[eHOMHbIA UMNPUHTUHT NPU OKUPEHUU HA NpUMepe

cuHapoma lNpapepa-Bunnum

WzydeHne MOIEKyISIpHO-TEHETHIECKIX OCHOB OKUPEHUS
SIBJIICTCS OMHOM M3 aKTyaJbHBIX ITPOOJIEM COBPEMEHHOIM
MEIWIIMHEL. [eHeTHYecKass TeTepOreHHOCTh OXHPCHMS,
CIIOXKHOE B3aMMOOTHOIICHUE MEXKIY TeHAMU «OXKUPECHUS»
W <«TeHAMHU-TIOCOOHMKAMU» 3aTPyOHSICT peIIeHUEe 3TOi
npobiembl. K HacTosmieMy BpeMEHH YCTaHOBJICHA TeHe-
THYeCKasl TIpUpoaa HEKOTOPBIX MOHOTEHHBIX (popM 3a00-
JieBaHus. UMEHHO HOCTUMXXKEHMST MOJIEKYJISIDHOW TeHEeTH-
KI, TMMYHOTE€HETUKH TIPEIOIPEACITIIIN BO3MOXKXHOCTD yT-
JIyOJICHHOTO M3y4eHUs TaKuX (popM 3a00jIeBaHUSI.
[IpakTyeckn Ha MPOTSKEHUM Bcero XX BeKa 3aKOHBI
Mewnpens mpy MOHOTEHHBIX 3a00JIEBAHUSIX CINTAINCH He-
3p10sieMbIMU. OnHaKko B KoHIlE 80-X romoB XX Beka ObLI
OTKPBIT (DeHOMEH T€HOMHOTO MMIIPUHTHHTA, KOTOPBIHA,
SIBIISASICh UCKITIOUCHUEM M3 IIPABUJI, TTO3BOJISICT OOBSICHUTD
0COOCHHOCTH HacJIeOBaHMSI HEKOTOPBIX 3a00JICBaHMIA.
[eHOMHBIII UMOPUHTUHT — OMOJIOTUYeCKUii (peHOMEH MO-
nudukanuy crieuruduyeckux reHoB uin cermeHTon JJHK
Ha 3Tarie TaMeToreHe3a B ayTOCOMHBIX XpOMOCOMAax, KOTO-
pBIil TMMUATHPOBAH MPUHAMICKHOCTHIO TEHOB MaTEepUH-
CKOM WJIM OTILIOBCKOM KOMMH. [CHBI 3KCIIPECCUPYIOTCS B
3aBHUCHUMOCTH OT TOTO, OT KOTO M3 POAUTEJIC OHU YHACIIe-
JIOBaHBI. YCTAaHOBJIEHO, YTO OKOJI0 1% reHomMa uejoBeka
SIBJIICTCS CYOCTpaTOM IJISI UMIIPUHTHHTa. bromornaeckast
pOJIb UMIIPUHTUHTA HE OIpeecHa, a MeXaHU3MBI 3TOTO
¢deHomeHa Mato n3ydeHsl. [lomaraiot, 9To MOIUGUKAIINAS
TeHOB OOYCJIOBJICHA METUIMPOBAHUEM CITEIU(DUICCKIX
ocTtaTKoB 1tnTo3nHa B 1eru JJHK 1 mpoitecc aToT mpouc-
XOIUT B STMIIEKJICTKE MJIU CIIepMaTo30uae. [eHOMHEBIN UM-
MIPUHTAHT HA3BIBAIOT SIUTCHETUICCKIM (DEHOMEHOM, H,
B OTUIMYME OT MYTaIliH, TIOCIeI0BAaTEeIbHOCTh HYKJICOTH -
IIOB IIPYM 3TOM IIpollecce He m3MeHseTcsa. boiee Toro, de-
HOMCH MMIIPMHTHHTA MOXKET MCYe3aTh B MPOIecce rame-
TOreHe3a U BHOBB ITOSIBIIATHCS MCXOMIS M3 TTOJIOBOTO TIPH-
3HaKa. Tak, K mpuMepy, MeTHJIMPOBAaHHBIN TeH, HaCJIeIye-
MBI My>KCKO# 0COOBIO OT MaTepu, OyIeT HEMETUIUPOBaH
B IIpoIIecce CIIepMaToreHe3a, 1 3TOT HeMETHIMPOBAaHHBII
TeH, TIePEIaBIINIACS YKe eTo TOYePH, TOJDKEH PeMETUIIN -
poBaThCA B IIpoIiecce ooreHe3a. B pe3yabsrare Takoro pas-
Jmanst, Hacireayemas ot MaTepu kKonust JJHK otmmyaetcs
OT HacJIeIyeMOM OTIIOBCKOM Komuu. Takoe pa3iamyue OT-
paxkaeTcs B 3KCIIPECCUN TeHOB, HECMOTPSI Ha TO, YTO HYK-

0.B. PemusoB

'Y QHOOKPUMHOIOrMYECKUIA HaYYHbIN LEHTP
(amp. — akag. PAH u PAMH U.WN. lepoB) PAMH, MockBa

JIeOTUAHA TocyieaoBaTebHOCTh NBYX Konuii JIHK uneH-
tiyHa. [Ipollecc MMIPUHTUHTA MPUBOIUT K WHAKTHBA-
LIMH OTIIOBCKO MJIN MAaTEPUHCKOMN KOTTMU HEKOTOPBIX I'e-
HOB. Hapymenue mpoliiecca MMIIPUHTAHTA TIPY MyTallln
00YCIIOBITBACT MOBHIIIICHHYIO WIM CHIDKCHHYIO 9KCIIpec-
CUI0 UMITPUHTUHTOBBIX T€HOB.

OTKpBITHE TEHOMHOTO UMITPUHTUHTA TTO3BOJIMIIO OOBSIC-
HUTHh OCOOEHHOCTHY Pa3BUTHUS M HACJIEIOBAaHUS TaKWX 3a-
0osieBaHMIT KaK «TPaH3UTOPHbIN» HeOHATaJbHbIN AUA0ET
[1], cuampom Ilpanepa-Bumm (CIIB), cunompom bexsu-
Ta-Bunemana [5].

KapuotunupoBaHue TIpOBOAWIOCH IO CTAaHIAPTHOU Me-
tonuke B MITHLL PAMH (3aB. — 1. 6. H. A.B. I1onsK0B).
JAHK Bbigensnyu u3 o0pa3ioB KpOBU HNALUEHTOB U POAU-
TeJieil METOJOM BhICAJTUBAHUS.

Tnbpunn3zanms in situ mpoBoauiack ¢ 30HI0M SNRPN;, crie-
HU(MUIHBIM 1JTSI KPUTUYECKOTO permoHa 15 XpOMOCOMBEL.

IIpuBonum HabOmoneHue cuHapoma I[lpanmepa-Bumau c
pesyjabraTaM MOJICKYJIAPHO-ITCHCTUYCCKOTO O6CJ'IC,E[OBa-
HU4.

A.K, 12 ner (puc.1l), moctynuia 8 DHLL PAMH c xanobamu Ha u30bI-
TOYHYIO Maccy Tejia, TIOBBIIIEHHBII allleTUT, 3aAePKKY TEMITOB hu3nye-
CKOTO ¥ TIOJIOBOTO Pa3BUTHUS, 3aAePXKKY TICUXOMOTOPHOTO pa3Butusi. 13
aHaMHe3a U3BEeCTHO, YTO IEBOUKA POIIIIACH B CPOK ¢ Maccoit Tena 2500 T,
poctoM 48 cM. B mepBble Hemeny XU3HU HAOMIOAATACH BBIpaXKeHHAsI TH-
TIOTOHUS MBIIIII, 0TKa3 OT efbl. Co 2 rona XXU3HU OTMEYaeTCs MOBBIIIe-
HUE aleTHTa, U30BITOYHOE PAa3BUTHE TTOAKOXHO-KUPOBOU KIETUYATKH.
B Bo3pacre 11 j1eT y 1eBOYKY MOSIBUJIMCH 3KaJT00bI Ha JXKaxKay, yJaleHHOe
Moueucryckanue. [fmkeMusi B TeueHHMe CYTOK BapbupoBaia oT 6,3
MMOJTb/J (HaTomiak) 10 20,9 MMoJb/1 (TIocsie mpreMa MUIm).

[pu mocTyIuieHNU B KJIMHUKY Macca Tea 67 kr, poct 141,5 cm, UMT=
33,5 kr/m>. TTooKOXHO-KMPOBasi KJeTyaTKa pa3BUTa M30BITOYHO, pac-
npeneneHa paBHOMepHO. MHTEIEKT CHIDKeH. ATIMETUT moBkieH. [1o-
noBoe pazButue 1o TanHepy: 0-1. [To BHyTpeHHUM opraHam 6e3 0COOeH-
HoCcTell. B Xxoze mepopaibHOTo TIIOKO30TOJIEPAHTHOTO TECTA TITMKEMUS:
0 MuH. — 5,9 mmomab/a, 60 mun — 14,1 mmonb/n, 120 mun — 12,2
MMOJIb/1. HaeKe nHcynmnHopesucteHTHOCTH 1o HOMA= 1,2 (Hopma
1-2), I u 11 ha3br cekperimy MHCYIMHA HYDKE |-0ii MpoleHTWIn (puc.2).
AnTHTeNA K ToTaMataekapookcwnase 0,3 Ex/n (Hopma no 1 En/m), an-
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THUTEIa K OCTPOBKOBBIM KJIETKAM — OTp., aHTUTENa K TUpo3uHpocdara-
3¢ — orp. Pesynbratel mpo0sl ¢ KiodenrnHoMm Ha Beiopoc CTT: 0 MuH —
0,25 ur/mia, 30 mun — 1,3 vr/miu, 60 mua — 2,4 ur/mia, 90 mua — 1,7
ur/mi, 120 mun — 0,5 Hr/mi.

Pesyavmam yumoeenemuueckozo uccaedosanus: Kapmorun 46XX.

TIpu MonekyaspHO-TeHeTUUeCKOi uccaenoBaHuu 30HI0M SNRPN BbI-
SIBJIEHAa MaTepUHCKasl MYTUTMKAIUs (OTIIOBCKasl ajUulelib OTCYTCTBYET) B
KPUTUYECKOM perroHe 15 XpoMocoMBbI, KOoTopast crieliudpuyHa st CUH-
npoma [lpanepa-Bumim.

Y 6onpHOI mMeeT MecTo cHikeHue I 1 11 das3er cekperrum
WHCYJIMHA, U HECMOTPsI HAa MOPOUIHOE OXKUPEHUE, UYBCT-
BUTEILHOCTh K MHCYJIMHY coxpaHeHa. CHIDKeHne (DyHK-
uuu P-kierok npu cuHapome Ipanepa-Bumiu He acco-
LMMPOBAHO C UMMYHHBIMU HapylIeHUSIMU. Y OoJblIeit
4acTu OOJIbHBIX YYBCTBUTEJIbHOCTb K WHCYJMHY HE CHU-
JKeHa, YTO OJHAKO HE MCKIII0YaeT COYeTaHUS DUCHYHK-
LIUU (-KJIETOK C UHCYJIMHOPE3UCTEHTHOCTBIO.
Pacnpoctpanennocts CIIB cocraBnser 1 ciygaii Ha
25000 HOBOpOXIEHHBIX [6]. XapaKTepHbIMU KJIMHUYEC-
KMMM TIPOSIBJIEHUSIMU B TIEPUOJ, HOBOPOXKAECHHOCTHU SIBJISI-
I0TCSI: BbIpaXK€HHasl MbIlLIeYHasi TUIIOTOHMSI, CHUXKEHHBIIA
anneTtuT. HeckonbKko mosnHee mospiseTcs noaudarus u
oxupenue. etn ¢ cunapomoM Ilpagepa-Buiau nmeror
TUIOXME€ TEMITbl POCTa, YKOPOUEHHbIE KUCTU U CTOTIbI, TH-
MUYHOE BbIpAXXEHUE JIMLIA, 3aAEPXKKY TEMITOB IOJOBOTO
pa3BUTHS (TUIIOTOHAZOTPOITHBIN THITOTOHAAN3M) C TCH-
JNIEHLIMEN K paHHEeMY aJpeHapXxe, OCTEONopo3 U B HEKOTO-
PBIX ClIydasix TMIONUrMeHTanuo. Hu3kuii poct 60abHbIX
cuHaapomoM Ipanepa-Bumm gactnaro odycmosieH CTT
(COMaTOTPOITHEIN TOPMOH)-AC(UIINTOM. XapaKTepHBIMU
yepTaMy 3TOT0 CUHAPOMA TaKXe SIBJSIOTCS: HapylleHUe
TMICUXOMOTOPHOTO Pa3BUTUSI, SMOLIMOHAIbHAS HECTAOUIb-
HocTb. [Tpubau-
3UTEJIbHO Y KaX-
JIOTO  BTOPOTO
OOJILHOTO CHHII-
pomoM Ilpane-
pa-Bunnu pas-
BUBAETCS caxap-
HBII 1nadeT nin
HapylieHue To-
JIEPAHTHOCTU K
TJIIOKO3eE.

Y G0JIbHBIX CUH-
npomoM Ilpane-
pa-Buniu npu
LIUTOTEHEeTUYEC-
KOM o00OcJienoBa-
HUM BBISBIISIETCS
neneuust JJIMH-
Horo rmeya 15
XPOMOCOMBI.
WnrepecHo, 4To
neneuus: WaeH-
TUYHOTO PETUO-
Ha 15 xpomoco-
MBI (GanabI
15q.11-13) o06-
HapyXuBaeTcs 1
Mpu Ipyrom, oT-
JIMYHOM TI0 KJIU-

Puc.1: BonbHas A.K., cuHgpom
Mpapepa-Bunnu, [del(15)(q11.q11)]
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Puc.2. 1 (1-3 muH.) u Il dpasbl cekpeumm MHCYJIMHA
y 6onbHOIi cungpomom Mpagepa-Bunnun
B OTBET Ha BHYTPUBEHHbIN I0KO30TOJIEPAHTHbINA TECT

HUYECKUM MpOSBIEeHUSIM oT cuHiapoMa I[lpanepa-Buiiu
3a00JIeBaHUU — CUHIpOMe AHTrejibMaHa. Y OOJIbHBIX 9TUM
CUHJIPOMOM OTMeYaeTcss MUKpouedanvs, MUKPOTHATUS,
TSDKEJI0€ HapylIeHUE TICUXOMOTOPHOTO Pa3BUTUSI C OTCYT-
CTBUEM PEUYEBBIX HABBIKOB WJIM KpaliHe CKYAHBIM PEYEBbIM
3aracoM, TMIepakTUBHOCTb, HApylLlIEHWE CHA, TIPUITIaIKU,
aTakcus U B HEKOTOPBIX CIydasiX TUITOIMUTMEHTALMS.

HBa (peHOTUNMICCKN pa3HBIX 3a00JI¢BaHUS BHI3BAHHI Ha-
PYIICHUSMHA B MICHTUIHOM peruoHe 15 xpomocomsl. Oxi-
HakKo y TmaiueHToB ¢ cuHapoMoMm Ilpanepa-Bunnu Hapy-
11I€HA 9KCMPECCUsI TeHOB OTLIOBCKOM KOTIHUU, a Y OOJbHBIX
CUHIPOMOM AHrejibMaHa — HapyllleHa 9KCIPEeCCUsl MaTe-
PUHCKOU KOIIMH.

Iupokuit cnekTp 3HAOKPUHHBIX HAPYIIEHUM TTPU CUH/I-
pome Ilpaaepa-Buiu Gosibleii 4acTblo SIBISIETCST CJIEI-
CTBHEM HapyIIeHWI (YHKUWI TrumoTtanamyca. «OTIIOB-
CKMe» TeHbl MMEIOT MCKJIOUUTEIbHO BaXKHOE 3HAauyeHUE
JIJIS1 TIpaBUJIbHOTO (hDOPMUPOBAHUS TUITOTajamMyca. ¥ aM0-
PUOHOB MBbIIIEH-XUMEP MPOJEMOHCTPUPOBAHO HAKOILIE-
HUE «aHIPOTEHHBIX» KJIETOK (KJIETOK C MyIUTMIIMPOBAH-
HBIM OTIIOBCKMM T¢HOMOM) B TUIIOTaJIaMyce.
YcTaHOBJIEHO, UTO HApYIIEHUE IKCIIPECCUN T€HOB OTLIOB-
CKOM KOMUM MPOUCXOAUT B pe3ysibraTe TPeX MpOLECCOB:
nenenn («OTCYTCTBUE aKTUBHBIX» TEHOB), TUCOMMH («I0-
TOJTHUTEIbHBIC» T€HBI) W MYyTalluM WMIIPHHTUHTOBOTO
ueHrpa. Ipubnusurensio 70% ciaydaeB cunapoma Ilpa-
nepa-Buu obycnosieHo geneuueii, 20-28%- matepuH-
ckoil gucomueit [5]. B mociaenHeM ciyyae, B mpolecce
Meiio3a JBe KOIMMU y4acTKa XPOMOCOMBI HacleayeTcsl OT
MaTepu, B TO BpeMsl KaK yJyacTOK OT OTIa OTCYTCTBYeT. Be-
POSITHO, TUCOMMUSI SIBJIIETCSI PE3YJIbTaTOM M30aBJIEHUS Te-
HOMa OT TPUCOMUU WK MOHOCOMUU. B ocraBiuxcs 2-5%
cllydasx TPUUYUMHON CUHApOMA SIBJISIETCS MyTallus MM-
MPUHTUHIOBOIO 1IEHTpa, HacjeayeMas 1o ayTOCOMHO-10-
MHWHAHTHOMY THUITY. DTO ¢IMHCTBEHHAS IIPUINHA CUHIPO-
ma Ilpanepa-Buwiin cBsg3aHHasi ¢ BBICOKMM PUCKOM IIO-
BTOPHBIX CJy4aeB B ceMbe. KpaliHe peako HapylleHue
npoliiecca TpaHCIOKAlUKU TTPUBOAUT K Pa3pbiBy XpOMOCO-
MBI B ydactke 15q.11-15q.13. Ha pwmc. 3 cxemaTmdyecku
npexncTasieH 15q11-ql3 permon. CHHMM IIBETOM 0003Ha-
YeHbl OTLIOBCKHWE WMIIPUHTUHI-3aBUCUMBbIE T€HbI, Kpac-
HbIM- MaTepUHCKUE. VIMIPUHTUHI-HE3aBUCUMBbIE TEHBI




0003Ha4YCHBI 3¢JeHBIM I1BeToM. (DUOIETOBBIC yKa3aTe/In
0003HAYaIOT 30HY KOHTPOJS IIEHTpa WMIIPUHTHTA B 5’
koHrie SNURF-SNRPN nokyca. BepTukaabHbIe TTOIOCH
orpanmunBaioT snoPHK TpaHCKpHUIITOpPEI, a TOPM30HTAIb-
HBIE TIOJIOCHI — OTHOCHUTEIBLHOE PACTIONIOXKECHUE MIOCHTHU-
(pUIIMPOBaHHBIX 9K30HOB U IPYTUX TPAHCKPUIITOPOB BHY-
tpu SNURF-SNRPN Jo0kyca. Kpectammn gepHOro mseta
0003HaYCHBI Han0O0JIee TUITMIHEIC YIaCTKU JICIICIIMN.
PacrionoxxeHure 1 TUII TCHETUIECKOM TTOJIOMKH OIIPEACIIs -
10T peHOTUIT OOBbHOTO. Tak, 60osbHBIE cuHApoMoM I[lpa-
nepa-Buwimm ¢ Mukpojenenyeil 1eHTpa WMIIPUHTUHTA
MMEIOT KJIIACCMICCKUM (PeHOTHIT ¢ THIMTUYHBIMU TICHX03a-
mu. BonbHEBIC Xe ¢ gemenueli, TOMUMO KJIACCHYECKOTO
(beHOTHUTIA, YACTO UMEIOT TUITOITMTMEHTAITNIO KOKHBIX IT0-
KPOBOB, BOJIOC U TJIa3, YTO SBJISICTCS CJICACTBUEM YTCPHU
MMIIPUHTUHT-He3aBUCUMOTo P TeHa, OTBEeTCTBEHHOTO 3a
pa3BUTHE aTbOMHU3MA.

be3 anexBaTHOro AMETUYECKOTO KOHTPOJISI, HEYTOJIMMOE
YyBCTBO TOJIOAA TIPUBOAUT K MOPOMTHOMY OXUPCHUIO.
CaxapHblil 1uadet, TPoMO0(dIEOUT, OTEK HIKHUX KOHEY-
HOCTEi, cepIcTHO-JIETOYHAsT HEIOCTATOTYHOCTh O0YCIIOB-
JIMBAIOT JIETAJTBbHBIA MCXOI OOBIYHO B BO3pacTe 10 35 JIeT.
Y 6onbHBIX cuHApoMoM [Ipanepa-Bumin HapylieHne -
IIEBOTO ITOBEICHUS IIPOSBISICTCS IIOCTOSTHHOI OTPeOHO-
CTBIO B €JIe, TIJI0OX0# HACBIIIaeMOCThIO, OBICTPBIM HACTYII-
JICHMEM YyBCTBa TOJIONA TOCJIe TIpHMeMa MUINM, KpaxkKeit
MPOAYKTOB TMTAHMSI, KpaXkeil HeHEr C IEeNbI0 ITOKYIKHU
MPOAYKTOB, IIOCTOSTHHBIM ITOMCKOM MECT, TIe MOXKHO ITI0-
€CTb, U3BPAIICHHBIM aIlleTUTOM (BKJI. Teodaruio). B cBs-
31 C 3TUM 0C000¢ 3HaUYCHNUE TTPUOOPETAIOT ITOIBITKI PaH-
HEro BBEACHUSI HU3KOKAJOPUIHON, cOalaHCUPOBAaHHOM
JIIUETBI C PErYISIPHBIMU (PUBUYECKUMU 3aHITUSIMU U T10-
CTOSTHHBIM HaOJIOIeHUEM CO CTOPOHBI B3pOCibiX. CBO-
OOIHBIN TOCTYM K MIPOMYKTAM ITUTAHUS, ICHBTaM JOJLKCH
OBbITh UCKJIIOUCH. B yieueHnn 60abHBIX cuHApoMoM I[lpa-
nepa-Buim Mcnoiab3yloTcsl aHOPEKTUKU LIEHTPaJIbHOTO
IEeUCTBUSI, CaXapOCHIDKAIOIINE IpernapaTsl (MeT(OPMUH,
THA30IMANHINOHBI, WHCYJIWH), aHTUTUIICPTCH3NBHBIC U
TUTIOJIUTINACMIYECKIE TIperapaThl.

bonbHble cuHapoMoMm Ilpanepa-Buiim nMeroT LieHTpaib-
HOE OXHMpPEHWEe, HO OTHOCUTEIBPHO HU3KOE COmeprKaHUe
BUCIICPATTLHOM XXMPOBOIT MacChI. DTO, BEPOSITHO, OOBSICHSI-
€T HEBBICOKUIT pUCK Y 00JIbHBIX cMHApOoMOM [1panepa-Bu-
JIA TaKUX META0OJMIECKUX ITOCICACTBHI OXMPEHUS, KaK
WHCYIMHOPE3UCTEHTHOCTD W TUTICPTPUTIIULICPUICMISL.

VY 40-50% 6oJbHBIX 3afepxKKa POCTa OTMEUYACTCS YXKe BO
BHYTPUYTpOOHOM Tteprone. CIoHTaHHAsI M CTUMYJIHPO-
BanHas1 cekpeunst CTI u UP®-1 cHIDKeHa Kak y IeTei,
TaK W B3POCIEIX. Tepanmsi peKOMOMHAHTHBIM TOPMOHOM
pocTa 4eloBeKa y TaKMX OONBHBIX BBEICOKO3(D(MEKTUBHA.
ITommmo pocroBoro addekra, nedenre CTT mpuBoauT K
3HAYUTEILHOMY CHIDKCHUIO KMPOBOU 1 YBEIIMUCHHIIO MbI-
IIEYHOI MAacChl, MOBHIIICHINIO BEIHOCIMBOCTH, YMEHbIIIC-
HUIO MBIIICYHON rumoroHn. HecMmoTpst Ha TO, 9TO ypo-
BEHb MHCYJIMHA HATOIAK B MPOIIECCE Tepariiid TOPMOHOM
pocTa TTOBBIIIIACTCST, 2 CKOPOCTD YTHIIM3AIINH TTFOKO3BI CHU -
xkaetcs, pazsutust HTT wim CJI, 0ObIYHO TIpU aieKBaTHOM
HaOJTIOEHNH W BEACHUN TaKMX OOJTEHBIX HE OTMEUACTCS.
OcTeoIropo3- Apyroe acCOIMMPOBAHHOE C CHHIPOMOM 3a-
6osesanue. [1o kpaitHeit mepe, y 20% GOJIbHBIX B aHAMHE-
3¢ OoJree OMHOTO mepesioMa. Teparus MOJIOBBIMU CTEPOU-
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JaMy YBEJIMYMBAET MUHEPAJbHYIO TUIOTHOCTb KOCTHOM
MAacCChI ¥ CHIKAeT PUCK TIePeIOMOB.

Y 70-95% GonbHbix cuHapomoM [lpanepa-Buiiy BbisB-
JISICTCSI TUTICPCOMHOJICHTHOCTB, UYTO BEPOSITHO 00YCIOBIIC-
HO HapylleHHneM (QYHKIIUM OPEeKCHH-COIepKaIIUX Hel-
POHOB B JIaTePaIbHOM THITOTaIaMycCe.
[IpenmpuHUMAIOTCS WHTCHCUBHBIC IIOIBITKN BBIICHUTH
KJTIOUCBBIC MEXaHM3Mbl HapyIICHUSI TUIIEBOTO ITOBEIC-
HUsI, pa3BUTHS OXKUPEHUS Y 00JBbHBIX cuHapoMoM [Ipame-
pa-Buum. [Toka3zaHo, 94TO ypoBeHb IrpeliiHa HATOIIAK, —
SHIOTCHHOTO JIUTaHaa perenTopa cekperarora CTT, - 3Ha-
YUTEJIBHO TIOBBIIICH y TaKUX OONBHBIX. B CBSI3M ¢ 3TMM
MOXXHO TIPEATIONIOKUTh HAJTMINE CBI3M MEXIY THITeprpe-
JTMHeMMeH U ruriepdarueii. MHTepecHo, 4To He Mpu Ka-
KHX APYTUX (popMax OKUPEHUS TaKOI BEICOKOI KOHIICHT-
paluu rpejrHa He Habmonaetcs. [TpuurHa 3Toro cocto-
SHUS He M3BecTHa. He MCKITIOUEHO, YTO OHA SIBJISIETCS
CIICACTBMEM HapyUICHUU B TUIIOTAJIaMyce WUIM CBsI3aHa C
HapyIICHUSIMH TTApaCUMITATHYECKOM MHHEPBAIINH.
IMocTrpanmnanbHast CEKpelnsl aHOPECKCUTEHHOTO IIaH-
KpeaTUIeCKOTO MOJMIICIITHIA 3HAUNTEIFHO CHIDKeHA TIPU
cunapome I[lpanepa-Bunnu. ¥V GoibHBIX Tak ke oOHapY-

° Hopmaanaq cekpeuuna nentnHa
® [10OBBbILLIEHHEIV YPOBEHb rpesinHa HaToLlak

o CHWXeHHas NocTrnpaHavanbHas CEeKpeuus naHkpeaTu-
4ecKoro noaunenTuaa

o CHWXeHHasi CeKPeLIMs MHCY/IMHA HATOLLLAK 1 Noce npu-
ema nuLm

e HopmanbHas cekpeums X0NeLMCTOKMHUHA

¢ HopmanbHoe pacnpeaeneHne HeMpoHOB B MHDYHAMOY-
NISIPHBIX SApax, CoAepXaLuyx HemponenTua, Y, aryTu cxo-
XU NPOTENH, NPOONMMOMENAHOKOPTUH, PUNUBUHT dak-
Top CTI

e HopmanbHoe pacnpegeneHve Herponentuga Y, arytu
CXOXEro NpoTenHa B MHGYHAMOYNAPHBIX Aapax

® HopMasnbHOe KOAMYECTBO HEMPOHOB, COAEPXALLMX PU-
nn3uHr daktop CTI B UHOYHAMBYNSPHBIX SApax

¢ YMeHbLUEHHOE KOJIMYECTBO HEMPOHOB, COAEPXKALLMX
pynuaunHr dpaktop CTI B UHPYHANOYNSPHLIX SApax y ae-
Ten, nonyyaiowyx neveqme CTI

¢ HopmanbHoe pacnpeaeneHne OKCUTOLWH 1 Ba30omnpec-
CUH COAepXalluX HEeVpPOHOB B MapaBEHTPUKYISAPHbIX
anpax

® YMEeHbLUEHHOE KONMYecTBO 00LWwwx (38%) M OKCUTOLWMH
(42%) copepxalumx HEMPOHOB B MAPaBEHTPUKYNISPHBIX
aapax

¢ HopmasnbHoe KONMMYecTBO Ba30MPECCUH COAepXKallyx
HEMPOHOB B MapaBeHTPUKYNIAPHbIX AApax

* HopmanbHoe pacnpeneneHne HeMpPoHOB, COAEPXaLLMX
KOKavH- 1 aMpeTaMuH perynmpytoLLme TpaHCKPUnTopsl
B MHQYHANOYNSAPHBIX, MapaBEHTPUKYISPHLIX SApax U
naTepasbHOM runotanamyce

® YMEHbLUEHHOE KONNYECTBO HEMPOHOB, COAEPXaLLMX
PUNU3MHE GaKTOP NIOTENHU3NPYIOLWErO rOPMOHa B na-
paBeHTpuKynsapHbix sapax Ndn-knockout mbiwen
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Puc. 3. Kputnueckuii peruod cuiagpoma Npapgepa-Bunnn (15q11-q13)

JKE€HO CHUXKEHHUE KOJIMYECTBA OOIIMX M OKCUTOLIMH COfIep-
KAIMX HEMpPOHOB B MAapaBEeHTPUKY/ISPHBIX SIApax, 4YTO
MOXET MMETh Beylllee 3HaueHMe B pa3BUTUU Turepda-
run. Hike mpuBempeHBl MMEIOIIMECS B IUTEpaType HaH-
Hble O OMOJIOTMYECKU AKTUBHBIX IMENTUIAX, FOPMOHAX,
ofecreuynBalonInX OalaHC MEXIY YyBCTBOM rojioga U Ha-
coleHueM, rpu cunapome Ipanepa-Bwum [2,3,4].

B maroreHeTnyeckue MEXaHU3Mbl Pa3BUTHUSI HAPYyILIEHUI
MUILEBOrO MOBEACHMUSI MOXET ObITh BOBJIEeYEHA M JIMMOU-
yecKasl CUCTeEMA, aMUTIAINS, S-TUAPOKCUTAPAMUH-, HO-
pagpeHaJIMH- ¥ JONAMUH- CUTHAJIbHBIE IIyTU. DTU XK€
CTPYKTYPBI MOTYT O0YCJIOB/IMBATh TAKKME IICUXMUECKUE Ha-
PYILLIEHUS KaK AeIPECCUBHbBIE COCTOSIHUS, STIU30/bI arpec-
CHBHOIO MOBEICHMSL.

HecMoTpst Ha TO, UTO K HACTOSIIIIEMY BPEMEHU BBISIBJICHO
OTHOCHUTEJIBHO HEOOJIBIIIOE KOJIMYECTBO UMITPUHTUHT3A-
BUCHMBIX T€HOB, OTKPBITME 3TOr0 (PeHOMEeHa SIBUJIOCH
BaXXHBIM I1aTOM B U3YyYeHUU T€HETUKM OXUPEHUS U ca-
XapHOTO JuabeTa, OIpenesisieT HaIpaBlieHUs TepcrieK-
THUBHBIX METOMIOB JICUCHUsI, IMEET CYIIECTBEHHOE 3HaJe-
HHUE B MEINKO-TEHETUIECKOM KOHCYJIBTUPOBAHUU. B 110-
cJIeJIHUE TOIBl BBICKA3aHO IPEIIOJIOXEHNE, YTO C IPOo-
meccom mmnpuHTHHTa (INS-IGF2 mokyc) cBsi3aHO pas-

BUTHE CaxapHOTo auabeTa 2 TUIIA, CMHIPOMA ITOJIUKHICTO-
3a SIMYHUKOB y aeTeit [8]. B memomM 3HaueHmMe 3TOT0 (heHOo-
MEHa BBIXOAUT 3a Mpenesbl OJHOUW 00JaCTU MENULIUHEI.
YcTaHOBIEHO, YTO TaKWe 3a00JIeBaHUS, KaK CHUHIPOMEI
bekButa-Bunemanna, Pyccens-CunbBepa, AHTeIbMaHa,
HEKOTOphIe (POPMBI ayTH3Ma M HOBOOOPA30BAaHUI TaK Ke
OOYCJIOBJICHBI HapyIIeHHEM IIpollecca TeHOMHOTO WM-
MIPUHTHAHTA.

KapTtupoBaare KpUTUIECKOTO permoHa cuHapoma I[Ipa-
nepa-Bumiu Ha 15 xpoMocoMe MO3BOJIMIIO HAIIPaBJIEHHO
MIPUCTYIIUTH K U3YICHUIO PO 15 XpOMOCOMBI B pa3BUTHHI
oxupeHus. [IpoBeneHHBIC K HACTOSIIEMY BpEMEHH MOJIe-
KYJISIpHO-TCHETUUECKHE MCCIIeHOBaHUS BO (hpaHITy3CKOM
TOMYJISIINY TTOATBEPANIIN CBSI3b OKUPEHMS, pa3BUBIIIETO-
¢S B ISTCKOM BO3pacTe, ¢ JIOKYCOM 15 XpOoMOCOMBI, BKITIO-
qaroIeit KpUTUIeCKUit pernoH cuaapoMa Ilpangepa-Bu-
M. BeICKa3aHO MpPeaInoaoXeHne, 4TO MOJIMMOP(U3M Te-
HOB B 3TOM PETMOHE MOXKET OBITh OTBETCTBEHHBIM 3a pa3-
BUTHEC OXUPEHUS, KOTOPOe (PEHOTUITMICCKU HEe CBSI3aHHO
¢ cunapomoM Ilpanepa-Bumim.

CunnpoMm [lpanmepa-Bumnm sBisieTcss KIMHUYICCKON MO-
JIETBIO CaXapHOTO ArabeTa U OXKMPEHUS, B ITATOTeHE3¢e KO-
TOPBHIX KIFOUEBOE 3HAUYCHUE MMEIOT THIOTAIAMUYCCKIC
HapylLIeHUsI, CEKPETOPHbIE Ne(EKTHI 3-KJIeTKU Oe3 cylie-
CTBEHHOTO BKJIaJla MHCYJTMHOPE3UCTEHTHOCTH.
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