIT KHHY P eHHHa 3a cueT 010Ka epmeHTa. OCHOBHOE

TIp oABIEHIE cHHApoma [Ipafica — cKiepoaepmiia.



Hapyiienusa umMmMyHgge

o ArammarnodynnHemus



ArammarnofynmHemMums

ATAMMATITOB Y JIITHEMIA (rpeu. oTprm. mprcTaBka a- + rammpa-
100y IHH + rped. haimaKpoBb, CHH. | TTAHTHIIOT aMMa-T 00y TITHEeMILT,
OonesHp bpyToHa) - HaceACTBeHHOe 3a00IeBaHIle, XapaKTePII3yoleecs
OTCYTCTBIEM ILTH Pe3KIM CHIDKEHIIEM COAepP /KaHIIIB KPOBII raMMa-
I1100y MIHOB. [Ipir 5ToM CHIDKAeTCs I CTAHOBITCSA HERO3MOKHOIL
BBIPAOOTKA QHTHUTEIL, B CBARII € UeM OOTBHEBIe C araMMarIo0y IITHeMIIei
UPerBBITAITHO OIB e KeHbI HH()EKITIOHHBIM OOTIe3HIM.

AramMmarnoOymmeMIs - peakoe zadonepanie (qactota 1:1 000 000). Trm
HACIeJOBAHILI - PelleCCIBHEII, CLEIITeHHEIT ¢ X-XpoMocoMoil. BeTpeuaeTcs
TOJBKO Y MANIBUIIKOB, OOBITHO B BO3pacTe A0 6 meT. HaunmaeTcd 3adoneanie
OOBIMHO CO 2-TO Fofia JKII3HII, HO IIePBEIe er0 IMPIT3HAKII MOT'Y T HOSBHUTHCT Y Ke
B KoHIle |-roromga. Kmimmiraeckn araMmMarioOy IImHeMILI XapaKTepH3y eTcs
PEINTAIBUPY FOIIIIMIT OaK TePHATbHBIMI MH(PEKITIIMIL B TO BPeMI Kak

BIIPY CHBIE [TEPEHOCATCA OOBITHO YAOBIETBOPUTeNbHO. H(peKImoHHbIe
OOJIe3HII IIPII araMMar 100y IHHEeMITI IIPOTeKA0T JIITeIBHO, ¢ YaCTBIMII
00OCTPEHILIMA 1 TSKEIBIMI OCIIOKHEeHIIIMIT. ) TMETa0TCA IIOBTOPHBIE
ITHEBMOHINI, OTIITHI, IO PMIIL, CETICIIC.
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CuHOpom BépbecoHa

* bépbecona- (I)OI)CI\I&]HZI-.JIGI\I‘AH‘A CHHAPOM —
HaclIeICTBEHHag popMa crmaboymust ¢ oxkupeHueM. [lcuxuka
XapaKTepH3yeTCsI YMCTBEHHBIM HEJJOPA3BHTHEM CTCIICHH
UIHOTHH U HATMUUEM SIMHICHTU(POPMHBIX MPHITATKOB,
arpeCCHBHBIMHU TCHICHITHSIMU, a(l)(l)CI\THBHbIMH BCIIBITIIKAMH.
CoMaTHYECKH - MaJbIH HIH KapJIHKOBBIH pocT, genu valgum,
TUIIOTHPEO3, TUCILUIACTHUSCKHUE YEPThHI B CTPOSHUH JIHIA U
yepena (OanIeHHBIN Yepel, V3KUE ITIa3Hble MISIH, KOKa U
IOIKOKHASI OCHOBA B O0JIACTH JI0A U MISK OTESUHBI, YVIITHBIC
PAKOBHHBI YBeIHUEHBI ). OKHpEeHHE PpaBHOMEPHOE, HECKOJIBKO
OOJIbIIIE BRIPA’KEHHOE B 00JIACTH MOJIOUHBIX JKelIe3.
['unorenutamu3M. Yamie 00Iet0T MY>KUHHBIL. 3a00JICBaHHE
HACJICICTBEHHOE, THII HACJICJOBAHHUS PEIECCHBHBII,
CIETIJICHHBIHN C MOJIOM.



Mykoeucyudos

MyKoBHCIIHI03 - (OT TaTHHCKOTO MUCUS - CTIOT3E, Viscidus - BA3KIIT) caMoe
pacIpocTpaHeHHOe HaclleCTBeHHOE 3a00IeRaHIie, IIPI KOTOPOM ITOpaKarTCs BCe
OpraHBL, KOTOPEIE BEIETLTIOT CEKPETEL. DTO OPOHXOIErOUHAasA CHCTeMA,

IO/ KeNYIOUHA JKeTle3a, TIeUeHb, TI0TORBIE JKele3hl, CITFOHHBIE JKeTe3hl, JKeTle3bl
KIIIIeUHIKA, TIOTIOREIE JKeTTe3kl. [13-3a medekTa (MyTaIp) reHa CeKPeTEI BO BCEX
OpraHax BsS3KIe, TYCTEIE, TT0STOMY X BEITETIEHIIE 3aTPYIHEHO. B TerKix m3-3a
BSI3KOT0, UACTO THOIHOTO CeKpeTa, TPYIHOOTIEIeMOr0 H CKaIUIHBAOIIET OCT B
OpOHXaX, JOBOIMEHO OBICTPO (MHOTIA VKe B TIEPBEIE MeCSIIEI JKIT3HIT) Pa3BHBAIOTCS
BOCTIATIIT €JILHBIE ITPOIIECCHI - TIOBTOPHEIE OPOHXHTEI I/ IITH ITHEBMOHITH C
ITOCTETTEHHBIM (pOPMITPOBAHIIEM XPOHITUECKOT0 OPOHXOIETOUHOTO TIpoliecca. Y
aeTeit OTMeUArOTCs ITOCTOAHHEIT pa3paskaroII (IHOTIAa KOKITFOIIETION0OHEIIT )
Kalllellb, OfbIIKa. [13-3a HemocTaTKa (hepMEHTOR ITOJKETY0UHOIT KeTIe3El Y
OOBHEIX MYKOBHCIIIIO30M TUIOXO0 IIEPEeRapHBaeT s ITIIIA, TI0TOMY TaKIie JeTIL,
HEeCMOT s Ha TIORBIIIEHHEBIIT aTOIeTHT, OTCTAI0T B Bece, V HIIX OOIILHEI, AIIPHEIT,
3TMOBOHHEIT CTYI. 113-3a 3acT0d KemuIl y HEeKOTOPBIX JIeTell pa3BHBAeTCA IIPPO3
TIEUeHIL, MOTYT C(hOPMIIPOBATECA KAMHH B JKEITUHOM ITY3BIpE.

MyKOBICIII03 3a7I0KEH B T€HAX I ITlepefaeTc Ito HacneacTry. Kaxment 20-it

AIIT €7Ib TTTAHETHI ABTIAEeT ¢ HoCHTeneM JedeKTHoTo reHa. MyKOBHCIIIO?3
BO3HIIKAeT y pedeHKa B TOM CIIyuae, eCIH OH OT 000X pOIHTeNelt (H 0T MaMEL,
OT ITaIThI) TTOJIVUILT 110 TeHY ¢ MyTalfieit. Hikakrie mpHpoHbIe KaTaKIr3MEL,
O0me3HH poaHTeNell, X KypeHIe IITH ITPHeM alTKOT OIFHBIX HAITHTKOB, CTPeCCOBEIe
CHTY AL 3HAUEeHITI He IMer0T. MYKOBHCIII03 OJIHAKOBO YacTO BCTpevaeTcsa Kak
V MATTBYUIKOB, TaK H ¥ IERBOUEK.



KpemuHu3m

KPETUHW3M - (ot ¢panil. crefin - ci1abOyMHBIH, KPETHH), SHIOKPHHHOE
3a00JIeBaHHUE - HEAOCTaTOUHAS PYHKIUS IIUTORMIHON XKENe3bl, 3ajepkKKa
(U3MYECKOTrO M IMCHXUYECKOIO PA3BUTHS, ITIABHBIM 00pa30M B FTOPHBIX
pafioHax ¢ HEAOCTATKOM HOJIa B BOJE WIH KaK HACIIEACTBEHHAS ITaTOIIOTHSL.
IpuyunHEL pa3BUTHS KPETHHH3MA CBSI3aHBI C IIPUPOIHBIM (3K30T€HHBIM)
HedrmToM Hoa B BOJIE HIHIIE WIN SHAOFEHHON HEJOCTATOYHOCTEIO €T0.
CpeaHuit pocT B3POCIIBIX OOIBHBIX KPETHHH3MOM: My XUMH 146,7¢M, XeHIIMH

140cMm. YV cTpajgaronix KPeTHHH3MOM KOPOTKHE KOHEUHOCTH, KPHUBBIE HOTH,

IIMPOKHUE KUCTH C KOPOTKUMH IMAIbL[aMH, YEPEIT KPYIJIBIN, JIMIO ¢ HU3KUM
J100M, OYTIOBATOE, HOC CEMIOBUAHBIN, IIa3HbIE BITAJMHBI NITYOOKHE, VI
Gonbume SI3BIK IIMPOKUH, HE IIOMEMAIOIIHICS BO PTY, KOPOTKHE PEAKAE 3YOHI.
Koxa 6ne11Ha51 Cyxasl, OBOJIOCEHNE OeiHOE. YaCTHI IyITOYHBIE U ITAXOBbIE
I'PBIXKH, YBEITWYEHHE IIUTOBUAHON JKEIIE3hI; TIOJIOBLIE OPIraHbl HEJOPA3BUTHL.
CyIIecTBEHHO HapyIIeH OOMEH BEIIECTB, TEMIIEpATypa Tella CHIDKEHA.
ITOCTOSIHHBIM M BRIPAXKEHHBIM PACCTPOHCTBOM SIBASIETCS CHIDKEHHE CITyXa
(HEpeJKo rITyXOHEMOTA). [IcHXHYecKast OTCTAIOCTh ITPH BEIPAKEHHOM
KPETHHH3ME TOCTHLAET CTENCHH MIMOTHH. BOIBHBIE MEJTHTEIIBHBI, COHIMBEL,
pedb UX 33/IEpikaHa; YCBOCHNE 3HAHIH M TPYAOBBIX HABBIKOB 3aTPYAHEHO H
3aMeIEHO. JIeueHNe = KOMITEHCUPYIOUIME HEAOCTATOYHOCTH IIUTOBHIHON
KeJIe3bl ITperaparsl. [Ipu TeyeHnn ¢ paHHETrO AETCTBA MHOIHE OOJIBHBIE
KPETHHHU3MOM IPHOOPETAIOT HABBIKK K CaMOOOCIIYKUBAHHUIO M CIIOCOOHEI

“BBITIOJIHSITH HECIIOXKHBIE OJHOTHITHEIE paOoThI. [IpodrrakTrka - HOAUPOBaHKE

BOJBI H ITHUIIH.



JlenpevyayHnsm

Jlenpeuayunsm (leprechaunismus; upmauna. leprechaun raow;
CUH. JIOHOXBIO CHHAPOM) - HAacJeCTBEHHAs OOJIC3Hb KSHIIUH,
o0yclIOBICHHAS HAPYIIICHUSAMU pa3BHTUA U JTUCPYHKIHEH
SHIOKPUHHON CHCTEMBI, XapaKTepH3YeTCs THMOTPOUELii,
MaJIbIMU pa3MepaMu JTHI[a, THPCYTU3MOM, YBEIHUSCHHEM
MOJIOUHBIX JKeJIe3, KIIMTOpa U MaJbIX MOJIOBBIX IO,
THIICPIIIa3HeH SHYHHKOB H OCTPOBKOBOTO amapara

O/ KEITYIOUHOM JKeITe3bl, HAKOIIJICHUEM TJIHKOTEeHA U JKeesa
B IICUCHU, KAIBIIHHO30M MMOYCSK, HACIeAYeTCsI MO ayTOCOMHO-
PELUECCUBHOMY THUILY, OTPAHUUSHHOMY ITOJIOM.






[[emornodunHonaTumn

I'emormo6nHonaTHN (OT reMOrIOOMHII Tped. pathos - ctpaganze,
OOIIe3Hb ), FeMOrJI0OHHO3bI — COCTOSHIIL, 00y CITOBIIEHHBIE IIPIICY TCTBIIEM
B K]PACHBIX KPOBIHBIX TeIbIlaxX (spmpomrrax) OJHOT O IUTH HECKOIBKIIX
AHOMAIIBHBIX (TTATOMOTITMECKIIX ) TeMOTr TOOHHOB . Beimeneno cpriie 50
MTaTOIOT I ECKIIX Pa3HOBIIHOCTeII reMOr100IHa, BOBHIIKIIIIX B Pe3yIbTaTe
BPOZKIEHHOT O, TIepeIaBaeMOr O TIO HaCeACTRY ,z[e(l)ema OOp’l’SOBaI-I[ISI
GelKoBOIl YacTI FeMOr OO A - TI00IHA. [TpI aHOMANIIIX TeMOTIO0IHA

HaPYIIAIOTCS (PIT3IKO-XIMITIECKIIe CBOIICTBA SPUTPOLIITOR, OOMEHHbIE
IIPOLIECCHL B HIIX, 3PUTPOLIITEI CTAHOBITCS MeHee Y CTOITIIBBIMII K
pas3mITIHEIM FeMOTIBUPY oM (pakTopan. lpnnepenae
TeMOTTIOOIHOIIATH OT OZHOT O IT3 POAUTe el (TeTepO3Ur OTHBII TIIT
HACIeJOBAHII ) HOCUTEN ITaTONOTITIeCKOT O TeMOT TOOIHA MOTY T OBITh
IIPAKTITIECKI 310POBBIMII TFOABMIL, TIPH IIepegate FeMOrTOOMHOIIATInI OT
000IIX poaNTeNell (TOMO3IT OTHBII THIT HACTIEIOBAHIIT)  AeTell BO3HIIKAeT
KapTHHA TSKEI0To reMomra. Hardonee pacpocTpaHe bl IT OTIITIAI0TCS
TSKECTBIO IIPOSBIEHIIT CePIIOBIIHOKIIeTOMHA (ApeaHOoIIITapHas )
AHEMIIT 11 TaTaCcCeMITL



man anevua (HbS) ceasana ¢ Hamuunem
roJIoruueckoro remorinoouna S. [pu stoi

_HKaJIBHOI‘O IIaBJICHH}I KHUCIIOPO/Ia B
yWKaromen cpejie npuodperarot gpopmy cepna. [pu
JIMYCHUH B KPOBU KOJIMUECTBA CEPIIOBHIHBIX SPUTPOIMTOR
TAET BA3KOCTh KPOBH, 3aMEIIBIETCS KPOBOTOK,
TPOHCXOJUT PaspyIICHHE CCPHOBH/THBIX YPHTPOLHTOB,
pa3BUBaIOTCA TPOMOO3BI B Pa3IHYHBIX OpraHax. v
MpaKTHISCKH 30poBbIX HocuTenel HbS cepnoruHocTs
SPUTPOIUTOR U MOSIBICHHUE MPU3HAKOB 3a00JICBAHUS MOTYT
HACTYIUTH JIHIIb B YCIIOBUAX runokcuu. Ilosromy Beem
HocutelsiM HbS npotuBomnokaszansl ciry:kOa B aBHAIIHH, a
TaK’Ke MOJIETHI Ha caMOJIETax 0e3 JOCTaTOUHOTO
KHCIOPOJAHOTO 00ecTIeUeHHUS.



Tanaccemuns

Tanaccemusi - 3adomneBanIle, PacIpOCTPAHEHHOE B CPEAIT3eMHOMOPCKIIX
CTpaHax. XapaKTepIH3yeTcs 3HAUNTeIbHBIM [TOBBIIIEHIIEM COIeP/KaHILI
HDbF 8 xporn. [Tomararot, aTo mmpi 3ToM 00pa3oBaHIle HOPMATBHOT O
remornoomsa HbA nomasneno. HapyeHno takske oOpazopaHie
Keme30coaepsKareil TacTH reMorIo0Ha (rema). Pasmiraarot 60mbIyio,
MaTYEO II MITHIIMATBEHY IO TanacceMIno. [Ipi reTeposimr oTHOM
HaCIeI0BaHIII Pa3BHUBAOTCA Malasd, I MIHIIMATbHAL, TalacCeMILd, IIPI
TOMOS3HTOTHOM - OombImad. [[1mg Becex (hopM TamacceMIm XapaKTePHO
HAIITIIe B KPOBHU "MIIIIEHEeBIIHBIX ' SPUTPOILIUTOB, B KOTOPBIX

I eMOTIOOITH PACcIIONIOJKeH B IIeHTpe KIIeTKH B BIIIe MITIIESHII.

HPHBHaKH CEPHOBIIHOKIETOYHOIT AaHeMIII I TaTIacCeMINI (3a1ep KKa
OOIIero pazBUTILL, aHEMILI, KeITYIIHOCTD, YBeITUeHIIe IeUeHI],
CeJIe3EHKIL, II3MeHeHII KOCTell CKeleTa ) HOSBIIII0TCS C paHHeT O JeTCTBRA.
O cnosKHeHIIeM CePIOBIIHOKIETOTHOI AHEMIIIT SBIIOTCI TPOMOO3EI
COCY QOB KIIIIEYHIIKA, [T MEHTHBIE KaMHII B JKETUHBIX ITy TIX.



I'emoguans — PenecciBHO Haclie 1yeMoe 3a00lIeBaHIie, CIEIIIEHHOe ¢ X - XPOMOCOMOITL.
["emodumnig A - HapyieHie cuHTes3a paxTopa VIII (aHTHreMO(PIIIEHOTO IITOOVIIHA A ).
["emodmia B, i 6omesss Kpictmaca, - HapyieHre ciHTesa pakropa [X
(’]HTIH‘GMO(])IUIBHOI‘O rnooyimma B ). I'emodroming C — ayToc COMHO-PEIIECCHBHO HacIe Ty eMad
GO0Te3HE, 00V CIOBTEHHAI HAPVIIEHIeM cHTe3a (hakTopa X1 (aHTHreMOo(ILTEHOTO IIT00Y IIHA
C).Temodmmma A n B BCTPEYAETCA Y MY/KUIH, KEHIIIHEI ABLAF0TCA KOHTYKTOpaMIL OOIIe3HIL
remogruiig C mopaxaeT o0a mona. Cpei O0IBHBIX ¢ HaCTIe,I[LIBeHI{BH\UI KOaryIoIaTIiavII Ha
reMo(Iiro A mpuxo T 68-79 %o, Ha IeMO([)Immo B — 6-13 %, remodymmizo C — 1-2 %
,I[e(pmun (paKTOPOB IIPHBOMIT K 3aMeIIEHIE0 00Pa30BaHILA KPOBAHOTO CIYCTKA ( Ipomm)
KOTOPHIL JOMKEH BEOIONMHIITE 3aIlIITHYIO POTE, OCTAHABIIBAA KPOBOTEUEHIIE I3
MIIKpOococyIoR (mamerpom 6omee 100MEM).

Knnanueckas KapTHHa. KpoBoTeueHIie I KPOBOTOUIBOCTE IMPOABIIAKTCA C JETCTBA
(IIITEeTBHOE KPOBOTEUEHIIE I INTOX0€ 3a/KIBIIEHIIE ITVIIOUHOIT PAHKIL, I10JKOKHEIE,
MeKMEBIIIeUHEIE, BHY TPHCYCTABHEIE TeMAaTOMEL KPOBOTEUEHIL ITOCTTEe TPABM I OIIe PALIL, TP
CMeHe MOTOUHEIX 3V00B, KelIVI0OUHO-KIIIIeUHEIE I IIOUeUHEIe KPOBOTEUEHIT ). ['eMoppariit
0COOEHHO YacTHI I BEIPAKEHE] Y OONBHBIX ¢ TAKETOI (popMoil GomesHI ( YPOBEHE
a”HTHreMOo(IIEHOTO (pakTopa—oT 0.5 10 2%): V GOIMBHEIX CO CPeTHIIMIL I TeTKIMVIL (pOPMAaMII (
AQHTITeMO(IUIEHENL (pakTop — 0T 2.5 10 30%0), a TakKe V OONBHBIX ¢ TeMo el C
CIIOHTAHHAI KPOBOTOUIBOCTE MeHee XapakTepHa. 114 TakIix O0OIEHEIX OITACHEL TFOEIe
OIlepaTIBHEIE BMEIIATeNh CTRBA, OCIIOKHAFOIIIIECA O OIITEHBIMIL IT ITIITETH HEIMIL
KpOoBOTeueHILIMIL. [T OBTOPATOLIIIECT KPOBOIBIILIHILA B TOKTEBEIE, TONEHOCTOIHEIE CYCTABEL,
MeKMBIIIEUHEIE I BHY TPHMBIIIIEUHEIE TeMaTOMEI ( TeMaTOMHBIT THIT KpOBoroq][Bocm) BEIVIK
XPOHITYECKIM apTPO3aM, KOHTPAKTYPaM, aTPOII MEIIIT, TICER IO OITy X OTLIM O PIOLIHOTL
IIONIOCTIH, CYcTaBax, MpIIMax oexpa. [Tociae e TBIL KPOBOTEUEHIT I YACTEIX TPAHC( V3L
IIPIBOIAT K ay TOIMMMYHHBIM CIHApOMaM: oABIeHIe aHTHTeI K VIII i IX dakTopam
(aHrIOHTOPHAL (pOPMAa TeMO (I ), pa3sBHTHEe BTOPHUHOTO PEBMATONTHOIO CHHIPOMA,
aMILTONTIO3 ITOUEK, ay TONMMYHHAA AHEMILT.



.

Tpombodunum

TPOMBO®PILIII 'EMATOI'EHHBIE — cocToAHNA, XapaKTepH3Y IHECA HAKITOHHOCTBIO K
Pa3BUTHIO PELIHBHPY IOIHX TP oMO030B KP OBEHOCHBIX COCYJOB (I1p €HMY IECTBEHHO BEH)
Pa3sHOIT TOKaIH3aLHH BCJIECTBHE HAPY MIEHHIT ¢OCTaBa H CBOIICTB KPOBH.

OTHONOTHA, TTaTOreHe3. Pa3niualT JBe OCHOBHBbIE TPYIMILI FéMAaTOT€HHBIX TP OMO O (DHITHIT:

— CBA3aHHBIE TP €HMY I[ECTBEHHO ¢ IT3MEHEHITAIMH P EOJIOTHYECKIX CBOIICTB H KIETOYHOTO
COCTaBa Kp OBH:

— o0y coBIeHHbIE [Tep BHYHBIMH Hapy MIEHIAMH B CHCTEME IeMOCTa3a.

B niepBoIT rpyrime BeIAENAKT (JOPMBI, CBA3aHHbIE € H30BITKOM KIIETOK KPOBH H €€ CTY I[eHHEM
(MOMMLIITEMIIA, 3PHUTP OLIUTO3bI, TP OMOOLIUTEMII H Jp.), ¢ HApy MeHHAMHI (pOpMbI H
neopmMadenbHOCTH 3PHTP OLUTOB (HarpHMep, MHOKECTBEHHbIe TPOMOO3bl H HH(papKThI IpH
CEPIIOBHIHOKIETOYHOIT aHEMIIH), ¢ ITOBBIIIEHHEM BA3KOCTH ILIa3MbI.

Bo BTOpOI1 rpyre BbIAETAIT (POPMBI:

— CBA3aHHBIE C MMOBbIMIEHHEM aderalpioHHOI (PYHKIIH TP OMOOLIHTOB (B TOM YHCIIE
BCJIEZICTBHE Hapy WIEHHA PaBHOBECHA MEAKIY CTHMY IATOpPaMH H HHIHOHTOpaMH aderali B
I1asMe Kp OBH);

— CBA3aHHBIE ¢ THIIEPTIP OJTYKLEH H rHIlep akTHBHOCTRhIO (pakTopa BrnnedpaHaa:

— CBA3aHHbIE C JAe(PHLIHTOM HIH aHOMATHAMH OCHOBHBIX (DH3HOIOTHUECKHX aHTHKOAryJIAHTOB-
anTHTp oMOHHa 111, 6enkoB C 1 S;

— CBA3aHHBIE ¢ Ae(PHLIITOM HIH aHOMATHAMI (paKTOP OB CBEPTHIBAHIA KPOBH H KOMIIOHEHTOB
(pHOPHHOMHTIYECKOIT H KaJITHKP eHHKHHHHOBOIT cHcTeMbl (gedrnmr dgaxropa XII,
TUTa3MEHHOTO TP eKaLTHKp €HHA, BBICOKOMOTEKY IAPHOT0 KHHHHOTE€HA, aKTHBATOPa
TUT1a3MHHOT€Ha, P MOJIEKY IAPHBIX aHOMAaMHI (pudpHHOTeHa H Ap. ).

Bce 5111 Hapy mieHHA MOTY T ObITh HAC/IEICTBEHHBIMI, T. € I'€HETHYeCKH 00V CIOBJIEHHBIMIL, H
MPHOOP €TEHHBIMH ( CHMITTOMATHYECKIMIH).






docar-guader

POCPAT-AMABET — goMIHHAHTHO CIIeTUIEHHOE ¢ X-XPOMOCOMOIT 3a00IIeBaHIIe C
Ty O OKTIMIT Hapy eIt (pochopHO-KaTBIIEROT0 00MeEHA, KOTOPEIE He VIaeTcs
BOCCTAHOBHTE OOBIUHBIMIL J03aMI BHTaMIHA D. B CBA311 ¢ 3THM ITOARIUIOCE APYTOE
Ha3BaHIE 00MIe3HI - PaXHUT, Pe3HCTeHTHBIT K BUTAMITHY D, 0JHAKO B TefICTBHTeTBFHOCTH
peus HIeT He 0 paxXHTe, HO O PAaXHTOMOT00HOM 3a00IeBaHIIL.

OTHOIOTIL, TaToreHes. [Ipexmomararor, uro mmpu docdar-gradere HapYIIIEHE
SH3MMATIUeCKIIe IIPOIeCCH ITpeodpazoBaHII BUTaMIHA D B aKTHBHEIE
TOPMOHOITOA0OHEIE CYOCTAHIIIIL IUTI CHITKeHA UYBCTBHT €TIbHOCTE PEIeTITOPOR SIIHT eI
KIIITeYHIKA K JeTICTBIIO STHX MeTa00IMHTOR. XapaKTePHBIMI OMOXTIMITUE CKIIMIT
TIPIT3HAKAMIL ARTETFOT CA (pochaTyprra, rrmrodocaTeMirt, TOBBOIIeHIE AaKTHBHOCTH
TTapaIHT OBITHEIX JKeTe3, BEICOKAd aKTHBHOCTE IeT0UHOIT (hocdaTasbl KPORIL
PeaOcopOInLa KampILd B KIOIeUHITKe CHIDKeHa.

Kmrrrueckasa kapriHa. @ ocdar-aradeT HMeeT CXOIHBIE UePTEL ¢ 0OBUHEIM D-
IeIIMTHEIM PaXHTOM, HO H OT/OTUAETCS OT HETO TEM, UTO IIPI JaHHOM 3a00IIeBaHIIIT
OTCYTCTBYIOT ITPIT3HAKI 00II el HHT OKCHKAIIIIL, 00IIee COCTOSHITE OCTaeTCs
VIOBIETBOPUTENBHEIM. B oTmimuIie oT paxira IIpoIecchl 0CTeOMATIALIIL H OCTeOHIHOIT
TTHITEPITTIA3IIH BEIPaKeHEBI ITPEHMYIIeCTBEHHO B KOCTAX HIKHIIX KOHEUHOCTeft
(HCKpPHBIIEHIIe TITHHHBIX TPYOUaTEIX KOCTelt I qedopMaInisa KOIeHHBIX I
TOIIEHOCTOTMHEIX CYCTaRoR ). Kimmrrrueckit hocdar-aradeT mposaBIIieTcsa He B TIEPBEIe
MeCSAIIBI KIT3HIL, @ BO BTOPOM ITOIYT O JKIT3HIL, TTOCTIe TOTO KaK JeTH HAUIHAFOT
BCTABATEL HA HOKKIL.

Copepzxanie pocdopa e KpoBH OOMBHEIX CHIIKEHO 10 15-20 MI/m, VPOBEeHE KaIbIILI He
IT3MeHEH. SHAUINTeTLHOE ITOBBIIeH e SKCKpelrm hochaToB ¢ Mouoii (B 4-5 pas Brmire
HOPMBEI) HAOIMFOaeT e HeTTOCTOSHHO I 3aBHCHT OT aKTHBHOCTI ITAT OTIOTTUeCKOT 0
TIpoIecca.



HacneacTBeHHbI HepUT

HACJIEJCTBEHHBIT HE®PIIT. 3THonorHA, MaToreHes He H3ydeHbl. LIpenmonaraercs, 4to
3a00JIEBaHIIE€ CBA3aHO ¢ My TaLlHell reHa, KOHTP OTHPY IOMIET0 CHHTE3 CTPYKTYPHBIX ONKOB
MOYEYHOH TKaHH, a TakKe JIpy rHx opraHoB. CyIIecTBY €T JBa BapHaHTa HacIeACTBEHHOT0 HedpHTa
- CHHIPOM ATBITOPTa H reMaTy piueckiii HeppHT. Bolee TKenoe TeueHHe O00J1€3HH HaOI0aeTcA
Y JIHL] MYy 7KCKOT0 I10J1a, 4YTO CBHIETENBCTBY €T O BO3MOKHOCTH HACcA€JOBaHHA T10 JOMHIHAHTHOMY
THITY , YaCTHYHO CLIETUIEHHOMY C ITOJIOM.

KniHiveckasd KapTiHa. I'emMaTy pHUecKHiT BapHaHT HauHHAEeTCA He3aMeTHO, MOYEBOIT CHHAP OM
BBIABIIAETCA CITy YaiiHo. OTeKH H apTepHalbHaA THIIEP TEH3HA OTCY TCTBYIOT, HO IMOABIAKTCA MPH
Pa3BUTHH MOYEYHOIT HEMOCTATOYHOCTH, KaK TPaBHIO0, B ITOJIP OCTKOBOM BO3pPacTe HIH Y B3 OCIBIX.
MoueBoii CHHAPOM XapaKTepH3y €TcA 3PHTP OLITY pHE pa3IHYHOI CTeleHH - OT HE3HAUHTENTbHOTO
VBENHYEHHA KOJIHYECTBA 3PHUTP OLIHTOB A0 MakporeMaty pHi. OGHapy /KHBAIOT TaK/Ke YMEp €HHY K0
TP OTEHHY PHIO H Y HEKOTOPBIX JIETE - MP eX0 AN KO TeHKOLMTY pHio. BakTepHy pHii, Kak ITpaBHIIO,
He ObIBaeT. BHOXHMITUECKO€E HCCIeq0oBaHe KpPOBH HE BbIABIAET BbIP A/KE€HHBIX CJIBHTOB, Y
HEKOTOPBIX JIeTell MOKeT HaOMIIaThCA Hep e3Kasd JTHCIIP OTEHHEMITA H THITEP U EMIIA.
[TapipianbHbIe (PYHKIIH ITOYEK B TeUEHHE JAMHTEIBHOTO MEPHOIa OCTATCA HEHAPY HIEHHbIMH,
HHOTa BBIABIIAETCA THITEP aMHHOALILTY PHA TIep erpy309HOr0 HIH peHalbHOTO THIIa. Bonee
TAKETBIE TP OABIIEHHA Xap aKTePH3Y 0T CHHIPOM AJBIIOPTA, MPH KOTOPOM HMEETCA COUeTaHHE
MopasKeHA MoveK, Ia3 H TyTOYXOocTH. B ¢BA3H ¢ TeéM 4TO TYTOYXOCTh PAa3BHBAETCA B MO3THIX
cTamiAx OonesHH, paHHee AHddep eHLp OBaHHE CHHIpPOMa AJBIIOPTAa MOKET OKa3aThCA
3aTPYAHUTENbHBIM. TTopakeHie ciyxa o0y cIOBIEHO Iop aKeHHEM CITYXO0BOT0 HEPBa HITH
KOXJIEAPHOT0 armiapaTa H Y HEKOTOPBIX OOMBHBIX BBIABIAETCA TOJBKO MPH ay JHOMETPHYECKOM
HCCIeNOBaHHH. Y OOMBIIHHCTBA AeTell ¢ HacIeqCTBEHHbIM HepHTOM 00HAPYKHBAKOTCA CTHIMBI
m33MOpPHOreHe3a B BH€ aHATOMHYECKITX aHOMANHIT CTPOeHHA MOYEBOIT CHCTeMbI, a TaK/Ke
BHEIIHIE CTHIMbI (THITEP TEMOPH3M, aHOMAIHH CTPOEHHA Y IIHBIX PaKOBHH, MMANbLIEB PYK H HOT).
JIna TiKensix (hopM HacIeICTBEHHOT0 He(ppHTa XapaKTepHO ITp OrpeIHeHTHOE TeUeHHe ¢
MOCTENMEHHBIM P a3BHTHEM X OHHUYECKOIT ITOUeYHOIT HEJTOCTaTOYHOCTIL



