[ eHeTMKa Nona 1 HacneaoBaHUe
NPW3HAKOB, CLLEM/EHHbIX C MOJIOM

Kak nonoBble XpOMOCOMbI GOPMUPYHOT HAaCNe4CTBEHHOCTb
N 300P0Bbe YenoBeka?



S

I'quemy [€HETUKA NO0J1a Ba>XHa .

N
o

gﬁ&?a .a%r <

~
~
~
~
i 1t ilnll : 'i' %”

~
~
-

1 1
I
! .
]
1
I
I
|
|
|
|
1
1
1
1
|
®
\
\
\
\
\
\
01 \
\
\
\
[lon yenoBeka onpepensaeTca 46 XxpoMocoMaMU, cpean \\
KOTOpPbIX 0gHa napa — nonioBas. Pasnnumna mexxgy XX n XY \
OObACHSAOT HEe TOMbKO Pa3BUTME OPraHn3Ma, .
\
HO 1 OCOBEHHOCTU Hacle4oBaHUA HEKOTOPbIX NMPU3HAKOB \

1 6onesHen, CBA3aHHbIX C MOSIOM. N




XPpOMOCOMHas OCHOBa ornpeaeneHna nosa

01

MOMEHT OnNoA0TBOPEHNSA

[Non pebEHKa 3agaeTca Npu CINAHUN FraMET.
AnuekneTka Bcerga HECET X-XPOMOCOMY,
a cnepmarosoung, npruHocut nmbo X, nméo Y,

No3TOMY MMEHHO €ro BKa ornpenenaeT NCxoa.

02

KoMbuHaupmsa XX

Ecnn obpasyeTtcs 3urota XX, 3anyckaeTcsa
pas3BUTUE XXEHCKOro opraHnamMa. Takas
KOMBWHaUUA xapakKTepHa 14 60MbLUMHCTBA
K/TETOK YXXEHCKOro KapuoTuna 1 ceBsA3aHa

c opmMUpoBaHMEM MPU3HAKOB XEHCKOro noJsia.

03

KombuHaums XY

[pu coveTaHun XY pasBnBaETCA MY>XXCKOW
opraHnaMm. Hannyme Y-XpoMoCOMbI BKITKOYaET
reHeTUYEeCKYyHo NporpamMMy, KoTopas
HanpaBnAeT paHHWe aTanbl GOPMUPOBAHUA
opraHm3ma rno My>ckomy Turny.

04

Ponb reHa SRY

KnroueBown curHam My>KCcKoro nyTu CBA3aH

C reHoM SRY Ha Y-xpomocome. OH 3anyckaeT
pa3BUTME CEMEHHMKOB, NOCSIe Yero HaunHaroT
AENCTBOBaTb FOPMOHasIbHble MeXaHWU3MbI
NosioBon ANpdepeHLNPOBKM.




[ OMOraMeTHbIU
N reTeporaMeTHbIN Mo/
Y YenoBeka

YKeHCKUM KapuoTumn

YKEeHCKWI non ABNSeTCA rOMOraMeTHbIM: BCe ANLIEKNETKN coaepykaT
TOJIbKO X-XPOMOCOMY. [103TOMY >XEHLLMHA NepeaaéT NoTOMCTBY OOMH
1 TOT >Xe TW1M NOJIOBO XPOMOCOMbI.

A\

My>KCKOW KapmnoTun

My>KCKOW Non reteporamMeTeH, NoOTOMY UYTO ObpasyeT ABa TUna
cnepmaTo3onaoB — € X- U ¢ Y-XpoMocoMon. IMEHHO 3TO CO30a€ET ABa
BO3MOXXHbIX BapuaHTa pa3BUTMA MOTOMCTBA.

COOTHOLLIEHWE MOJSIOB

[pn pOXAEHNN COOTHOLLEHKME NOJIOB B CpeaHeM 6/m3Ko K 1:1. 3To cBA3aHO
C TeM, 4YTO 0b6a TMMNa CrnepMaTo30Ma0B y4acTBYHOT B ONSIOA0TBOPEHUM
NPUMEPHO C O4MHAKOBOW BEPOATHOCTHLHO.

MﬂﬂI-OCTpaLI,I/IFI KTEeMe

Ha cnange yoobHo nokasaTtb KapuoTunbl XX 1 XY, a Tak)Xe CXemMy
0bpa3oBaHMA NOMOBLIX KNETOK. Takasa BU3yanusawmsa NoMoraeT ObICTPO
YBUOETb Pasnyme Mexay roMo- 1 reTeporamMeTHbIM NOJSIOM.




OnpepeneHne nonay yesoBeka

CxeMma nokasbiBaeT nocneoBaTe/lbHOCTb OT NOMOBbIX KNIETOK K KapuoTuny
N fanbHeNLLIEMY Pa3BUTUHO OpraHMn3Ma.

CnepmaTtosounp,

Y

raMeTa

Pas3Butune

3urota XX passuTtue YEHCKOro
CnepmaTtosoung, nona

X rameta OnnopgoTtBopeHne

raMmeTa

CeMeHHUKH
3urota XY BK/HOYaeT leH SRY 3anyck N MY>XCKOW
nyTb

Anueknetka X




X-XPpOMOCOMa KakK HoCuUTeNb MHOXXECTBA
reHoB

0}
He Tonbko non
X—xpomocoma coaepPXunT reHbl, CBA3aHHblEe HE TOJIbKO C MNMOJ1I0BbIM

Pa3BUTUEM, HO 1 CO CBEPTbIBAHMEM KPOBW, 3pEHNEM, PabOTON MbILLIL,
N 06MeHOM BeLLLecTB. [1o3ToMy e€ posb B HAac/1eACTBEHHOCTM OYEHb

LLIMPOKA.

02

MyTauum n bonesHu

Ecnv B TaKOM reHe BO3HUKAET MyTaLMs, OHa MOXET HapyLLaTb paboTy
Ba>XHOW CUCTEMBI OpraHnama. Torga BMeCcTo HopMasibHOro npusHaka
NPOABAETCA HacNeCTBEHHOe 3aboneBaHne, NepeaaroLLeecs

Mo OnNpeaeneHHON CXeMe.

03
OC0beHHOCTb Y Manb4YMKOB

Y Manb4nkoB 1 MY>XUYMH gepeKT Ha X-XpOMOCOME MPOABIAETCA Yallle,
NOTOMY YTO BTOPOW KOMUKM TOrO XKe reHa 0bbI4YHO HET. HopManbHbIN
annenb He MOXXET KOMIMEHCUPOBAaTb HapyLLUeHMe.

04

[TpakTnyeckoe 3HaveHne

AMEHHO MOSTOMY X-CLienieHHble 60M1e3HMN N3yYaroT OTAENbHO: 3HaHWe
PACMONOXEHNS FeHa MOMOraeT OObACHUTb CUMMTOMbI, OLEEHUTb PUCK
018 NOTOMCTBA W MOHSATb, MOYeMY OfHWN HAPYLLEHWS BCTPEYArOTCA Yalle
Y MY>XXUMH.
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[ToyemMy X-cLenneHHble 60ne3Hn Yallle
NPOABNAOTCA Y MY>KUYMH

OTHOCUTENIbHaA YacToTa NposABIeHns
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My>XXUKNHBI XKeHLWMHbI

Cxematunyeckasi CpaBHUTESIbHas BU3yann3auns onsa y4ebHom npeseHTaumm; TOUYHbIEe 3Ha4eHUA 3aBUCAT OT KOHKPETHOrO Npu3Haka
N BbIOOPKN.

Y My>XUMH MyTaHTHbIN annesb Ha eAMHCTBEHHON X-
XPOMOCOME Cpasy BMSAET Ha GeHOoTUN, Toraa

KaK Y XEHLLIMH ero HepeaKo MacKupyeT BTopas,
HOPMaJibHas KOMUS.

PasHuLa 06bACHAETCA OTCYTCTBUEM BTOPOW X-
XPOMOCOMBbI Y MY>XUYMH; MOSTOMY PeLeCCUBHbIe X-
cLenneHHble Npr3Hak1 3aMeTHO Yalle
NPOABMAKOTCA UMEHHO Y HUX.




PeLeccrBHOe HacnegoBaHue,
cLienyieHHoe ¢ X-XpoOMOCOMOU

[lepepaya oT oTUA

BonbHOW MYy>X4YMHa NnepenaeT CBOWM MyTaHTHbIN X BCEM A04epsM,
HO He CbIHOBbSAM, MOTOMY YTO CbIH MOJy4aeT oT oTua Y-
XpoMoCcOoMYy. [103TOMY CbIHOBbS HE HAcNenyroT 3TOT BapuaHT Yepes
oTua.

HocutenbHULbI

YXeHLnHa ¢ ogHoW HopMasibHOW U OAHOMN MYTaHTHOW X-
XPOMOCOMOW 06bIYHO OCTAETCH HOCUTENBHULIEN. oK 3TOM
Bblpa>kEHHbIE CUMMTOMbI MOy T OTCYTCTBOBATb W/ ObITb OYEHb
cnabbIiMM N3-3a KOMMEHCaLIMK BTOPOW KOMUEN reHa.

[TposiBNeHme y XXeHLMH

YT00bI peLecCcuBHbIN X-CLEMNIEHHbIN NPU3HAK NPOSIBUICS
Y YKEHLLMHBbI, Yallle BCEro Hy>kHbl IBE MyTaHTHbIE KOMWM reHa. 3To
[eNaeT Takme Crlydam 3HaUMTENIbHO PeEXEe, YEM Y MY>KUMH.




CpaBHeHMe X-CcLensIeHHOoro n Y-
CLIen/1IeHHOro HacnegoBaHUA

TabnuLa NokasblBaeT, Kak PacrnosioXeHne reHa
Ha NMOJI0BOM XPOMOCOME BIIUSIET Ha Nepeaady
NPW3HaKa 1 Ha KPYr NNL, Y KOTOPbIX OH MOXET
NPOSABUTbLCS.

Ecnn npusHak nepeaaeTcs TOMbKO MO MY>XCKOW
JIMHWW, ero CBA3bIBaOT C Y-XPOMOCOMOW;

€CJIN OH YaLle BCTPEYAETCA Y MY>XUNUH N NOET
yepes HOCUTENbHULL, peYb 06bIYHO MOET 00 X-
XPOMOCOME.

MpusHak X-cuennéHHoe Y-cuennéHHoe
Yalle y Koro MY>XUMHb MY>XUYNHbI
[Nepenava Yyepes HOCUTENbHWL, oTeL, - CbIH
[Npumep AANbTOHN3M rMNepTPUX03

YyebHas reHeTrKa YyenoBeka, 0006LLEHNE TUMNYHBIX CXEM HacNeoBaHUS




[[eMoPUnNA Kak KITaCCUYECKUN NPUMEP X-
CLIenneHHoro HacneaoBaHua ¥ .

KpoBb, KOTOpasi cBOpaynBaeTcs MeasieHHee 5

[eMopunnna BO3HNKAET U3-3a MyTaLMiN FeHOB $aKTopOB /
ceépTbiBaHuA VIII nunu IX, pacnonodXeHHbIX Ha X-XpOMOCOME. !
13-3a 3TOro KpoBb CBOpayMBaeTCAa MeasIeHHee, a Jaxe !
Hebo/bLUVe TpaBMbl MOMYT MPUBOAUTDL K OSIUTENTbHBIM !
KPOBOTEYEHUAM N BHYTPEHHUM KPOBOUSTUAHUAM. 4

MCTOpI/IFl B POAOCJIOBHbIX

970 3a60M1eBaHNE CTano N3BECTHO HE TOJIbKO Bpayam,
HO U UCTOPWMKaM reHeTUKM biarogaps POAOCIOBHbLIM
eBPOnencKnx MoHapLunx cemen. OCob6eHHO HYacTo ero
CBSA3bIBaAtOT C MOTOMKaMM KOpPoneBbl Buktopun, rae
HacefoBaHMeE NPOCIEXMBANOCH HA MPOTSAXXEHNA
HECKOJTbKUX MOKONEHNN.

[oueMy BaXKeH reHeTUYECKM aHanms \

[ns ceMbn € reMopunmen oCobeHHO BaXXHO MOHATb, KTO \
ABMISIETCH HOCUTENBHULLENW, @ KTO MOXKET BbITb 6051eH. Takas \
NHPOPMaLMA MOMOraeT 3apaHee OLUEHUTb PUCK A8 AETEN, 3
BbIOpaTb HabnMogeHne 1 06bACHUTL MEXaAHN3M X
HacneoBaHMA Ha KOHKPETHOM MpUMepe. N

N 10




[1anbTOHM3M N HapYyLLEHWE LIBETOBOIO

3peHUS

01

CyTb HapyLLeHWs

KpacHo-3eneHbIv AanbToOHN3M CBA3aH C MUBMEHEHUEM
FEHOB, OTBEYAOLLIMX 33 BOCMPUATUE LLIBETOBbLIX CUrHAI0B
ceTyaTKon. YenoBek Xy>Ke pasnnmyaeT KpacHble

N 3eNEHbIE OTTEHKW, OCOBEHHO NP cllabomM OCBELLIEHNN
nUnn BbICTPOM MNepeBoAe B3rNAaa.
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02

I'quemy Yalle y MaJib4nNKOB

[ToCKOMbKY Y Manb4MKOB TOMbKO 0gHa X-XPOMOCOM3,
peLeCCMBHbIN MYyTaHTHbIN annenb He UMEET BTOPOW
HOpPMaJlbHOW KoMK A4Na KoMneHcaunn. [Nostomy
NPU3HaK NPOABAAETCA 3HAUNTENBHO Yalle, YeM

Yy 0EBOYEK U XEHLLMH.

03

Y4ebHbIN NpUMep HacneaoBaHusA

[anbTOHN3M yao6HO NCMOMb30BaTh B LLKOSIbHOM
rEHETMKE KaK HarnsaHbIA NpUMep X-CLEenIeHHOro
PEeLEeCCMBHOro HacneaoBaHus. 1o poaoCIOBHBIM JIErko
YBUOETb, YTO MPU3HAaK Yallle NepeaaéTtcs Yepes KEeHLH-
HOCUTENBbHULL, U peXXe CKPbIBAETCS B MOKOIEHMSX.

n




Kak HacneaoBaHWe npusHakos BUAHO
B POOOC/TIOBHbIX

MNposiBneHve npusHaka
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My>XXUKNHBI XKeHLWMHbI

YcnoBHasa cxema onsg WIKOCTPaLUnn 3aKOHOMepHOCTeVI HacnegoBaHnA, He CTaTUCTU4eCkmne aaHHbIEe.

[narpamMmma nokasbIBaeT TUMNYHYIO CXeEMY ONA X-
CLLeNIEHHOIo PELEeCCUBHOMO NMpur3sHaKa: y My>4umH
OH MPOABNAETCA 3aMETHO Yallle, a Y XEHLLWH YacTo
COXpPaHAETCA B CKPbITON popMeE.

Ecniv NpusHaK Yallle BCTPeYaeTCcs Y My>XUnH
V1 MPOMYCKaeT MOKOJEHWs, BEPOATHO, OH CLiern/eH
C X-XPOMOCOMO 1 HacneayeTcsi PELIECCUBHO.

12




X-OOMWHaHTHOE HacneaoBaHue

OAaHa Konus AoCTaToO4YHO

[pn X-AOMWHAHTHOM HacieAoBaHNUM OAHOrO U3MEHEHHOTO annens
Ha X-XpOMOCOME XBaTaeT A4J1A NpoABeHNA Npu3Haka. [loaTomy

OH MOXXET HabmoAaTbCA 1Y MY>XXUMH, U Y XEHLLMH 6€3 CKPbITOro
HOCUTENbCTBA.

Ocobbin NyTb Nepegayn

BonbHOM oTeL, NepeaaeT USMEHEHHYHO X-XPOMOCOMY BCEM
O04YePAM N HXN OQHOMY CbIHY. 3TO CBA3aHO C TEM, YTO CbIHOBbS
Noy4yatoT OT OTLa Y-XPOMOCOMY, @ He X-XPOMOCOMY.

Pa3Has Bblpa)>XeHHOCTb

Y >XeHLLUMH NpU3HaK MHOr4a BblpaXkeH HepaBHOMEPHO, MOTOMY YTO
B pa3HbIX KNeTKax MHaKTUBUPYETCA pa3Haa X-XpoMocoMa. MN3-3a
9TOro KIIMHNYecKas KapTuHa MOXET BbITb MArye unm bonee
MO3aNYHOW.
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MHaKTMBaLnA X-XpOMOCOMbI ;
Y YKEHLLMH Y

01 / /

KomMneHcaumsa go3bl ! /

B KaXkgon KNeTKe XXEHCKOro opraHmamMa ogHa U3 apyx X-XpoOMOCOM ! !
[PaHO BbIK/TKOYAETCA 1 YIITOTHAETCA B Tesble bappa. Tak
BblpaBHMBAETCA aKTUBHOCTb FrEHOB MeXay XX- 1 XY-opraHn3mamu.

02

Cny4avHbIn BbIOOP

Kakasi MMeHHO X-XpoMOCOoMa CTaHET HEaKTUBHOW, 0ObIYHO
onpeaensaeTcs CryyYarnHo B OTAesbHbIX KneTkax. [1osToMy y ogHOM \
>KEHLLIMHbI Pa3sHble KIIETOYHbIE JIHWM MOTYT paboTaTb Mo-pasHomy. \

03 ‘\ \\

Mo3anyHoCTb NprsHaKoB v \

N3-3a aTON OCOBEHHOCTU HOCUTENBbHULIbI HEKOTOPbIX X- \ .\
CLEMNIEHHbIX MPU3HAKOB MOTYyT UMETb Cliabble, YaCTUYHbIE \ X
NN HEOMHAKOBO BblpaykeHHbIE NPOABNEHNSA. ITO OObACHSET, \ N

noyemy KiMHN4eCKad KapThHa He BCera oanHakoBa. N S

14




Kak aHannsupoBaTb POAOC/IOBHYHO
npw cuenieHHoM HacnegoBaHUm

[locnenoBaTenbHOCTb NPU3HAKOB, MO KOTOPbIM OMNpeaensaroT TUN HaceLoBaHUSA
B POLOCTIOBHOW

Y-cuenneHHoe

EcTtb oTey -
CbIH?

Bonbwe

PopoocnoBHas aHanu3
MY>XYUH?

EcTb
HOCUTENbHULbI?

HeT

X-cuenneHHoe

AyTOCOMHOE

15




Y-cLenneHHble Npu3Hakin

[lepepada No My>XCKOM NUHUA

Y-cLenneHHble reHbl NepexXoaaT TOMbKO OT OTLa
K CbIHY. [T03TOMY TaKune Npu3sHaku

He BCTPEeYaroTCA Y XEHLLMH U COXPaHATCA

B OOHOWN MY>XCKOW NIMHUMN CEMBM.

HebobLUuoe Ync1o reHoB

Y-XPOMOCOMa COAEPXKUT CPAaBHUTENBHO Maso

FEHOB, MO3TOMY Y-CLIEMNNIEHHbIE MPU3HAKN PEAKW.

YacTb N3 HXUX CBA3aHa ¢ pOPMUPOBAHNEM
CEMEHHMKOB 1 OCOBEHHOCTAMM MY>KCKOW
GepTUIbHOCTI.

YuebHbIn npuMep

B LLKOMBbHOW BUONOrMKN Kak KiiacCcuyeckunm
NPUMEP YacTo NPUBOAAT MMNEPTPUXO3 YLLUHbIX
pakoBWH. OH yoobeH ana 4eMOHCTPAaLMU CTPOron
nepenayu nprsHaka ot oTLa K CbIHY.
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[pnMmepbl HacneacTBeHHbIX 6051e3HEN N NPU3HAKOB,

cuerieHHbIX C NMoJIOM

Ha3BaHue Tvn eH/xpomocoma
[emopunma A X-cuenrn. peu, F8

[ansTOHN3M X-cuenn. peL, X

[MNepTPUX03 YLUHbIX PaKOBUH Y-cuenn. Y

YuebHble NpUMepbl HacNeaoBaHWs, CLIENSIEHHOMO C MOJSIOM

Tabnvua nokasbIBaeT, YTo TUM HaciegoBaHUs
onpeaensieTcs PacrosioyKEHNEM reHa B NMosoBbIX
XPOMOCOMAX M BNUSIET Ha XapaKTep nepeaayn
Npu3sHaka.

OQVH 1 TOT e GeHOTUM MOXKET UMETb PasHYHo
reHeTUYECKYHo MPUPoaY, HO CXemMa nepeaaym
BCEerga CBsi3aHa C TEM, Ha KaKoW XpOMOCOME
PACIOJIOXEH IEH.
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[loyemy 3HaHMe cueneHHoro
HacneaoBaHWA BayXHO 419 MeAULVHD

BbiABNeHMe HoCcUTebLCTBa [1pOrHo3 pucka - CKPUHUHT

B KoHcynsTpoBaHue Ha6ntogeHve

YcnoBHas cxema HanpaBnean?l NnPUMEeHeHnA B MeOUNLIMHCKON rEHETUKE; HE CTAaTUCTUYECKME JaHHbIE.

KpyroBasi guarpaMma oTpaykaeT OCHOBHbIE
33724, rae BaXkHO YUYUTbIBATb MO U TUM
XPOMOCOMHOIO Hacneao0BaHNs: OT OLEHKN pucKa
[10 BbIOOpa HabMOAEHNSA N KOHCYNbTaLMM CEMBM.

UeM TouHee onpenenéH Tmn HacnegoBaHus, TeM
HageXHee nporHo3 a1d NoToOMCTBa U TeM
apPpeKTMBHEE reHeTUYEeCKOe KOHCYNBTUPOBaHKE.
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npaKTI/ILIeCKOe 3Ha4EHNE TEHETUKU I0OJ1a

@ YTeHne pogoCOBHbIX

3HaHWe CcLEenneHHoro HacneaoBaHns moMoraeT
MOHUMAaTb CXEMbl CEMENHOMO NMOBTOPEHNS
NPWU3HAKOB M OTNINYaTb X-CLENeHHbIe Cnyyau
OT ayTOCOMHbIX, HE Npuberas cpasy K CNoXKHbIM
MOEKYNAPHBbIM TECTaM.

[ eHeTU4Yeckasa AMarHoCTuKa

9Ta TeMa BaykHa Npu NHTepnpeTaumnm
pesynbTtaTtoB [1HK-aHannsa, ocobeHHO

€CJIN HY>XHO OLIEHUTb HOCUTESNBbCTBO, PUCK

ONA aeTen nnn cBssb CUMMTOMOB C KOHKPETHbBIM
FeHOM.

PaHHee BbiaBNeHWe PUCKOB

[peHaTanbHas AMarHOCTUKa N HEOHATasbHbIN
CKPVIHWHT MO3BONSHOT OOHaPY>KMBaThb

HacneacrBeHHble HapyLUeHUA pPaHbLLe NoABIEHUA

TSAXKESbIX CUMIMTOMOB U cBOeBPEMEHHO
MNJ1aHNPOBATb HabnrogeHNE N NeYeHme.

KOHCyJ'IbTI/IpOBaHI/Ie ceMbi

Meguko-reHeTu4eckoe KOHCYJIbTUPOBaHNE
ornupaeTcd Ha NoOHMMaHKe rNMoJiIoBNX XPOMOCOM,
YTObbl O6BLACHUTL poanTenaM BEPOATHOCTIU
HacsieJoBaHNA N BO3MO>XHbIE BapPUaHTbl

onsa éyoywmx geTen.
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YTO Ba)XHO 3aNMOMHUTb
O HacnegoBaHUU, cLeneHHOM
C MOJIOM

[TonoBble XPOMOCOMbI 334aH0T He TOJIbKO MOJ1 OpPraHn3Ma,
HO 1 Ocobble cxeMbl HacnenoBaHus. [oHMMaHue X- n Y-
CLeneHHbIX NMPY3HAKOB NOMOIraeT YATaTb POLAOCIOBHbIE,
OOBbACHATb OOIE3HU U NPUHUMaTb MEOULIMHCKNE PeLLEHUS.



